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[Iporpamma rocyaapCcTBEHHOH HMTOTOBOW aTTeCTallMd pa3paboTaHa B COOTBETCTBUH C
®denepanbHBIM IOCYIapCTBEHHBIM 00pa30BaTEIbHBIM CTAHAAPTOM BBICIIErO OOpa30BaHUS IO
cnennanbHocTd 31.08.30 I'enetuka (ypoBeHb MOATOTOBKM KAJAPOB BBHICHICH KBaTU(UKAIH),
YTIBEP)KIEHHBIM IpUKa30oM MMHHUCTEpCTBA HAyKM M BbIcIIero oOpas3oBaHus Poccuiickoit
@eneparun ot 31 mapta 2025 rona Ne 299, negarornueckumMu pabOTHUKAaMH Kadeapsl o0meit
1 MeauIMHCKoM renetukn MacTuTyTa buomenununael (Mb®).

Ne damunms, UM, OTIECTBO

Y4eHas CTEICHb,

3aHnMaeMasi I0JDKHOCTh B Y HUBEPCHUTETE,

3BaHUC kadeapa
3aBeqyoNi Kadeapoit oomen u
1 | Bounosa Bukropus IOpbeBHa J.M.H. MEIULMHCKOM reHeTuku HecTuryTa

buomenununsl (MbD)

2 | bapsimaukosa Hatanes BrnanumupoBHa

K.M.H., JOLICHT

JIOLEHT KaeaAphl 00IIeH U MEUIIUMHCKOM
reHeTUku MHcTuTyTa Biome auunHbL
(MB®)

3 | Jlananmu Enena Jeormnonia II.M.H., npogeccop kadenpsr o0l 1 MEAUIIUMHCKON
mpogeccop reaetukd MHCTHTYTa Briomennmuasr (MBD)

npodeccop kadeaps! odIIeH u

4 | MuxaiinoBa CBeTnana ButanneBHa JI.M.H. MEeIUUHUHCKON reneTuku MHcTuTyTa
Bbuomenununsl (MBD)
JOLEHT Kadeapsl oOmmel 1 MeAUIINHCKON

5 | MewepsikoBa Taresana BuktopoBHa K.M.H reHeTukd MHcTuTyTa Buiome auunHbt
(MBb®)
npodeccop kadeaps! odIIeH u

6 | Yepnbix Bsuecnas bopucosuu I.M.H. MeIULMHCKOM reHeTuku MHcTuTyTa

Bbuomenununsl (MbD)

7 | Ilanuenko Enuzasera ['puropreBHa

ACCHCTCHT KadeaAphI 00IIEH 1 MEAUITUHCKON
reHeTHkH MHCTHTYTa BHOMETHITHHBD
(MB®D)

HporpaMMa FOCY)IapCTBCHHOI\/’I HWTOTOBOM aTTEeCTalluHu paccMOTpEHa U 0HO6pCHa Ha
3aCcCIaHnun Ka(bez[pm O6H_ICI\/'I 1 MEIULIMHCKON I'eHETUKH

[TpoTokou ot «05» mast 2025 r. Ne 8

3aBenyrouuii kadeapoit

/B.1O. Bounosa/

© depepanpHOE TOCYIAPCTBEHHOE ABTOHOMHOE 00Pa30BaATENLHOE YUPEXKIEHHE BEICIIEr0 00Pa30BaAHMSL
«Poccuiickuii HaHMOHAJIBLHBIN UCCIIe0BATENbCKUN MeAULIMHCKUY yHUBepcuTeT umenu H.U. TTuporosay»
MunucrepcTBa 3apaBooxpanenus Poccuiickoit denepanyu
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1. Heanb u 3aaqa4um rocyapcTBEHHON HTOTOBOM aTTeCTAIIUMN

esb rocyrapcTBeHHONH UTOTOBOI aTTeCTALMH

[IpoBeneHre OIEHKM KauyecTBa TOJTOTOBKM OOYYaIOIIMUXCA TOCPEJICTBOM OILICHKH
TOTOBHOCTH BBIMTYCKHHUKA K PENICHUIO 33/1a4 MPO(ECCUOHATLHON NIEATEIBHOCTH B 00JacTIX U
chepax JeATENBHOCTH, 3asBICHHBIX B MPOTrPaMME OPAMHATYPHl 1O CHEIHAIBHOCTH
31.08.30 I'eneTunka.

3axa4yu rocy1apcTBEeHHO MTOrOBOM aTTECTAIIMU

1. Ouenka ypoBHS c(OPMHUPOBAHHOCTH YHHUBEPCAIbHBIX U 001IENPO(hecCHOHATBLHBIX
KOMIIETCHIIMM,  OMpeJesieHHbIX  (efepalbHbIM  TOCYJapCTBEHHBIM  00pa3oBaTeIbHBIM
cTaHjgapToM BbIciiero oOpaszoBanus (maee — PI'OC BO), a Taxke npodecCHOHATBHBIX
KOMIIETEHIIUM, YCTAaHOBJEHHBIX YHHUBEPCUTETOM CAMOCTOATEIBHO HAa OCHOBE TpeOOBaHMI
npoeCcCHOHATBHOTO CcTaHAapra Bpad-reHeTuk W TpeOoBaHWMH K MTPOPECCHOHATHHBIM
KOMIIETEHIMSIM, [PEIBbABISEMBIX K BBIIYCKHMKAaM Ha pbIHKE Tpylda, o0000IIeHus
OTEYECTBEHHOI'O U 3apyOEKHOro0 OIbITA, IPOBEAEHUS KOHCYJIbTAlMM C BEAYIIMMU
pabortomarensimMu, OOBEOIUHEHUSMH paboToJaTeNel OTpaciu, B KOTOPOH BOCTPEOOBAHBI
BBIITYCKHUKH, UHBIX UCTOYHUKOB.

2. [lpunstue peuieHus O BblJaue 00ydaroImeMycs TUIIoMa 00 OKOHYaHUH OpIAMHATYPbI
U TPUCBOCHUM KBamupuKauuu Bpay-reHeTHK — B cloy4yae YCIEUIHOTO MPOXOXKIACHUS
rOCyIapCTBEHHOW HWTOrOBOM arTecTaluy Wi 00 OTYMCIeHMH OOydarolerocs us3
YHUBEpCUTETA C BBIAAYEH CIPaBKH 00 OOYYEHWH KaK HE BBINOJIHHUBIIETO OOSI3aHHOCTEW MO
JO0OPOCOBECTHOMY OCBOCHHIO 00pa30BaTENIBHOM MPOrpaMMbI M BBITIOTHEHUIO y4eOHOTO TUIaHa
— B CJly4ae HESIBKH UJIU MOJTYYEHUH HEYIOBIETBOPUTEIbHON OLICHKH.

Pe3yabTaThl 0CBOCHHMSI MPOrPaMMBbI OPAMHATYPHI (KOMIIETEHIIUM M MHAHUKATOPbI UX
AOCTHKEHHS), IPOBepsieMble B X0/1€ FOCYyAaPCTBEHHOI HTOTOBOMH aTTEeCTAIUN

B xome rocygapcTBEHHOH — WMTOTOBOM  arTecTalMi  OOYYalOIIUWCA  JOJDKEH
MPOJEMOHCTPUPOBATh CHOPMUPOBAHHOCTh CHEIYIOIIMX, YCTAHOBJIEHHBIX B MpPOTrpamMme
OpJIMHATYPBI YHUBEPCAIBHBIX, 00IIENPO(PECCHOHATBEHBIX U MPOGECCHOHATBHBIX KOMITETEHIIUN:

YHI/IBepcaJ'll)Hble KOMIICTCHIMU U HHAUKATOPLI UX JOCTUKCHUS

Tabnuya 1
HaumenoBanue
KaTeropuun Kon n HanmeHOBaHMe
. Koa 1 HanMeHOBaHHe HHIUKATOPA TOCTHKEHHUSI
(rpynmsbi) YHHUBEPCAJILHOW KOMIIETEHIIUH .
YHHBEPCAJILHOW KOMIIETEHIINH
YHHBEPCAJIBHBIX BBIIYCKHUKA
KOMIIETeH UM i
CucreMHoe u VK-1. CriocobeH KpuTHIECKH U VYK-1.1 AnanuzupyeT JOCTHKEHHUS B 00IaCcTH
KPUTHUYECKOE CHCTEMHO aHAJIIM3UPOBATh, MEIUITMHBI U papManiu B TPodhecCHOHATEHOM
MBIIIJICHUE OIPEACIIATL BO3SMOKHOCTH U KOHTCKCTEC
CHOCOOBI IPUMEHEHUS
IOCTHKEHHUS B 00J1aCTH VK-1.2 OuennBaeT BO3MOKHOCTH M CIIOCOOBI
MEOUIUHBI U (I)apMaLU/II/I B TMPUMECHCHUA }IOCTI/DKCHI/II\/'I B O6J'IaCTI/I MEOUIIUHBI U
po¢eCcCHOHATHPHOM KOHTEKCTE (hapmaryu B mpodeccrnoHaIbHOM KOHTEKCTE
Pazpabotka u YK-2. Cnocoben pa3pabateiBath, | YK-2.1 YyactByer B pa3paboTKe U yIpaBICHUN




peanuzarus
MPOEKTOB

pear30BEIBATh MIPOCKT U
YOPaBIATH UM

MIPOEKTOM

VK-2.2 BeInosnHs€eT 3a0a44 B 30HE CBOEH
OTBETCTBEHHOCTU B COOTBETCTBHH C
3aITAHAPOBAHHBIMH PE3yJIbTaTaMH U TOUKAMU
KOHTPOJIS, TIPU HEOOXOTUMOCTH KOPPEKTHPYET
CHOCOOBI pean3aniy 3a1aq

Komannnas padora
Y JUAEPCTBO

YK-3. CnocoGeH pyKOBOIUTH
paboToit KoMaHIIBI Bpadei,
CpEIHero U MJIaJiero
MEIHIIMHCKOTO IIepcoHala,
OPraHU30BBIBATH POLECC
OKa3aHUS MEIULIHCKON MOMOIIH
HaCEJICHUIO

VK-3.1 PazpabaTsiBacT KOMaHIHYIO CTPATETHIO IS
JOCTIDKECHUS LIeNeil OpraHu3aln

VK-3.2 OpranusyeT u pyKoBOAUT paboToit
KOMaH/IbI JJIs IOCTHKEHUS IOCTABJICHHOMH 1eTH

VYK-3.3 JleMOHCTpHPYET THIEPCKHUE Ka4eCTBA B
nporecce ynpasieHHsS KOMaHIHBIM
B3aMMO/ICHCTBIEM B PEILICHHHU ITOCTABICHHBIX LIENei

KommyHukanus

YK-4. Cnoco0eH BEICTpanBaTh
B3alMOJEICTBUE B paMKax CBOEH
npodeccHoHaTbHOMN
JIeITeIbHOCTH

VYK-4.1 BeiOupaeT u UCTIONB3YeT CTHIb
po(eCCHOHATBHOTO OOIICHHS TIPH
B3aMMO/ICHCTBHH C KOJUIETaMH, MAUSHTaMH 1 UX
POACTBEHHUKAMH

VK-4.2 OcyiecTBisieT BeA€HUE T0KYMEHTALINH,
JIEIIOBOH MEPETUCKU C YIeTOM 0cOOeHHOCTEH
CTHIJICTUKU O(QUITHATBFHBIX U HEO(UIIHATHHBIX
IMHICEM U COIIMOKYIBTYPHBIX pa3HInil B

0 OpPMIICHIN KOPPECTIOHICHIIH

VYK-4.3 [IpencraiseT CBOIO TOYKY 3peHUS IpU
JICTIOBOM OOLICHUH U B IIYOJMYHBIX BBICTYIIICHUSIX

CamoopraHuzamus u
camopasBHTHE (B
TOM 4HCIIe
3710pOBbECOEPEIKEHU

e)

YK-5. CnocobeH miaaHupOBaTh U
peniath 3agaun COOCTBEHHOTO
npodeccnoHanbHOTO U
JIMYHOCTHOT'O Pa3BUTHA, BKIIIOYAsL
3a/1a4d U3MEHEHUS KapbepHOU
TPaeKTOpUHU

VYK-5.1 Onpezensier npuoOpUTETH COOCTBEHHOM
JIeSTeNIbHOCTH, TMYHOCTHOTO Pa3BUTHS U
npo¢heCcCHOHATIBHOTO POCTa

VK-5.2 Hameuaer 1ienu coOCTBEHHOTO
npo(eCCHOHATBHOTO U JINYHOCTHOTO Pa3BUTHUS

VYK-5.3 Oco3HaHHO BBIOMpAET HalpaBlIeHUE
COOCTBEHHOT0 MPO(HECCHOHAIBHOTO H INYHOCTHOT'O
pa3BUTHA U MUHUMHU3HUPYET BO3ZMOXKHBIE PUCKH IIPU
U3MEHEHHUHU KapbepHOU TPaeKTOpHU

Oﬁmeﬂpoq)eccnmlanbﬂble KOMIIETCHIIUH U HHAUKATOPLI UX JOCTHKCHUS

Tabnuya 2

HaumenoBanmue
KaTeropuu
(rpynmnsi)
odmenpogeccuona
JIbHBIX
KOMTIETeHIH i

Konx u HammeHoBaHue
o0uenpodeccuoHAILHOM
KOMITETEHI[HH BBITYCKHIKA

KOI[ 1 HAUMCHOBAHUEC MHIANKATOPA TOCTHKCHUS
o01enpogeccHOHAILHONH KOMIIETEeH MU




JlesTeIbHOCTD B

OIIK-1. Crioco6eH ncrobp30BaTh

OIIK-1.1 BeibupaeT nCTOUHUKH UH(OPMAIINH,

coepe HHPOPMALNOHHO- BKJTIOYAst HAITMOHAIIFHBIC H MEXTyHApPOIHbIC Oa3bl
MH(pOpMAIMOHHBIX KOMMYHUKAIIMOHHBIC TEXHOIOTUH | IAHHBIX, JIEKTPOHHBIC OMOIMOTEYHbIE CHCTEMBI,
TEXHOJIOTHH B IIpo(heCCHOHABHON CTIEIHATN3NPOBAHHBIC TAKETHI MPUKIATHBIX
JEATEILHOCTH U COOIOIaTh TIPOTPaMM ISl peLIeHUs MPo(ecCHOHAIBHBIX 33124
npaBuiia HHGOPMAIMOHHOMN
P (bop OIIK-1.2 Co3pmaet, mogiepKuBaeT, COXpaHseT
6e3omacHOCTH .
WHPOPMAMOHHYIO 0a3y UCCIIECTOBAaHUN 1
HOpPMaTHBHO-METOIAMYECKYI0 0a3y M0 BEIOpaHHOMH
TeMe U COOIoaaeT mpaBmiia HHHOPMAIIHOHHO
Oe3omacHOCTH
Opraan3annoHHO- OIIK-2. Ciocob6eH npuMeHsTh OIIK-2.1 Hcmionb3yeT OCHOBHBIE TIPHHIIUTIBI
yTIpaBIeHYECKast OCHOBHBIE IIPUHINIIBI OpTaHM3aINI U YIIPABJICHUS B chepe OXpaHbI
JESATEIBHOCTD OpTaHM3aINY U yIIPABJICHUS B 3/I0POBBSI TPaXKAaH
cdepe OXpaHbI 340POBBSI TPAXKIaH
(bepe oxp p p OIIK-2.2 IIpoBOaWT aHAH3 U OLIEHKY KadecTBa
1 OIICHKHM Ka4yeCcTBa OKa3aHUs .
. MEIUIIMHCKOH MOMOIIH C HCTIOJIb30BAHIEM
MEIUIIMHCKOH ITOMOIITH C .
OCHOBHBIX MEJJMKO-CTATUCTUIECKHUX TTOKa3aTeseit
HCTIONIb30BAaHMEM OCHOBHBIX
MEIUKO-CTaTHCTHIECKUX
noKazaresuei
Ilegarornueckas OIIK-3. Ciocob6en ocymectBisath | OIIK-3.1 [InarupyeT n moaroraBiuBacT
JeITEIBHOCTh TIeIarOTHYECKYIO JeATebHOCTD HEOOXOANMBIC YCIIOBHS 00pa30BaTEILHOTO
B3aNMOJACHCTBUS
OI1K-3.2 OcymecTBIsIeT yIeOHYIO AeATEIIEHOCTh
o0yJaromuxcs
Menaunuackas OIIK-4. CiocobeH mpoBOIUTE OIIK-4.1 IIpoBoaut cOop kanod 1 anHaMHe3a,
JeATEIBHOCTh KIIMHUYECKYIO THarHOCTUKY B TCHEAJIOTHIECKUH aHaIH3, PU3UKAIBHBIH OCMOTP

LeJIAX YCTaHOBIICHUS U (WIJIH)
YTOYHEHHUSI IUArHO32a
BPOXKICHHOTO U (WIIN)
HACJIeJICTBEHHOTO 3a00JICBaHUsI

OI1K-4.2 CocraBiger 11ad o0clieJOBaHns 1
HaTpaBJIsIeT MAMEHTOB Ha JIa0OPaTOpHBIE U
WHCTPYMEHTAJbHBIC HCCICIOBAHIS, Ha
KOHCYJIBTAITMIO K BpadaM-CIIeIHAINCTaM, B
CTalMoHAp

OIIK-4.3 OcyuiecTBiI€T HHTEPIPETALHIO
pe3ynbTaToB 00CIEeI0BaHUH, B TOM YHCIIe
TEHETHYECKUX MCCIICIOBAHUH 1 yCTAaHABINBACT
Iuartos ¢ yuetoM aeiicrsyromeit MKb

OIIK-5. CriocobeH Ha3HAaYaTh
MIATOTeHETHYECKOE JIeUeHHE 1
KOHTPOJIUPOBATH €T0

3¢ eKTUBHOCTH U 0€30IaCHOCTh Y
MAIMEHTOB C BPOXICHHBIMH U
(vnM) HacneICTBEHHBIMU
3a00JIeBaHUSIMH

OIIK-5.1 HazHadaeT maToreHeTHYECKOE JICUCHUE
MAITEHTaM C BPOKICHHBIMH U (VJIH)
HAacJIeACTBEHHBIMHU 3a00JIEBAaHUSMHA

OIIK-5.2 KonTtponupyet 3¢pHeKTHBHOCTD U
0€e3011acHOCTh Ha3HAYCHHOT'O JICYCHHS y TTALMEHTOB
C BPOKICHHBIMU U (WJTH) HACJICICTBEHHBIMH
3a00JIeBaHUSIMH

OIIK-6. Cioco6eH npoBOIUTh
MEINKO-TEHETHIECKOe
KOHCYJIbTHPOBAHHE MAIIUEHTOB C
BPOKICHHBIMU U (WIIH)
HACJIeICTBEHHBIMHI
3a00JIeBaHNAMH U UX
POJICTBEHHHKOB M MAIIHEHTOB U3
IPYII PUCKA, BBISBICHHBIX IPU
CKpPHHUHTE

OIIK-6.1 CriocobeH mpoBOANTH MEIHKO-
TeHETUYECKOE KOHCYJIBTHPOBAHNE TTAIIUEHTOB C
BPOYKICHHBIMH U (WJIM) HaCJIeICTBEHHBIMH
3a00JIeBaHNUSAMH U UX POJICTBEHHHKOB

OIIK-6.2 CriocobeH mpoBOANTH MEIHKO-
TCHETUYCCKOC KOHCYJIIbTUPOBAHUEC MMAITUCHTOB U3
TPYIII PUCKA, BBIABICHHBIX IIPU CKPUHUHIE




OIIK-7. Cioco6eH IpoBOIUTH U
KOHTPOJHPOBATH 3(PpPEeKTUBHOCTH
MEJUIIMHCKON peaduInTaiuu
MAIUEHTOB C BPOXKICHHBIMU U
(mtn) Hace ICTBEHHBIMHU
3a00JICBAHUSIMH, B TOM YHUCIIe IPU
peanu3aiiy HHIMBUAYTbHbBIX
MPOrpamMM peabUIUTALIUH UITH
aOWIINTAIA UHBAINIOB

OIIK-7.1 CocTaBiysieT TUT1aH MEPOTIPHSTHIA U
HAIpaBJsIeT K BpayaM CrEIHaIuCTaM JIJIs
Ha3HAYCHUSI U MPOBEJCHUST MEPOIIPHUSTHI
MEJIMIIMHCKO!N PeabInTaluy MAIIUEHTOB C
BPOKICHHBIMH | (VIJIH) HAaCJIeICTBCHHBIMH
3a00JICBAHUSIMHU

OIIK-7.2 ITpoBOOHUT ¥ KOHTPOIUPYET

3¢ eKTHBHOCTH U 6€30IaCHOCTH MEPOTIPHUATHI 110
MEUIIMHCKO!N peabInTaluy MalUueHTOB C
BPOYKICHHBIMH | (WJIN) HacJeICTBCHHBIMH
3a00JIeBaHUAMHU

OIIK-8. Criocob6eH nIpoBOIHTE B
OTHOIIICHHUH TAI[UEHTOB C
BPOXKICHHBIMH U (TITH)
HACJIeICTBEHHBIMU
3a00JICBAHUSIMH METUIIUHCKYFO
IKCIIEPTHUY

OIIK-8.1 Onpenenser mpu3HAKH BPEMEHHOM
HETPYAOCIIOCOOHOCTH, BKIFOUAs! TPU3HAKH
HE0O0XOIUMOCTH yX0/1a 32 OOIFHBIMH YICHAMH
CeMbH, PU3HAKKA CTOMKOTO HApYIICHHS HYHKIMN
OpTaHOB U CHCTEM OPraHOB, 00YCIOBICHHOTO
BPOXKJICHHBIMH U (WJTH) HACJIEACTBECHHBIMH
3a00JICBAHUSIMHU

OIIK-8.2 Onpenenars MEAUIMHCKUE MTOKAa3aHUsI ISt
HATIPaBJICHUS MAUCHTOB C BPOXKICHHBIMH U (FIIH)
HACIICICTBEHHBIMH 3a00JICBAHUSIMH [IJIS
MIPOXOXKICHUS MEIUKO-COIIHATBHON SKCIEPTH3BI

OIIK-8.3 ['0TOBUT HEOOXOIUMYIO MEAUITTHCKYIO
JOKYMCHTAITHMIO [ HATIPaBIICHUS HA METUKO-
COLMANTBHYIO AKCIEPTH3Y HMAIIUEHTOB C
BPOXKICHHBIMU | (WJIH) HacJeICTBCHHBIMH
3a00JICBAHUSIMHU

OIIK-9. CiocobeH mpoBOIUTE U
KOHTPOJHPOBATh 3P PeKTUBHOCTH
MEPOIPHUATHI IO TIPOPHUITAKTHKE
BPOXKICHHBIX U (WJIH)
HACIICICTBEHHBIX 3a00JICBaHUN

OIIK-9.1 HazHauaeT u KOHTPOJIUPYET

3¢ (EeKTHBHOCTh MEPOTIPUATHI TI0 TPOPUITAKTHKE
BPOXKJCHHBIX U (MJIM) HACJIECICTBEHHBIX
3a0oJieBaHui, B T.4. TUCTIAHCEPHOE HAOIIOICHHE
TIAIMEHTOB C BPOXKICHHBIMU U (WIIH)
HacJIe/ICTBEHHBIMHU 3a00JI€BaHUAMHI

OIIK-9.2 OcymiecTBisieT OpraHu3aiio CKpUHUHTA
Ha BPOXKJCHHbIE U (WJIN) HACJIECTBCHHBIE
3a0oJieBaHus M 00CIIEJOBAaHNE WIEHOB CEMbH
MIAIIMEHTOB C YCTAaHOBJICHHBIM JINarHO30M
BPOXKJCHHOTO 1 (WJIN) HACIEACTBEHHOTO
3a00JIeBaHMS M 370POBBIX HOCHTENEH ITaTOTeHHBIX
MyTalMi B reHax

OI1K-9.3 [IpoBOOUT CAaHUTAPHO-TIPOCBETUTEIHHYIO
paboTy cpeny MaKueHTOB U YWICHOB X CEMBbH,
MEIMIIMHCKUX pabOTHHUKOB IO BOIIPOCAM
MIPOQUIAKTUKN BPOXKICHHBIX U (VIIH)
HacJIeICTBEHHBIX 3a00J1eBaHUH

OIIK-10. Cnoco6eH npoBoJuTh
aHaIU3 MEIUKO-CTATUCTUUECKON
nH}opmanum, BecTH
MEIULUHCKYIO JOKYMEHTAIUIO U
OPraHU30BLIBAThH JESITEIBHOCTD
HaXOJALIEr0Cs B paCOPSKEHUN
MEAHULUHCKOrO IepcoHana

OIIK-10.1 ITpoBoauT cO0p M aHATHU3 MEITUKO-
CTaTHCTHYECKOH MH(OpMaLK

OIIK-10.2 Bepetr MeAMIMHCKYIO JOKYMEHTAIUIO

OIIK-10.3 Opranusyert AesSTeIbHOCTb
HaXOJALIETOCS B PaCIOPSIKEHUU METULITHCKOTO
nepcoHana

OIIK-11. Cnoco6eH oka3bIBaTh

OIIK-11.1 Pacnio3Haér cocTostHusI,




MCINOWHCKYIO ITIOMOIIb B

¢dopmax

MIPEICTABILIOMINE YTPO3Y KU3HU MALlUCHTOB,

SKCTPEHHOU U HEOTJIOKHOM TpeOYIONINX OKa3aHUs MEIUIIMHCKON TIOMOIIH B

SKCTPEHHOH M HEOTIOXKHOU (hopme

OIIK-11.2 Oka3pIBaeT MEAUIINHCKYIO TOMOIIB B
SKCTPEHHOHN U HEOTIOKHOH (opMe, B T.4. C
MIPUMEHEHNEM JIEKapPCTBEHHBIX NIPETIAPaTOB U
MEIUIMHCKHUX M3JEINH I OKa3aHHU MEJUINHCKOH
ITOMOIIIX B 3KCTPEHHOU (hopme

HpO(l)eCCI/IOHaJILHbIe KOMIICTCHIIMU U MHIUKATOPLI UX NOCTHKCHUSA

Tabauya 3
HaunmenoBanue
KaTeropuu
(rpymmbi) Koa m HauMeHoBaHue Kona u HanMeHOBaHMe HHAUKATOPA
Py npodgeccuoHaNbHOMI JAOCTHKeHUsI NpodeccHOHANBbHOMI OcHoBaHue
npogeccuoHanb
KOMITETEHIHH KOMITETEHIHH
HBIX
KOMIIeTeH U
Menummackas TIK-1. CiocobeH k [K-1.1 [IpoBOANT TUATHOCTHUKY B IETSX 02.054
NIEITEILHOCTD OKa3aHHIO MEIUIIMHCKON | yCTaHOBJICHUS U (WJIH) YTOUHCHHS [podeccronanpu
IIOMOILY MHallieHTaM I10 JIarHO3a BPOKICHHOTO (MITN) Bl CTAaHIAPT
MpoIITI0 "MEIUIUHCKAsT | HACIEACTBEHHOTO 3a00JIeBaHUS "Bpau- reneTuk"

reHeTuka"

TIK-1.2 Ha3HauaeT matoreHeTHYECKOE
JIedeHNEe U KOHTPOIUPYET €T

3¢ (eKTUBHOCTH U 6€30IaCHOCTD y
TIAITEHTOB C BPOXKJICHHBIMHA U (WIIN)
HACJIEeICTBCHHBIMH 3a00JICBaHUSIMU

[IK-1.3 [IpoBoaUT MEAUKO-TEHETUUECKOE
KOHCYJIbTUPOBAHHE MAIIUEHTOB C
BPOXKICHHBIMU | (VJIH) HAacIeICTBCHHBIMH
3a00JICBaHUSMU U UX POJACTBEHHUKOB U
MAIIEHTOB U3 TPYII PUCKA, BEIIBICHHBIX
TIPU CKPUHUHTE

[IK-1.4 [IpoBOAUT MEIULIMTHCKUE
9KCIEPTHU3BI B OTHOIICHUH ITAIUCHTOB C
BPOXKICHHBIMH | (VJIH) HAaCIIeICTBCHHBIMH
3a00JICBAHUSIMU

[IK-1.5 [IpoBOOUT U KOHTPOIHUPYET

3¢ (EeKTHBHOCTh MEIUITTHCKON
peaduIHuTaIINK TAIIHEHTOB C
BPOXKICHHBIMH | (FJIH) HAacIeICTBCHHBIMH
3a00JICBaHUSAMU, B TOM YHCIIC TIPU
pean3aniy HHAUBAIYAIBHBIX MPOTPaMM
peadmnnTauy W aOWIATAIIN
HWHBAJIKIOB

IIK-1.6 [IpoBOAUT U KOHTPONUPYET
3¢ PEKTUBHOCTH MEPOTIPUATHIH IO
MPO(GUIAKTHKE BPOKICHHBIX U (TLUTH)
HacJIeICTBEHHBIX 3a00J1eBaHUH

IIK-1.7 Oka3biBaeT MEAULMHCKYIO TOMOIb
B OKCTpEHHOH popme




Opranuzanuonno- | ITK-2. Cocoben k TIK-2.1 IIpoBOAUT aHAIN3 MEIUKO- 02.054
yTIpaBIeHYECKas MIPOBECHUIO aHATN3a CTaTHCTHYECKOH nHpopmanuy, ITpodeccnonansu
JEATEIBHOCTD MEIUKO-CTaTHCTHIECKOH | COCTaBIAET IUIaH pabOTHl M OTUETHI B BIH CTAHIApT
nHPOPMALINH, BEICHHUIO po¢eCCHOHATBHOI NeTeTFHOCTH Bpada "Bpau- reneTuk"
MEIULUHCKON
[IK-2.2 OcymiecTBisieT BegeHNE
JOKyMEHTAIIHH, .
MEIUIIMHCKON TOKYMEHTAINH, B TOM
OpTaHM3aINA
qrcne B (popMe IEKTPOHHOTO JOKYMEHTA
JEATETbHOCTH
HaxXOJIIErocs B [IK-2.3 OpranmsyeT u KOHTPOJIHPYET
PpacIopspKeHUN JEATEIBHOCTh HaXOISIIETOCs B
MEIUIMHCKOTO pacnopsHKEHUH MEIUIIMHCKOTO MepcoHaa
TIepcoHana .
P [IK-2.4 Benet peructp cemeii u
TIAITEHTOB C BPOXKICHHBIMHA H (WIIN)
HacJIeICTBEHHBIMHU 3a00JI€BaHUAMH, B TOM
YHCle B paMKaX MOHUTOPHHTA
BPOXKJCHHBIX TIOPOKOB Pa3BUTHUS
Ilenaroruueckas [K-3. CrocobeH [IK-3.1 [Inanupyet Hay4HO- AHanu3
Y Hay9HO- Y4acTHIO B HAYYHO- HCCIIEI0BATEIbCKYIO JCATEILHOCTD TpeboBaHuii K
HCCIIEZIOBATENbCK | MCCIEAOBATENBCKON U npodeccnoHaIbH
- [IK-3.2 OcyuiecTBisieT Hay4HO-
ast IeATeNbHOCTh | TIEAAarorn4ecKoi i BIM
HCCIIEI0BATEIbCKYIO JCATEILHOCTD
JeATEIbHOCTH HA OCHOBE KOMITCTEHIIHSM,
TIOJTYYEHHBIX HAyIHBIX [IK-3.3 OcymiecTBsieT MeAarornaeckyo TIPEABSIBIAEMbBIM

3HAHUHA

ACATCIBHOCTb Ha OCHOBE NOJYYCHHBIX
HAay4YHBbIX 3HaHUI

K BBITYCKHHKaM
Ha pBIHKE TPYAa,
00001IeHNs
OTEYECTBEHHOT'O
1 3apyOeKHOTO
OIIBITA

2. O0beM rocy1apcTBeHHOI HTOrOBOI aTTeCTallMu, ee CTPYKTYPa U coAep:KaHHe

B cootBerctBue ¢ tpeboBanuem PI'OC BO rocymapcTBeHHass MUTOroBas aTTecTalus
IPOBOAMTCS B (pOpME rocy1apCTBEHHOTO SK3aMEHa.

O0bem rocy1apcTBeHHOMH UTOTOBOM aTTeCTAIIUH
O0BeM rocy1apcTBEHHOM MTOTOBOM aTTecTalluu cOCTaBiseT 3 3aueTHble enuHuUIb! (108
aKaJeMHYECKHX 4YacoB), U3 KOTOpPbIX 2 3a4yeTHble enWHULBl (72 aKaJeMHUYecKuX uaca)

OTBOAUTCA Ha TIMOATOTOBKY K TOCYAAPCTBCHHOMY J3K3aMCHY,

aKaJeMUYECKHX 4acoB) — c/1ady I'OCYAAPCTBEHHOIO SK3aMEHa.
[TponOMmKUTENBPHOCTE TOCYAAPCTBEHHOM MTOrOBOM aTTECTallMM B COOTBETCTBUU C
KaJICHJIapHbIM y4e€OHBIM Ipa)uKOM COCTaBIISIET 2 HEETH.

CTpyKTypa rocy1apcTBeHHOI HTOTOBOI aTTecTaAlMU
['ocymapcTBeHHBIN AK3aMEH IPOBOJAUTCS B TPU dTaria

1 3averHas emununa (36

Tabauya 4

1 3Tan - TecTHpOBaHue

Oo6yuatomuiicst orBeyaet Ha 60 BOpocoB.
Ha tectupoBanue orBomutcs 60 MUHYT.
TecTupoBaHue NPOBOIUTCS B ayAUTOPUSX Y HUBEPCUTETA B COOTBETCTBUH C

paciuicaHiem.

[Ipenmer | OnpeneneHus 00beMa M KauecTBAa 3HAHMM, TIPHOOPETEHHBIX 00YYAIOMINUMCS B
MIPOBEPKH | pe3ysibTaTe OCBOCHHS IPOTPAaMMBbI OPAUHATYPHI
OcobenHocti | TecToBBIE BOIPOCH OXBATHIBAIOT COACP)KaHUE MPOMICHHBIX TUCIMIUIMH (MOIyJIeH)
NpOBeIeHHs | y4eOHOro IJIaHa.




Pexomennmanmmn
I10 ITIOATOTOBKE

[MoAroToBKY peKOMEHIyeTCsl IPOBOUTH, KaK MOCPEICTBOM YCTHOTO IMTOBTOPCHHUS
MaTtepuaita MPONICHHBIX TUCITUTUIHH (MOAYJICH) ¢ UCITOJIB30BAaHHUEM COOCTBEHHBIX
KOHCIICKTOB, OCHOBHOM W JIONIOJHUTEIHHOMN JINTEPATYPHI U T.1., TAK U
JIOTIOJTHUTEIIBHOTO KOHCTIEKTUPOBAHUS PEKOMEH/IOBAHHBIX UCTOYHHKOB 10
MEPEYHIO BOMPOCOB, BHIHOCUMBIX Ha TOCYAapCTBEHHBIN dK3aMeH.
KoncnektupoBanue 1enecoodpa3Ho B ciIyvae, eclId BOMPOCHI IS OJTOTOBKU
OTJIMYAIOTCS OT TEX BOIPOCOB, KOTOPHIC U3YYAIIUCh B TCUCHHE YUSOHOTO BPEMCHH,
100 K€ paHee He OBLIN MPEJIMETOM TIIATEIBHOTO U3YUYCHHMSL.

2 3Tan - NPAKTHYECKHii

IIpenmert
MIPOBEPKHU

Omnpenenenust 00beMa U KauyecTBa NPAKTHYECKUX HABBIKOB M YMEHUH,
npuoOpeTEeHHBIX 00YYalONIMMCS B PE3YJIbTAaTe OCBOCHHUS IPOTrPaMMBbl OPJIUHATYPBI

Ocobennoctu
TIPOBEIECHISI

OO0yuaroieMy mpeniaracTcs JaTh YCTHBIN OTBET Ha IPAKTUYSCKUE BOMIPOCHI.

B mpormiecce oTBETOB Ha BOIIPOCH 00YYAIONTHIICS TOIHKEH MTPOAEMOHCTPHUPOBATH
CJICIYOINME HABBIKK: TPOBECTH CUHAPOMOJIOTHYSCKUH aHaIu3, chopMynupoBath
MPEIBAPUTEIBHBIN JUATHO3, ONUCATh CUMITTOMBI/BPOXKIEHHBIC aHOMAJIMU, KOTOPHIC
BO3MOKHBI IPY JAHHOM CHHIPOME, ONPEAEIIUTh FPYIILY IaTOJIOIMH, OLEHUTh
JlAaHHbIC aHAMHE3a, COCTABUTh POJIOCIIOBHYIO, ONPEAEIIUTh TUI HACIEIOBAHUS U
arpUOPHBIN F€HETUYECKUN PUCK, COCTABUTD IJIaH MOATBEPKAAIOIIECH TUATHOCTHKH,
MPOaHATM3UPOBATE/ HHTEPIPETUPOBATH MOJYUYCHHBIE PE3yJIbTaThl U
c(hopMyITUPOBaTh OKOHYATENBHEIN TUArHO3, IPEATIOKHUTH IIaH JICUSHUS ’
peabunuTanuu, NpoQUIaKTHICCKUX MEPONIPUATHIA, OLICHUTH HeoOxoaumMocTs MCD.
Ha npoBepky npakTUyecKuX HaBBIKOB U YMEHUH OTBOIUTCS 45 MUHYT.

[IpoBepka npakTHIeCKNX HABBIKOB MOKET MPOBOUTHCA KaK Ha KITMHIHYECKUX 0a3ax
YHuBepcuTeTa — MeCTax MPOXOXKACHUS NPAKTUUECKONU MOATOTOBKY, TaK U B
ayAUTOPUSIX YHUBEPCUTETA.

Pexomenmanuu
I10 TIO/ITOTOBKE

IToaroToBKy peKOMEHyETCSI IPOBOAUTH ITIOCPEICTBOM IIOBTOPEHUS MaTEpUalIa
MPOIIEHHBIX IUCLMILUIMH (MOIYJIeH) B YaCTH MPAKTUIECKUX YMEHUH U HaBBIKOB,
MIOJTy4YE€HHBIX Ha CEMUHAPCKUX (IPAKTUYECKUX ) 3aHATHIX U MPOXOKICHUS
MIPaKTHUYECKOH MOATOTOBKH (B BHJI€ PELICHHSI CUTYallMOHHBIX 33/1a4)

3 3Tan - cobecegoBanue

[Ipeamer
MIPOBEPKHU

Omnpenenenust o0bemMa 1 KauyecTBa NPoGecCHOHAIBLHOI0 MbIIIIEHUS, YMEHUS
pemiaTh npogeccuoHAIbHbIE 331241, AHATU3UPOBATH HH(POPMALMIO U
NPUHUMATH pelieHust

OcobeHHOCTH
MPOBEICHHUSI

CoOecenoBaHue BKIIIOYAET B c€0s OTBET HA JIBAa TEOPETHUYECKHUX BOIPOCA U PELICHNE
OJTHOM CHTYAIIMOHHOH 3aJja4 MEXIUCIUILTHHAPHOTO XapaKTepa.

B nporecce cobeceroBanus 00ydaromeMycs 3a1aloTcsl yTOUHSIONINE W
JIOTIOJTHUTENIbHBIE (HE BKIIIOYEHHBIE B OMJIET) BOIIPOCHI 110 MPOrpamMMe
rOCY/IapCTBEHHOTO K3aMeHa.

Ha coGecenoBanue orBoaurcsa 45 MUHYT.

CobecenoBaHue MOKET MTPOBOJMTHLCS KaK B ayTUTOPUSX YHHUBEPCUTETA, TaK M HA
KIMHUYECKUX 0a3ax YHHUBEPCUTETa — MECTaX MPOXOXKICHUS IPAKTHUECKON
MOJATOTOBKH.

Pexomenmanuu
110 TTOJATOTOBKE

IToaroToBKY peKOMEHIyEeTCS IPOBOAUTD ITOCPEICTBOM IIOBTOPEHUS IIPONHJEHHOTO
MaTepuasa B epHo U3yUeHUs AUCUUIUINH (MOIYyJIei) U MPOXOKICHHS
MPAaKTUYECKOH MOATOTOBKH (B BHJIE peIIeHU TPOQecCHOHATBHBIX 3a1a4 B
PEabHBIX YCIOBUSAX, BBIIIOJIHIEMBIX 0] PYKOBOACTBOM PYKOBOJIUTENSA
MPAKTUIECKOU MOJrOTOBKH, TOBTOPEHHE 3a(pUKCHPOBAHHOTO MaTeprala B
JHEBHUKE M OTYETE O NPOXOXKICHNH NPAKTHKH)

HCpCI[ rocyaapCTBECHHBIM 3K3aMCHOM ITPOBOJUTCA KOHCYJIIbTUPOBAHUC 06yqa101u1/1x051 Je(e]

BOIIPOCAM,

BKIIIOYEHHBIM B  IPOrpaMMy TOCYJapCTBEHHOIO JK3aMeHa (jamee —
IpeIdK3aMEeHAllMOHHAs! KOHCYJIbTalUs).
Koncynpranuu npenHasHayeHbl [  OOCYXJEHHUS BOMPOCOB, BBIHOCHMBIX

Ha

FOCYIlapCTBCHHBIﬁ OK3aMCH, KOTOPBIC BbI3BAJIN 3aTPYJAHCHUC ITPHU TOATOTOBKCE. B CHUIIy 3TOTO Ha

KOHCYJIbTALHIO

PEKOMCHAYETCA NPUXOJUTH, HW3Yy4YUB MATCpHal B IIOJIHOM o0beMe H

C(I)OpMYJ'II/IpOBaB BOIIPOCHI IPCIIOAaBaTCIIIO.

10




Conep:kanue rocy1apcTBeHHOW UTOTOBOI aTTeCTALMHU
IlepedyeHs BOIPOCOB, BBIHOCUMBIX Ha TOCYIapCTBEHHBIN YK3aMEH

Tecmoevie 3a0anus (1 sman)

HacaencrBeHHEBIE 001€3HH 00MEHA

PexomeHayemblil ypoBeHb (eHMITATAHWHA B KPOBH Y OONBHBIX (DeHUIKETOHYpHEH, B Bo3pacte 0-6
JIeT, HAXOJISIIUXCS HA JICYSHUH, COCTABIISICT

2,0-6,0 mr/mn (120-360 MKMOJIB/IT)

He Oonee 2,0 mr/mi (e 6onee 120 MKMOIIB/IT)

2,0-10,0 mr/mam (120-600 MxMoIIB/11)

2,0-15,0 mr/am (120-900 mxmo1b/11)

PexoMenyemblii ypoBeHb (heHWIIaTaHWHA B KPOBU y OOJIBHBIX (DEHUIIKETOHYpHUEH, B Bo3pacTte 7-
12 net, HaXOmAIIUXCS HAa JICUCHUH, COCTABIISCT

2,0-6,0 mr/mn (120-360 MKMOJIB/T)

He 6omee 2,0 mr/mi (e 6omee 120 MKMOJIB/JT)

2,0-10,0 mr/m (120-600 MxMOJIB/11)

2,0-15,0 mr/au (120-900 mxMotb/1)

Pexomenmyembiii ypoBeHb (heHUITaaHWHA B KPOBH y OONBHBIX (peHUIKETOHYpHEH, B Bo3pacTte 13-
15 neT, HaxXOAAIIMXCS HA JICYCHUH, COCTABIIACT

2,0-10,0 mr/a (120-600 MxMoIIB/11)

2,0-6,0 mr/mn (120-360 MKMOIIB/T)

He 6omee 2,0 mr/mi (e 6omee 120 MKMOJIB/JT)

2,0-15,0 mr/mr (120-900 MKkMOJTB/1T)

PexomeHnayemblil ypoBeHb (eHMUIATaHNHA B KPOBH Y OONBHBIX (DeHUIIKETOHYpHEH, B Bo3pacte 16-
18 ner, HaXOSIIMXCS HA JICUSHUH, COCTABIISET

2,0-15,0 mr/mr (120-900 MKkMOJTB/1T)

He Oonee 2,0 mr/mi (e 6osee 120 MKMOJIB/JT)

2,0-10,0 mr/m (120-600 MxMoIIB/11)

2,0-6,0 mr/mn (120-360 MKMOITB/I1)

OpueHTUpOBOYHAS TOTPEOHOCTH B METHOHHHE y MAIUEHTOB C TOMOIUCTHHYPHEH B BO3pacTe
TIEPBBIX 3-X MECSIIEB COCTABIISIET MI/KT

15-30

10-25

10-20

8-16

OpHCHTHpOBO‘lHaﬂ HOTpe6HOCTB B MCTUOHUHC Y MMALIUCHTOB C FOMOLIHCTHHypHCﬁ B BO3pacTeC 3-9
MCECALICB COCTABJIACT MI/KT

10-25

15-30

10-20

8-16

OpueHTHPOBOYHAS TOTPEOHOCTh B METUOHUHE Y TIAIIMEHTOB C TOMOIIMCTUHYPHEH B Bo3pacTe 9
MecHAIEeB — 4 To1a COCTaBIISIET MI/KT

10-20

15-30

10-25

8-16

11




OpHueHTHPOBOYHASI TOTPEOHOCTH B METHOHWHE Y TIAITIEHTOB ¢ TOMOIMCTUHYpUEH B Bo3pacte 4 -7
JIET COCTABIISIET MT/KT

8-16

15-30

10-25

10-20

HpI/I MMPOBCACHUH HECOHATAJIbHOI'O CKPUHHUHT'A Y 3JOPOBLIX HOBOPOKIACHHBIX YPOBCHb
q)eHI/IJ'IaJ'IaHI/IHa B KPpOBHU COCTABJIACT

0-2,0 mr/m1 (0-120 MkMOJIB/1T)

0-3,0 mr/m1 (0-180 MKMOJIB/IT)

0-4,0 mr/mt (0-240 MKMOIIB/1T)

0-5,0 mr/non (0-300 MKkMONIB/7T)

10

@DEHUIKETOHYPHsI OTHOCHUTCSI K TPYIIIE HACIEACTBEHHbBIX 3a00JIeBaHUH HapyLIeHUs] 0OMeHa

AMHUHOKHUCIIOT

IIypHHOB

TJIMKOI'CHa

KCJIC3a

11

HCpBI)IM 3TaromM MOHeKyHﬂpHO-FCHCTH‘ICCKOﬁ JUArHOCTHKH Q)GHHJIKGTOHypI/II/I SABJISACTCA

aHaJIn3 yacThIX MyTanuil B rene PAH

cekBeHupoBanue reaa PAH

NGS-cexBeHHpOBaHUE IK30Ma

MHUKPOMATPUYHBIN aHAJIN3 XPOMOCOM

12

OCHOBHBIM METOJIOM JIMarHOCTUKY M30BaJICPUAaHOBOM alueMuH (alluypuH) sBISETCS

aHaJIM3 OPraHN4YC€CKUX KHUCJIOT MOYH, aHAJIN3 AlITMJIIKADHUTHHOB B KPOBU

OnpeaACJICHUC AMUHOKHUCIIOT B KPOBU

aHaJIn3 4aCThIX MyTaI_II/Iﬁ B I'CHC

HCCJICJOBAHUEC KapHUOTHUIIA

13

HpI/I HSOBaﬂepHaHOBOﬁ alluICMHH (aum[ypnn) OTMCYACTCs NOBBIIICHNC B KPOBHU KOHICHTPAIUH

C5 (u30BajIepUIIKAPHUTHHA)

C3 (mponMOHUIIKAPHUTHHA)

CO0 (cBOOOAHOTO KAPHUTHHA)

C5DC (rnyTapuikapHUTHHA)

14

WzoBanepnanoBas aguaemus (anuaypus) o0yciaoBiIeHa qeUIIITOM H30BaJEPU-KOIH3UM a
JICTUIPOTeHA3bI, YUACTBYIOIIEH B OOMEHE

JeuuHa

(deHnnanannHa

TJIIOTaMHHa

THPO3HMHA

15

OCHOBHBIM METOJIOM TMaTrHOCTHKH M30BAJIEPHAHOBOI alluaeMuH (Al ypun) SBISIETCS

AHAJIN3 OPraHNYCCKUX KUCJIOT MOYH, dHAJIN3 AIUJIIKAPHUTHHOB B KPOBH

OnpeaACJICHUC AMUHOKHUCIIOT B KPOBU

aHaJIN3 9aCTbhIX MYTaIlI/Iﬁ B I'CHC

HCCJIICAOBAHUEC KapHUOTHUIIA

16

HpI/I I/I3OBaJ'I€pI/IaHOBOI>i alluICMHHA (aum[ypnn) OTMCYACTC NOBLIIICHNC B KPOBHU KOHICHTPAIIUH

C5 (u30BajIepUIIKAPHUTHHA)

C3 (mponMoHUIIKaPHUTHHA)

12




CO0 (cBOOOAHOrO KAPHUTHHA)

C5DC (rmyTapriiKapHATHHA)

17

NzoBanepuanoBas anuaeMus (anuaypusi) 00yclIoBJICHA MyTaIMsIMKU F'eHa , KOTUPYIOIIETO
M3BAJIEPUIT KOOH3UM a IETUAPOTreHa3y

IVD

PAH

CFTR

IDS

18

OCHOBHBIM METOJIOM JTMarHOCTHKH MPOITMOHOBOH allAyPHH SBISIETCS

AHAJIN3 OPraHNM4YCCKUX KUCJIO0T MOYH, aHAJIM3 alUJIKAPHUTHHOB B KPOBHU

MAarouMTHO-pE30HaHCHAasA TOMOI‘pa(bI/IH T'OJIOBHOT'O MO3Ta

NGS-cekBeHUpOBaHHE K30Ma

HCCJIICIOBAHUEC KApUOTHUIIA

19

[Ipy nponnoHOBOM aLMAYPUH YACTO OTMEYAETCsI OBBIICHUE KOHIEHTPALUU B KPOBU

C3 (mponMOHUIKAPHUTHHA)

CS5 (v30BajiepuIKapHUTHHA)

C0 (cBOOOAHOTO KapHUTHHA)

C5DC (riyTapuikapHATHHA)

20

XapakTepHbIM U3MEHEHHEM PH KPOBH IPHU MPONHUOHOBOM alluAypHH (B KpH3e) ABISETCS

MeTa00IMUECKUN alli103

META00INUECKUN aJIKAJI03

pecnupaTOPHBIA aluI03

pecnupaToOpHbIN aaKaio3

21

[TponmonoBas anuaypusi 00yclOBIIeHa MyTallUsIMHU B TeHAX

PCCA u PCCB

PTPS u PCD

PAH u PTP

PTEN u NAGLU

22

I'myrapoBas anunemus | Tuna o0yciioBiieHa MyTalUsIMU T'eHa , Konupyroero gpepMeHT
[IIyTapuil KO3H3UM a JEeTruIporeHasy

GCDH

PAH

CFTR

IDS

23

OCHOBHBIM METOJIOM TMarHOCTHUKH IIyTapOBOM aluypuu 1 Tuma spuseTcs

AHAJIN3 OPraHN4YCCKUX KUCJIOT MOYH, dHAJIN3 AIUJIKAPHUTHHOB B KPOBH

OnpeaACJICHUC AMUHOKHUCIIOT B KPOBU

NGS-cekBeHUpOBaHHE IK30Ma

HCCJICJOBAHUEC KaprUOTHUIIA

24

HpI/I FHyTapOBOﬁ alquaypun 1 THITa YacTO OTMEUACTCS IOBBIIICHHE KOHIOCHTpAM B KPOBU

C5DC (rayTapuiiKapHUTHHA)

CS5 (n30BajyiepuIKapHUTHHA)

CO0 (cBO6OAHOTO KAapHUTHHA)

C3 (mponmMoOHUIIKaPHUTHHA)

25

Jlo6Ho-BrcoYHas aTpodusi TOTOBHOTO Mo3ra ¢ (opMHUpOBaHHEM «3(PeKTa HAIKyILICHHOTO
sI0JIOKa» MITH «KPBIIBEB JIETY4YeH MBIIIN SABISETCS XapaKTapHBIM PaIHOJIOTHYECKUM PHU3HAKOM

13




JUIS

TIIyTapoBOH aruaypuu 1 Tuma

METHJIMaJOHOBOU aIiTypUH

(EeHUNKETOHYPUHU

MIPONTMOHOBOM AllUAYPUHU

26

Mapdanono1o0HbIH HEHOTHIT XapaKTEPEH IS

TOMOIUCTUHYPUH

MIPONTMOHOBON allUAYpHUH

(deHIKeTOHYpHUU

TIIyTapoBOH arumypuu 1 Tuma

27

OcobernoCcTH (heHOTHIIA, BKITIOYAIOIIIE B ceOST aCTEHUIECKOE TEIIOCIIOKECHIE, apaXHOAAKTHIIHIO,
nehopMaIio rPYAHON KIETKH XapaKTEePHBI IS

TOMOLMCTUHYPUHA

LIUCTHHO3a

JIEUIINHO3a

(EHUNKETOHYPUHU

28

HeoObIuHBIi 3anax «KKEHOT0 caxapa, KapaMesn» OT KOXKU U OHMOIOrH4ecKuX KUIKOCTEeH
MalMeHTa XapakTepeH sl

JeruHo3a

(EHUIKETOHYPUHT

TOMOLIACTEHYPHH

THpo3uHeMuu | Tuma

29

OCHOBHBIM OMOXMMHYECKUM MapKepOM THPO3WHEMHUH | THIA SBISIOTCS

CYKIIMHWJIAIICTOH

MCTHUOHHH

TUPO3UH

dbymapar

30

OCHOBHBIM MCTOJOM AMArHOCTUKH TUPO3ZUHEMHHU 1 Tuma sBiIseTcs

TAHJACMHAA MACCIICKTPOMCTPUSA

MAarHuTHO-pE30HaHCHAas TOMOFpa(l)I/ISI T'OJIOBHOI'O MO3ra

NGS-cekBeHUpOBaHHE 3K30Ma

HCCJIICIOBAHUEC KapHUOTHUIIA

31

HeoObrunbIit ((KaHYCTHLIﬁ)) 3amax oT Telia 0OIBLHOTO BCTPCUACTCs IIPpHU

TUPO3UHCMHUN 1 Tuma

(EHUIKETOHYPUHT

JIEUIUHO3€e

TOMOLUMCTUHYPUHN

32

HpI/I TUPO3UHECMUU 1 Tuma B KpOBH 4aCTO 06Hapy>KI/IBaeTC$I SHAYUTCIIbHOC TOBBIIIICHUC YPOBHSA

anbda-peTonporenHa

anb(ha-1-aHTHTpIICHHA

anba-uaTEphepoHa

aroJIMIIONPOTCHHA

33

[Ipu askanTOHYPUH MMOBBIIIAETCS SKCKPELMS C MOYOU

TOMOT'CHTHU3UHOBOM KHMCJIOTEI

3-FH}:[pOKCI/IHpOHI/IOHOB0ﬁ KHCJIOTHBI

2-KCTOI/I3OBaHepI/IaHOB0ﬁ KHCJIOTHBI

KE€TOHOB

14




34

N3meHenue nBeTa MOYM HA YEPHBINA MIPU CTOSHUHW HA BO3yXe, HArPEBAaHUH WJIH MOAIIEIaYHBAHUN
XapeKTEepPHO ISl

ANKaNTOHYPHUH

(eHUIKETOHYPUH

TraJIaKTO3CMHUH

THUPO3HUHEMHUN

35

V namnueHTOB ¢ rajlakTo3eMuei HanboJIee YaCTO BBRISBIISIOTCS MyTalliu B I'CHC

GALT

GALK1

GALE

GALD

36

Haunbonee TsokenbIM TeUeHHEM TalaKTO3eMHU SIBIISICTCS HEOHATAIBHBIN CETICUC, 00YCIIOBICHHBIH
TPaMM-TIOJOXHUTENHON (IIopoit

Escherichia coli

Mycoplasma pneumoniae

Pseudomonas aeruginosa

Klebsiella pneumoniae

37

JlayibHeIIas yTOYHSONMAs THarHOCTHKA ITOKa3aHa NP MOBBIIICHUH YPOBHS OOIIEH I'ajlaKTO3bl
0oJee MT/ 1171, 0OHAPY)KEHHOTO MPH MPOBEICHUN HEOHATAIBHOI'O CKPUHUHTA

7,2

6,1

10,5

154

38

HCpBHM OTAIIOM JUAarHOCTHKH I'aJJaKTO3CMHUH ABJIACTCA

oIpeiesieHHe aKTUBHOCTHU (pepMeHTa rajakto3ol-gocdar ypuaun tpancdepasst

aHajn3 BCeH Koaupyrome nociuenoparenbHOCTH reHa GALT

MHKPOMAaTPUYHBIN aHAJIA3 XPOMOCOM

NGS-cekBeHUpOBaHHE 3K30Ma

39

Ha PE3YJIbTAThI OHOXMMHUYECKOU JUATrHOCTHUKH I'aJIaKTO3CMHUHN BJIUSACT

NepesiMBaHuE IPUTPOLIMTAPHON MACCHI

aHTI/I6aKTpI/IaJIBHaH Teparus CCrcuca

dhoToTepanus

HMCKYCCTBCHHAS BECHTUJISIHNSA JICTKUX

40

ITpu ramakrozemMun caMoi 4acTOM NaTOJOTMEN I11a3 BIISETCS

KaTapakTa

MHUKPOTAIBM

aHopTaIbM

rjlaykoma

41

HpI/ISHaKaMI/I TaJIaKTO3CMHUHU Y HOBOPOXKJICHHBIX ABJIAIOTCS

MIPOrPECCUPYIOLIAsl TATOJOTUS TEYEHU

0OCTpad NMovuc4yHagd HEAOCTATOYHOCTL B COUCTAHUU C KapI[HOMHOHaTHCﬁ

runepTpodusi MHOKap/ia, THIOTINKEMHS, JIAKTaT-aIu 103

THICPaMMOHEMUS, KapAuOMHONIaTUA C BBIPAXKCHHBIM INOBBINICHUEM KPETUHWH-KWMHA3hI

42

XapaKTepHBIMI/I CHUMIITOMaMU I''TMKOI'CHO30B SBJISAIOTCS

TUIIOTJIMKEMUS, JUCITUIINACMHUS, I'CIIaTOMET aJIns

JICFIKOJII/ICTPO(i)I/I’I, TUNCPIIIMKEMHUS, KapAMOMUONIATUA, TUTIICPAMMOHEMUSA

15




0CTpast IOUYeYHAsT HEJOCTATOUHOCTh, ATAKCHS, TUTICPXOJICCTEPUHEMUSI, TIPOTPECCUPYIOIIAs
MuUKporedaus

PE3UCTEHTHAS AIIIIETICHS], TPOTPECCUPYIOIAasi MUKpOIedanns, HeKpo3 0a3aIbHBIX TaHTIIHEB

43

I'nmukorenos la tuna O6YCJIOBJ'ICH MyTallMsIMU B I'CHC

G6PC

SLC17A4

AGL

GBE1

44

XapaKTapHBIMI/I CHMIITOMaMHU TIIHKOTeHo3a () THIa SABISIOTCS

THIOTJTIMKEMHUA C ITOCTIIPAHAWATIbHBIM ITOBBIIICHUEM JIaKTaTa

TUOCPIIIMKEMUS C TOCTIIPAH/JUAJIbHBIM INOBBIIICHHUCM JIAKTATa

TUHOTJIMKCMUSA C MOCTIPAHANATIBHBIM CHM)KCHHUECM JIAKTATa

TUOCPIIIMKEMUS C TOCTIIPAHAUAJIbHBIM CHM)KCHUCM JIAKTATa

45

Knuandecknii heHOTHTT HApYyTIEeHH OETa-OKUCIICHUS JKUPHBIX KHCIIOT XapaKTepru3yeTcs

MOPaXXEHHWEM MBIIIIL, CePALA, IEYEHU, HEBPOJIOTUYECKOM CUMIITOMATUKOMN

MOPaXEHUEM IJ1a3, IEYEHU, IOYEK, HEBPOJIOTMYECKON CUMITOMAaTUKON

MOJIMHEUPONATUEN, MBIIICUHOM THIIOTOHUEH, MAKPOTJIOCCUEH, AaTOMMYECKUM IEPMATUTOM

MIPOTPECCUPYIOLIEH AereHepalueil CeTYaTKy, TYTOyX0CTbI0, (hapMaKopEe3UCTCHTHBIMHU
CyJoporamMmu

46

[Tpu HapymeHusix 6eTa-OKUCICHHS )KUPHBIX KUCIIOT B OMOXMMHUH KPOBH YacTO BCTPEYaeTCsl

TUIMOKCTOTUYCCKAsA T'MIIOTTIMKCMHA

TUTICPKTOTHYCCKAs I'HIIOTJIMKEMUSA

THIOKCTOTUYCCKAS TMICPIIIMKCMUA

THHNCPKCTOTHYCCKAA THICPIIIMKEMUS

47

Knuangeckne cuMOTOMBI B BUJE 33J€PKKH ICUXOMOTOPHOTO M (PU3NYECKOTO Pa3BUTHUS
Merano0JacTHOH aHeMuH, aTpo(UUECcKOoro IJI0CCUTa MPOrpeccupyolleit HeiiponaTtuy B
COYETAHMH C TMOBBIIIEHHEM IKCTKPEIMH ¢ MOYOH METHIMAJIOHOBOM KHCIIOTON XapaKTepHBI s

HACJICACTBCHHOT'O HAPYHICHHU A MeTaboIM3Ma KobajJaMHUHa

HEIO0CTATOYHOCTH alibha-l-aHTHTpUnCcHHA

IJIyTapoOBOW auuAypuu

nophupun

48

Knuandeckne cHMIITOMBI B BUIC nporpeccnpyfomeﬁ HeBpOHOFH‘{€CKOﬁ CHUMIITOMATHUKH,
CyAOPOKHOro cuipoma, YaCTUYHON MJIM TOTAIbHOU AJUIOTICHUH XAPAKTCPHBI IJI

HEIO0CTATOYHOCTA OMOTUHUIA3HI

Oone3nu Pedecyma

TaJJaKTO3CMHUHU

METHJIMAJIOHOBOU aquaypun

49

Knnanaeckum ITPOABJICHUEM IMMUPHUTOKCHH-3aBUCHUMBIX CyJOPOT ABJISACTCA

snMIIeNTHYeCKasd dHIedamonatus, 1e0I0THPYIOMAs B HEOHATAIBHBIA MEPHOJ

nporpecCupyroniass MUOKJIOHMYCCKAs SMUIJICTICHUS, ,I[C6IOTI/IpyIO]J_[a$I B BO3PACTC 3-6 ner

(oxanbHas KOPTHKaJIbHAS AUCIUIA3KS K IPOrpeccupylomiel arpodued noinymapuii roJI0BHOTO
MO3ra

CYJIOPOXHBIM CHHIPOM, BOBHUKAKOUIUHI Y AETEN C HU3KUM YPOBHEM IIUPHUJIOKCHHA KPOBU

50

HI/IpI/I}_IOKCI/IH-3aBI/ICI/IMLIG cyaoporu O6YCJ'IOBJ'ICHLI MyTallusiMU B I'CHC

ALDH7A1

SCO2

HADHA
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HADHB

51

HpI/I MMMPUAOKCHUH-3aBUCUMBIX CyaOpOorax OTMEYacTCs IMOBBIICHUE B KPOBU U MOYC YPOBHA
KHCJIOThI

MHUIIEKOJIMHOBOM

(dhymapoBoit

MEBaAJIOHOBOM

aIUIUHOBOM

52

BonesHp BIIIbCOHA-KOHOBAJIOBA Je0IOTHPYET

y nerei crapimie 2-X JeT

Yy A€Tel epBOro roja >KM3HU

B HCOHATAJIbLHOM NIEPHUOJIC

y JeTei B Bozpacte 1-3-x jeT

53

H.B. KonoBanos npemioxun B 1960 roqy kmnHHYECKYIO Kiaccu(rKannio 00JIe3HN BHILCOHA-
KOHOBAJIOBA, BBIACISS IATh (POPM: PUTHIHO-TUIIEPKUHETHUECKYIO, a0JOMUHATIBHYIO,
JpOKaTeIbHYI0, SKCTPAIUPAMUIHO-KOPKOBYIO U CaMyI0 4acTYIO

JPOKATENBHO-PUTHIHYIO

TUNIEPKHHETHYECKYIO

O3 HIOIO

a0 IOMHUHATIBHO-THUIIEPKUHETHYECKYIO

54

Jedumur dhpykro3o0-1,6 —6udocdarassl sBiseTcss HacIeACTBEHHBIM 3a00JICBAaHHEM U3 TPYIIITHI

HapyLIEHUH TTIIOKOHEOreHe3a

aMHUHOAIIU IO aTHI

HapYIICHUH IMKJIa MOYEBUHOOOPA30BaHMSI

JIN30COMHEIX OOJIE3HEN HAKOIIICHHUS

55

Jedunur tpancnoptépa riaroko3s (glutl), kak nmpaBuno, MaaudecTupyeT y nereit

TICPBOI0 MOJIYyroausd )XKnu3Hu

crapiie 2-X JIeT

IDKOJILHOI'O BO3pacTa

cl roJa KM3HHU MOCJIC TPOMEIKYTKa HOPMAJIBHOI'O Pa3BUTHA

56

Heliponerenepariys ¢ HaKOIUICHHEM JKeJie3a B MO3re XapaKTepH3yeTcs

TCHETHYCCKOM TCTCPOrcHHOCTELIO

HaJu4ueM yacToil mytanuu B rene CBS

MaHH(i)eCTaLIHeﬁ B HCOHATAJIbHOM BO3pacCTC

TAXKCJIBIM ITOPAKCHUCM TICUCHU

57

3aboneBanue, BIepBble onrcanHoe B 1922 roay ronnycom rajiiepBOpAECHOM U TYTO IIMAaTIEM,
COTJIACHO COBPEMEHHOM KJIacCH(UKALINH, ONMCHIBACTCS KaK

Heﬁpo;[ereHepauI/m C HaKOIIJICHUEM KCJIC3a B MO3I'C

MIPOrPECCUPYIOIIast Hapy)KHast O TaTLMOILICTHs

HEWpOIereHepalysl ¢ HAKOIUIEHUEM MEAU B MO3re

MTPOTPECCUPYIOIINN HEKPO3 0a3aJIbHBIX TAHTIIUEB

58

Heiiponerenepanus ¢ HaKOIJICHUEM KeJle3a B MO3re M3-32 HAKOIUICHUS JKeJe3a B 0a3albHbIX
TaHTIMSX IPY HEHPOBHU3YAIN3al[Mi UMEET XapaKTEepPHbIH ()eHOMEH

«rjasa Tarpay

«HAJKYHOICHHOI'O SI0JI0KaY

«KOPEHHOT0 3y0a»

«(KPBUILGEB HeTy‘Ieﬁ MBI
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59

HpI/I HCOOCTATOYHOCTHU aﬂb(l)a-l-aHTI/ITpI/IHCI/IHa Y B3pOCJbIX HanboJee 4acTo Pa3BHUBACTCs

sM(pm3eMa JTeTKIX

XpOHHYECKasA THOMHAS ITHEBMOHUS

OpOHX000CTPYKIIHUS

TUnoIjiasusa TCPMUHAJIbHBIX 6pOHXOB

60

CuHapoMm Jenra-HaiixaHa XapaKTepu3yeTcs

YMCTBCHHOﬁ OTCTAJIOCTBIO, XOPEOATETO30M, IPUCTYITIAaMU arp€CCUBHOI'O ITOBEACHUS C
CaMOIIOBPCIKJICHUCM

SIUJICOTUYCCKON 3HH6(1)3J'[0H3THCI7I, MBIIIICUHOMN FHHOTOHHﬁ, MporpeCCUpyrommuMm TCUHCHUEM

TUTIOTJIMKEMUEH, MUOTIaTHEHN, 3aIEPIKKOM ICUXOMOTOPHOTO Pa3BUTHUS

TUIOTIINKEMHUEH, Mporpeccupyomel runeprpoduelt MUOKapaa, METaOOTNIECKIM aIliI030M

61

XapakTepHbIM OMOXUMHUSCKUM MapKepOM CHHIPOMA Jielia-HalXaHa SBJISICTCS MOBHIIICHUE B
KpPOBH YPOBHS

MOY€EBOI KUCIIOTHI

MOYCBHHBI

OunnpyOunHa

KpCAaTUHMHKHWHA3bI

62

)KCCTKI/IG, IIBETa «CJIOHOBOM KOCTHU», IOMKHE BOJIOCEI BCTPEUYAIOTCA IIPU

Oosie3nn Menkeca

QKA TOHYPUHU

oone3nu Humanna-ITuka

TIIMKOT€HOBOI 00JIE€3HU

63

HeoObIuHbII 3amax «IOTHBIX HOT» OT Tejla XapaKTepeH IS

M3BaJIEPUAHOBOMN aIruAeMun (alUAypHUH)

(heHUIIKETOHYpHUH

TOMOLMCTCHYPUH

TUPO3UHCMHUN 1 Tuma

64

[Tpu ranakro3emMuu THIIA JTyapTe 10T 3a00IeBaHNsI IPUXOAUTCS Ha

TNICPBLIC HEACIN KU3HU

TNICPBLIC I'OAbI JKU3HU

JIOIITKOJIBHBIN IEPHOJT

MJIQJIIIANA IIKOJBbHBIN NEPUOJ,

65

HawuGomee BCPOATHBIM AUArHO30M Yy MallUCHTA C USMCHCHUAMUA Ha MPT, HaltTOMHMHArOIMUMH1
«HAJKYHICHHOC SIOJIOKOY SIBIIETCS

rIIyTapoBas anuaypus 1 tuna

THpo3uHeMus 1 Tuna

Heﬁpo;[ereHepauI/m C HaKOIIJICHUEM KCJIC3a B MO3I'C

Oose3ns Bunibcona-KonoBasosa

66

VY nmereii ¢ IIMKOT€HOBOM 00J1€3HBIO | THIA TPH OCMOTPE YacTO OTMEYAETCs

«(KYKOJIBHOECY JIUIIO

rpyOble YepThl JIMIA, TAPTOUITH3M

}_'[aYHO-HO,Z[06HBIC YCPTHI JINLlA

JIBYCTOPOHHMI NITO3 BEK

67

O}_IHI/IM W3 OCHOBHEIX CHMIITOMOB I'JIMKOreHo3a () TUIIa SIBIISETCS

TUIIOTJIMKEMU S

HEUTPOTICHHUSI

TPOMOOIIUTOTICHUS
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IUCIIANNAIEMUS

68 | Pannee BbIaicHHE MOJIOYHBIX 3yOOB IIEIMKOM C KOPHEM BCTPEYACTCS MTPU
runodocdarazun
HECOBEPIIEHHOM OCTEOT€HE3e
Oone3nn Bonpmana
THUIIEPUHCYIVHHA3ME

69 | OCHOBHBIMH CUMIITOMaMH MEBAJIOHOBON allMAYPUH SBISIOTCS
PEKYPPEHTHBIE KPH3HI C IUXOPAIAKOH, CHINbI0, TUM(aJeHONAaTHEH U renaToCcIUIeHOMETaanel
TUIIOTJIMKEMHUS], JTaKTaT-ali103, Iporpeccupyomas sHiedanonarus
IIPOTPECCUPYIOLIAS! XKENTYyXa, [I0UYEYHAs! HEJOCTATOUYHOCTh, TUIIEPTPOdHs MHOKapaa
HMHCYJIBTONIOIOOHBIE COCTOSIHUS, aTAKCHsl, IPOrpeccCUpyoLIas MUKpouedanus

70 | OCHOBHBIMH AMAarHOCTHYECKUMH KPUTEPHIMHU CHHAPOMA CMUTA-JIEMJIM-ONHUTLA SIBJISIOTCSI
XapakTepHbIi (DEHOTHUI C IUPOKUM AJIbBEOJSIPHBIM OTPOCTKOM, IOPOKH BHYTPEHHUX OPIaHOB,
CUHIAKTUINS 2-3 CTON, THIIOCHAAMs Y MaJIbYHKOB
PEKyppEHTHBIEC KPH3HI C JINXOPAJKOH, CHINBI0, TUM(aJeHONAaTHEH U renaToCIIeHOMETaanel
MPOTPECCUPYIONIAS KENTYXa, MOYEHHAs] HEJJOCTATOYHOCTb, THUIIEPTPpOodHs MHOKapaa
HMHCYJIBTONIOIOOHBIE COCTOSIHMUS, aTAKCHsl, IPOrpeccUpyoias MUKpouedanus

71 | 171 IMarHOCTHKH CUHAPOMAa CMUTA-JIEMJIM-ONUTIIa HEOOXOJMMO ONPE/EICHUE B CBIBOPOTKE
KpOBH YPOBHS
MeTa0OJIMTOB XOJIECTEPHHA
OUYEHb NIMHHOLENOYEUHBIX JKUPHBIX KHCIOT
JKEJITYHBIX KHCIOT
[JTFOKO3BI

72 | XapakTepHOU I'MCTOJIOTUYECKONW KAPTHHOM JIe(hUITNTA TH30COMHON KHUCIIOH JTNTIA3bI SBISETCS
MEJIKOKaNeJIbHbIA CTEATO3 NEUEHU
KpYIHOKANENbHBIN CTeaTo3 NEYeHN
MEepUNOPTAIBHBIN (GUOPO3 TIeUeHH
CMELIaHHBIMA CTEaTO3 NEYCHU

73 | BoNBIIMHCTBO CEMEMHBIX THIIEPXOJIECTEPUHEMUI XapaKTePU3yIOTCS IIOBBILIEHUEM YPOBHS
XOJIECTEpHHA KPOBH, a TaKXKe
nosbiienrem JITTHIT
cHmxeHueM JITTHIT
MOBBIIIEHUEM TPHIVIMLEPHIOB
CHIDKEHUEM TPUTIHULEPUAOB

74 | Ilpu ceMelHBIX TUTIEPXOJIECTEPUHEMHUAX TUETOTEPAINS OCHOBaHA HAa OTPAaHUYECHHUHN TIPOIYKTOB,
OorartpIx
XOJIECTEPUHOM
6emKomM
YTIIEBOJIAMHU
pubodaBUHOM

75 | KcaHTuHypus XapakTepu3yercs
reMatypued HepoIUTHA30M, TOYEYHON HEJJOCTATOUHOCTHIO
HPOrpeECCUPYIONIEN NEUEHOUHOM HEOCTATOYHOCTBIO
IPOrPECCUPYIOIIMM CHHAPOMOM X0JIECTa3a
porpeccupyroueil runeprpoduuecKon KapAHoMHUnaTHen

76 | Kcantunypus o0ycioBiaeHa IehUIIITOM
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KCAaHTUHACTUAPOTCHA3bI

dpykT030-1,6-0nhocharassl

anbda-1-aHTUTPHUIICHHA

OPHUTHUHTP aHKap6aMI/IJ'Ia3I)I

77 | IlpuunHON KCAaHTUHYPUH SIBISIIOTCSI MYTallMX B TeHE
XDH
PAH
CFTR
FAH
78 | CambIM 9acCTBIM T'€HETHUECKHUM J1ehpeKTOM reHa ctns, MyTaliy B KOTOPOM IIPHBOJIAT K IIUCTHHO3Y,
SIBIISTIOTCS
MPOTSDKEHHBIE Jeaenun okoio 57-kb
MHUCCEHC MYTallUH
HOHCEHC MYyTally
JeJIelIMY OAHOTO HYKJICOTHIA
79 | IlepBble KIMHUYECKHE CUMIITOMBI IICTHHO3a TMOSIBISIOTCS Y IeTel
crapiie 6 MecseB
MIEPBOr0 MECsIIa )KU3HU
crapiue 4-5 ner
MIOJIPOCTKOBOTO MEpHOoa
80 | K moyeuHBIM IPOSBICHHUSM ITUCTHHO3a OTHOCST
cuHapoM DaHKOHU
yJIBOCHUE cOOMPATENFHON CHCTEMBI TOYEK
TUIOIUIA3HIO MOYEK
MHUJIBTHKUCTO3 TMOYKH
81 | XapakTepHbIM U cieln(pUYHBIM CHMOTOMOM LIMCTHHO3A SIBJISIETCS
OTJIO)KEHUE KPUCTAIJIOB B POTOBHUIIE U KOHBIOKTHBE
CHMITOM «BHUIIIHEBOM KOCTOUYKH
aTpo(us AUCKa 3pUTETHLHOIO HEPBA
MUTMEHTHAS JIereHepalys CeTYaTKu
82 | Makpouedanus siBIsieTCS XapaKTePHBIM CUMITTOMOM JIJIs
Oone3nn KanaBana
(EeHUIIKETOHYPUH
cunapoma Cmura-Jlemnu-Onurua
cuHapoma Perra
83 | Mukponedanus siBIsieTcS XapaKTEPHBIM CUMITTOMOM JIJIsS
MaTEPUHCKOH (DeHUITIKETOHYPHH
cuaapoma ['yprep
Oone3Hn AJeKkcaHaepa
CHHJIpoMa XaHTepa
84 | Hanuuune KanbIMHATOB B TOJIOBHOM MO3T€, BBISBIISIEMbIX PH KOMIBIOTEPHOU TOMOTrpaduH,

XapaKTEepHO JJIs

cunapoma Aikapau-I'yTeepec

(heHUIIKETOHYPHH

TaJJaKTO3€MHUHN

MYKOBUCHH034d
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85

Hucrarm saBisiercs XapaKTCPHBIM CUMIITOMOM JJId

6omnesnn [lemunieyca-Meprdaxepa

METHJIMaJOHOBOU aIiTypUH

MIPONTMOHOBOM alUAYpHUH

6one3nn Pabpu

86

AreHe3rs MO30JIHCTOrO Tella SBISETCS YaCThIM CHMIITOMOM

HEKETOTHYIECKOH THOCPIIINMIUHEMUN

MYKOBHCIIHI03a

rJIMKOoreHo3a 9 tuma

(heHUIIKETOHYpHH

87

[ToMmyTHEeHHE POTOBHIIBI YACTO BCTPEYAETCS IPH

cunapome I'ypiep

CHUHJIpoME XaHTepa

(heHUIIKETOHY pHUH

TIIMKOT€HOBOI 00JIE3HH 2 THIA

88

AIIOHCHI/ISI SABIACTCA XapaKTCPHBIM CUMIITOMOM IJIsA

HEIOCTATOYHOCTA OMOTUHUIA3EI

HEKETOTHYECKOH TUTICPIIIMIIUHEMHUHU

HEMEPEHOCHUMOCTH (PPYKTO3BI

rajakroseMud 1 tuma

89

[{uppo3 neyeHu SBIAETCS XapaKTEPHbIM CUMIITOMOM

0ose3nu Bunscona-KonoBaiosa

(heHUIIKETOHYpHUH

METHUIIMAJIOHOBOM allulypUH

runodocdarazun

90

HenepeHocuMoCTh (U3HYECKOl Harpy3Ku, MUOTIIOOMHYPHSI, TIOBBIILICHHE YPOBHS
KpeaTnHPOCHOKHHA3HI XapaKTEPHO JUIS HEIOCTATOYHOCTH

KapHUTUH MAIMUTOMI Tpancdepassl 11

q)eHHJ'IaJ'IaHPIHFI/IILPOKCI/IHa3BI

OpPHUTHUHTpaHKapOaMuIa3bl

anpda-l-anTUTpHUIICHHA

91

IIporpeccupyroniass MUOTIaTHsI BCTPEYAETCS MPU

riukoreno3se 111 Tuna

MYKOBHUCHH03C

rajakroseMud 1 tuma

HCECOBCPIICHHOM OCTCOI'CHE3C

92

KaTapaKTa ABJIACCA XapPaKTCPHBIM CUMIITOMOM JJIA

TaJJaKTO3CMHUHU

(heHUIIKETOHYpHH

THITIOTHPE03a

MYKOBHUCIIJO3a

93

[ToaBBIBHX XpyCTaJIMKa BCTPEYAETCS IPH

TOMOLUCTHHYPHH

nophupun

IKAITOHYPHH

TaJJaKTO3CMHUN
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94

[TpucTynsl TMOEPBEHTIWISIINY XapaKTePHBI ISl

HapyIICHNH IFKJIa MOYEBHUHBI

JICHWIKETOHYPUH

METHIMAJIOHOBOM alquaypun

MIPONTMOHOBOM AllUAYPUHU

95

Ctpunop sBIsIeTCS XapaKTEPHBIM CHMITTOMOM JIJIst

HEIOCTATOYHOCTH OMOTUHUIA3EI

rajakro3eMuu 1 Tuma

IIUCTHHO3a

Toppupun

96

[porpeccupyromas ne4eHoYHass HeJOCTOTOYHOCTh XapaKTepHa JUIs

rajakro3eMuu 1 Tuma

IIUCTHHO3a

KCaHTHHYPHH

MyKIIoJIcaxapuaosa 3 Tumna

97

3aaep>KKa pocCTa, TMIOTJIMKEMUS, I'CIATOMETaAJIMA U TUIICPJIIMITNACMUS XapaKTCPHbI JJIA

riIuKoresosa 1 tuma

MYKOBHCIIH/I032

THIIOTHPE03a

(EHUIKETOHYPUHU

98

[TpoOy ¢ KynpuHMWIOM MPOBOJST NPU MOAO3PEHUH Ha

0ose3ns Bunscona-KonoBasosa

6oxe3ns [amnepBopaena-1lnaTia

Xxoper ' eHTUHITOHa

cunapoma Kpurnepa-Haiisipa

99

Harpy3ouHblil TECT ¢ TIFOK030# MPOBOIST NPY NOAO3PEHUH HA

MHUTOXOHJIPUAJIbHYIO IaTOJIOTUIO

MYKOBHCIIHJIO3

aTHIUYHBIC HOPMBI HEHUITKETOHYPHHU

TaJJaKTO3CMHIO

100

Hau0osee 4acThIM reHETUYECKUM JIe(hEeKTOM, TTPUBOISIINM K BO3SHUKHOBEHHUIO 00OJIC3HU
nemieyca-Mepiioaxepa siBiseTcs

nymnukanus Xq22, sknovaromas red PLP1

nenenust Xq22, Bkiroyvaromasi red PLP1

MHCCEeHC MyTaruu rena PLP1

HOHCeHC MyTanuu reda PLP1

101

AnnenbHBIM KIMHUYECKUM BapuaHTOM, Kak U 00JIe3Hb Nenuieyca-meprdaxepa, 00yclIoBIEHHBIM
MyTtanusiMu B reHa PLP1 sBasetcs

criacTH4ecKas maparuierus 2 Tumna

MblmevHas auctpodus Jlanaysu-Jlexxepuna

cunapoM Munepa-/lukkepa

IACTHHO3

102

JImzocoma mpeacTaBisieT cooon

OJTHOMEMOPaHHYIO c(hepuUIecKyIO OpraHeITy KICTKH

JBYMEMOPaHHYIO OPTraHeJuly KJIETKH

HeMeM6paHHYIO OpPraHeiily KJICTKU

KJICTOYHOC BBIKIIFOUYCHHEC

22




103 | OcHOBHOH (hyHKIIHEH JIM30COMBI SIBIISIETCS

BHYTPHUKJIETOYHOE ITepeBaprUBaHUe

XpaHCHHUEC HaCJ'IeI[CTBeHHOﬁ I/IH(i)OpMaHI/II/I

cunte3 ATO

06p330BaHI/I$I BCPCTCHA NCIICHUA

104 | K nu30cOMHBIM 00IE3HAM HAKOIUIEHHUS OTHOCUTCS

ooxne3ns Humanna-ITuka tun C

cunjpoM llenbBerepa

cunapoM Kepuca-Ceiipa

nedurut armi-KoA neruaporenassl >KUPHBIX KHCIOT C O9€Hb JIIMHHOW YTIIEPOTHON IETThI0

105 | B ocHOBe maroreHesa JUCOMHBIX OOJIE3HEN JIEKUT

HaKOIIJICHUC CY6CTpaTOB B OpraHax M TKaHJdX OpraHu3Ma

nedeKT OKHUCITUTENHHOTO (hOCHOPUITNPOBAHUS

HEeNpaBWJIbHAs 3aKJIa/IKa HEPBHOM TPYOKH

NeEeKT B—OKHUCICHUS KUPHBIX KUCIOT

106 | K HapyuieHusM oOMeHa INIMKO3aMUHOTIIMKAHOB OTHOCHTCS

CUHApPOM XaHTepa

oose3ns [Tomie

oone3ns Tes-Cakca

cunapom Cannaxodda

107 YPOBGHB TJIMKO3aMUHOTJIMKAHOB MOJKET HE IMOBBIIIATHCA B MOYE€ Y IMAIIUECHOB C THIIOM
MYKOIIOJIUCaxaprua03a

v

VI

108 | Bose3np HUMaHHA-TTUKA THUTI C SIBJISIETCS HAPYIIICHHEM 0OMeHa

C(UHTONIUTTHIOB

AMHWHOKHCJIOT

YIJIICBOJAOB

TJIMKO3aMHUHOTJINKaAHOB

109 | IIpu Gone3nn HUMaHHA MHKA BBLICTISIOT TUNBI

AB,C

1,23

C1,C2,C3

A1,A2, A3

110 | bone3Hb HUMaHHA-TIHKA TUII C BEI3BIBACTCS MyTallMsMU B I'€HaxX

NPC1, NPC2

SMPD1, SMPD2

GAA, GLA

GBA, NPB

111 | Haubonee yacToil mpuunHON pa3BUTHS OOJIE3HN HIMaHHA-TIMKA TUII C ABJISAIOTCS OMauIeTIbHbIE
MYTalliu B TeHe

NPC1

NPC2

GAA
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SMPD1

112 | dns 6os1e3HM JaHOH XapaKTepHa KIMHUYECKas TPHaa, BKIIOYAIoIas

KapJAuOMHOIIaTUI0, CKCJICTHYIO MUONIATUIO, YMCTBCHHYIO OTCTAJIOCTDH

KapAuoOMHOINaTU0, YMCTBCHHYIO OTCTAJIOCTh, SITHUJICIICUIO

SMWJICTICUI0, YMCTBCHHYIO OTCTAJIOCTh, MBIIICYHYIO THITOTOHUIO

CKCJICTHYIO MUONIATHIO, YMCTBECHHYIO OTCTAJIOCTh, ATAKCHUIO

113 | bone3ns momre pa3BUBaeTCs BCISACTBHE AeduinTa pepMeHTa

anb(pa-rmoxomaa%l

C(hMHTOMHEITHA3HI

[II0K030-6-hocdarasbl

anbda-L-uaypoHnga3sl

114 | TIpuuunoii pa3BuTHs 60JIE3HU MMOMIIE SIBJIIIOTCS OMaJlIeIbHbIC MyTallud B TCHE

GAA

GBA

HEXA

C19orf12

115 | OCHOBHBIMH KJIMHUYECKIMH TIPOSBICHUSIMH MYKOITOJIMCaXan 103a 1 TUIA SBISIOTCS

3aJepKKa ICUXOMOTOPHOTO Pa3BUTHS, YMCTBEHHAsI OTCTAJIOCTh, IPyObIe YepThI JIMLA, TOPOKU
KJIAIIAaHOB CEP/IIe, TOMYTHEHHE POTOBHUIIBI, TYTONIOABUKHOCTh CYCTaBOB

MBIIICYHAA TUIIOTOHU A, YMCTBCHHAA OTCTAJIOCTh, SITUJICTICHU, rpy6ble YCPThI JIMIIA

HEHPOCEHCOPHAs TYrOyXOCTh, IpyOble YepThl JMLA, ATAKCHSI, CIIACTHYECKAsl Naparierus

MUaJrus, FI/II'IeprO(bI/I‘IeCKaH KapauoMuoIaTrusd, CINICHOMETaJIuA, IMT'MEHTHaA ACTCHEpaliusa
CCTUYAaTKHU

116 | B quarHocTrke MyKOIIOJIMCAXapUI030B HCIIOIB3YIOT

KOJMYECTBEHHOE OINPEIEIEHUE IITUKO3aMUHOTIIMKAHOB B MOYE, U3MEPEHUS aKTUBHOCTH
JU30COMHBIX (pepmenToB, npsimyto JJHK-nuarnoctuxy

KOJMYCCTBCHHOC ONIPCACIICHNEC I'NTMKO3aMUWHOITIMKAHOB B MOYC

W3MepEHUs aKTUBHOCTH JIM30COMHBIX (hepMeHTOB, KocBeHHYI0 JIHK-auarnoctuky

HU3MCPCHUS aKTUBHOCTH JIN30COMHBIX q)epMeHTOB, TAHACMHYI0 MacCC-CIICKTPOMCTPULIO

117 | XapakTepHble U3MEHEHUS YepT JIUIIA TI0 THITY «aproMiu3May MpH MyKOMOJIHCAaXapHI03€ i THIIA
dhopmupyroTcs

K KOHIY INEPBOIo roga > X"u3Hu

C POXIACHUA

B ITOAPOCTKOBOM BO3pAaCTEC

nocie 5 et

118 TpchnnaHTauI/m FEMOITO3THYECKUX CTBOJIOBBIX KJIETOK IMOKa3aHa OOJIbHEIM C
MYKOIIOJIMCaXapua030M 1 THIIA B BO3pacTe 10 IIpU HOPMAJIbHBIX U CY6H0pMaJ'H>HBIX
IOKas3aTejigX pa3BUTUA

2 et

5 et

7 et

12 mecsres

119 O}_IHI/IM N3 KIMHUYCCKUX THUIIOB gm2-raHrnI/I03Huo3a ABIIACTCA

6ones3np Cannxodda

FeHepaJ'IPIBOBaHHBIﬁ TaHI'IMO31 103 HOpMaHa-.HaH,E[I/IHFa

cemeiHas nHpaHTIWIFHAS aMaBPOTHYECKasi HIUOTHS C MOPAKEHHEM BHYTPEHHHUX OPTaHOB

6onesnp [lanona
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120

[TpuumHON pa3BUTHS OOJIC3HH T'OIIIE SBIISIOTCS

OmayutensHbIe MyTarn B reie GBA

OautenbHble MyTalun B reHe GAA

OuannensHbl MyTauuu B ree IDUA

TeMHU3TOTHBIE MyTaliu B rere IDS

121

B ocHOBe pa3BUTHS METaXpOMaTHICCKOHN JTEHKOANUCTPOMUH JICKUT AePeKT hepMeHTa

apuicyibdarassl A

uaypaHarcyibhaTasbl

raJIaKTOIepeOPO3NIa3HI

Cc(hUHTOMHEITHA3HI

122

MeTaXpOMaTI/I‘lCCKaH J'ICI\/'IKOHI/ICTpO(bI/I}l OTHOCHUTCH K I'PYHIIC

C(I)I/IHFOHI/IHI/IIIOSOB

MYKONOJIHMCAXapHI030B

TJIMKOI'CHO30B

TJIMKONIPOTCUHO30B

123

K nm130coMHBIM 00JIE3HSAM HAKOIUIEHUS OTHOCUTCS

6o1e3np Kpaboe

cunapoM lensBerepa

rIIyTapoBas auuaypus 1 Tuna

X-cleryieHHast aJpEeHOJICHKOIUCTPODUS

124

K kxoxHBIM niposiBIIeHHAM Oose3Hu (padpu OTHOCST

AHTHOKEPATOMBI

aHrHo(UOPOMBI

TMOBBIICHHYO JIOMKOCTb HOT'TEH

HNXTHUO3

125

[TaTorHOMOHHYHBIM I 00sIe3HU (hadpH SIBIIAETCS

MOBBIIIIEHHE YPOBHS M1000TpHa3uiIcGUHTo3uHA

TTOBBIIICHUC YPOBHSA J'II/I3OC(I)I/IHFOMI/IGJ'II/IH3

CHIKEHHE YPOBHsI C(OUHro3MHA

TTOBBINICHUC YPOBHS XUTOTPHUO3UAA3bI

126

Myxkonunuo3 Il tuna cienyer nuddepeHipponars ¢

MYKOIOJINCaxXapnua03aMu

TUno¢yCUMHO3aMH

C(l)PIHFOJ'II/IHI/I,Z[O3aMI/I

TJIMKOI'€HO3aMH

127

PananMu cumntomamu nHGaHTHILHOH QopMmbl 6oste3Hn Kpabbe sBistroTes

HCMOTHBUPOBAHHLIC TIOABEMBI TCMIICPATYPHI, FI/IHepB036yZ[I/IMOCTB, HApyHICHU BCKapMJIMBAHUA

3aACPKKa pEUCBOI0 PA3BUTHA, CHUKCHHUC 3pCHUSA, CyAOPOTH

CHUHJIPOM «BSUTOT0» pe0eHKa, YaCThIE PECIMUPATOPHBIE HHPEKITHH

rénaToCIICHOMET IV, ITYIIOYHBIC I'PHIXKKU, MAKPOTJIOCCUS

128

M3MeHeHusT KOXKU I10 TUITY «MOpCKOﬁ TaJIbKN» XapaKTCPHO JJIsL

Oose3Hn XaHTepa

6osie3nn Pabpu

6os1e3uu Dapbepa

IIHMKHOAMU30CTO3a

25




129

OOmuMYU KIMHUYECKUMH MTPU3HAKAMHE JUTsl OOJBIIMHCTBA (POPM HEHPOHAITBHOTO IIEPOUTHOTO
Tuno(ycIrHO3a SIBISIOTCS

CYJIOPOTH, perpecc MCUXOMOTOPHOTO Pa3BUTHSI, HAPYIICHHUS 3PEHHUSI

aTaKCHUsi, TPEMOD, CYAOPOTH

runeppedeKcusi, CyA0pOord, KapInOMUOATHS

runepTpodus IEBOTO KENyA0UKa, HeliponaTrdeckas 60J1b, aHTHOKEPATOMBI

130

[lepBBIM KITMHHYECKAM CHMIITTOMOM TPY HEHPOHATHFHOM IIEPOHIHOM JHUIO(yCIHHO3E 3 THIIA
Yarie BCEro sBISETCS

MPOrPECCUPYIONIEE CHIKCHUE 3PCHUSI

I'CHCPAJIM30BaAHHBIC TOHUKO-KJIOHUYCCKNUE CYIOPOTrn

OKCTpaIrMpaMrUuIHbIC 3HAKH

TNCUXUATPUICCKUC HAPYIICHUA

131

[Ipu Bcex popmax HEHPOHATHHOTO HEPOUIHOTO TUNO(YCIIHO3a B KJIETKaX HAOIIOIaeTCs
HAKOIIJICHUE

sunodyciuaa

TaJIaKTO3WJIICpaMuJa

ranriano3naa

raJIaKTO3WIC(UHTO3HH

132

denorunmueckuMu hopMaMu JeGHUIUTA TU30COMHON KUCIION JINTIA3hl SIBISIOTCSI

Oose3Hp Bonbmana, 601€3Hb HAKOTUICHUSI 9(UPOB XOJIEeCTEpHUHA

MIIaJieHYecKas U B3pociuast GopMbl

6ose3ns ['enTunrrona, 6ones3ns barrena

6o1e3up Kydca, 6one3np bunpmosckoro-SAuckoro

133

[Tpu Gosie3HN BObMaHa BBISIBISIIOT

KaIbIIU(UKAIIIO HATTIOYETYHUKOB

MBILIEYHYIO AUCTpodHI0

IIYIIOYHBIE IPBIKU

aTpo 0 3pUTENEHOIO HEpBa

134

B ocHoBe narorenesa MUTOXOHAPHUAJIBHBIX 3a00JIeBaHUN JICKUT

JIeEeKT OKHCITUTENHHOTO (hOCHOPUITHPOBAHUS

HapyIIeHNe CHHTE3a TIIFOKO3bI

HAKOIJICHUEC TOKCUYHBIX IMTPOAYKTOB obMeHa

nedeKT cyocTpaTHOTO GochOpUINpOBaHHS

135

OILHI/IM 13 MApKEPOB MUTOXOHAPHUAJIBbHBIX 3a00JIeBaHUN ABIIIETCS

JJaKTaTanuao3

BBICOKHH ypOBEHb OMIHpYyOHHA

MOBBIILICHHE YPOBHS I000TpHa3HiIc(hUHTO3UHA

MeTa0OINYECKUI alIKalo3

136

MI/ITOXOHHpI/IaHBHI)Ie 3a00JIeBaHUA C MyTallusIMH B MUTOXOHOPHAJIBHOM I'€HOME HACJICAYIOTCA

110 MaTEepPUHCKOMN JIMHUU

O OTIIOBCKOU JIMHUU

ayTOCOMHO-JOMHWHAHTHO

ayTOCOMHO-PEIIECCHBHO

137

I[BIXaTCJ'IBHaH ICIIb MI/ITOXOH,Z[pI/Ifl BKJIHOYacCT KOMILICKCOB

5

4

3
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138

MHUTOXOHIPHAITBHBIN T€HOM IPEICTABIISIET COOOM

KoJbleByto Mosekyny JJHK

napy roMOJIOri4HbIX XpOMOCOM

ojHouenoueynyro Mosekyny PHK

JuHelHyo Mosekyny JJHK

139

Bricokas CKOPOCTb MYTUPOBAHUA MUTOHXOHAPHUAJIBHOI'O I'CHOMA 06ycn03neHa

JIeHCTBHEM aKTHBHBIX (pOpM KucJjopoaa, O6pa3OBaHHI)IX B I[LIX&TGHLHOﬁ eI

HM3KOM TOYHOCTHI0O MUTOXOHApHaibHoN JIHK-monumepassl

MaJIBIM Pa3MepoOM reHoMa

KOJIBLIEBOW CTPYKTYpOH

140

Hannuue B KIeTKE Kak MYTAaHTHBIX, TaK U HOPMAJIbHBIX MOJICKYJI MPITOXOHI[pHaJ'ILHOﬁ JHK
Ha3bIBACTCA

réTeporIasmMus

TOMOIlIa3MUA

AHTHUIHIIAIsS

OIINCTAa3

141

K napymenunio ¢yHKIMN MUTOXOHIPHUH Hanbosiee 4yBCTBUTEIIbHbI

HCEPpBHAasd, MbIIICYHAA U SOHAOKPHUHHASA CUCTCMbI

KOCTHAas, MbIIIICYHAA U )XUPOBasd TKaHU

nepudeprdeckas HepBHas CHCTEMa U IIEYCHb

KOCTHBIM MO3T U IJIajiKas MbIIICYHAs TKaHb

142

[oBplIeHHME YPOBHS JIAKTaTa MPH MUTOXOHIPHATBHBIX 3a00JIeBaHUAX 00YCIOBICHO

MEePEX0/I0M KIIETOK Ha cyOcTpaTHOe ochOopriInpoBaHue

CHMKCHUCM aKTUBHOCTHU JIAKTATACTUPOTCHC3bI

HapymeHuemM 0eTa OKHCIICHHS JKUPHBIX KHUCJIOT

aKTHUBaIKEN IIIIOKOHEOTeHe3a

143

K MHUTOXOHAPUAJIbHBIM 3a00JI€BaHUSAM OTHOCHUTCS

cunapoM Kepnca-Celipa

6ose3up Dadbpu

cunapoM ITurra-Xonkunca

ATaKCHUA-TCIICAHT UOKTa3us

144

TpHazLa KIIMHUYCCKUX CUMIITOMOB, XapaKTCpHas Jisi CHHAPOMa KepHca—Ceﬁpa, BKJIIOYACT

XPOHHUYECKYIO MTPOTPECCUPYIONTYI0 BHEITHIOK O(TATBMOIUIETHIO, TMTMEHTHYIO PETUHOIATHIO,
0JIoKay cepia

MBILIEYHYIO AUCTPOdHI0, rHIepTPodHIO JIEBOr0 )KeTYA0UKa, HOINUHEHPOIIATHIO

YaCTUYHYIO aTpo(HIO 3pUTENILHOIO HEPBA, JIEHKOIUCTPO(DHIO, CYyTOPOTH

BHHe(l)aJ'IOMI/IOHaTI/IIO, JJaKTaTaliua03, I/IHCYJ'IBTOHO,Z[O6HBIC OIIN30bI

145

3amo103puTh MUTOXOHIPHATHHOE 3a00JIeBaHNE MOXKHO MPY HATMYNAN

HCTUIITMYHOI'O COYCTAaHUA MYHLTI/IOpFaHHOﬁ IIaTOJIOT UK

TUMUYHON KIMHUYECKOU KAPTUHBI

paHHero ne0roTa 3a00J1eBaHuUs

[O3HEro aebroTa 3a00JIeBaHUA

146

MI/ITOXOH}_IpI/IaJ'IBHLIM 3360J’IeBaHI/I€M, HpPI‘{HHOﬁ KOTOPOTO ABJIAOTCS KPYITHBIC ACJICTITUN
MI/ITOXOHZLpPIaJIBHOﬁ JHK, SABJISACTCA

cunapoM Ilupcona
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HaCJICACTBCHHAA OIITHYCCKAaA HCﬁpOHaTHH J'Ie6epa

cuagpom MELAS
cunsipom NARP
147 | MuTOXOHApUAIBHBIM 3a00JIEBaHUEM, IPUYNHON KOTOPOTO SBJISIFOTCS] TOYKOBBIC MyTaIllUU
MUTOXOHJIPHUAIHHON JTHK SBISIETCS
cunjipom MERRF
cuaapom Kepnca-Ceiipa
cunapoM Ilupcona
XPOHHYECKAsl IPOTPECCUPYIONIAsl BHEIIHSS O TATBMOILICTHS
148 | Haubosee yacThiM MUTOXOHIPUAITLHBIM 3200JIeBaHUEM, JICOIOTHPYIOIIEM B PAaHHEM JIETCKOM
BO3paCTe SIBISIETCS
cubjipom JIn
cunapom Kepuca-Ceiipa
cuaapomM MERRF
HACJIE/ICTBEHHAsI ONTHYECKas HeliporaTtus Jlebepa
149 | CHHOHMMOM CHHIpPOMA JIX SIBJISICTCS
MOIOCTPasi HEKPOTU3UPYIOMIas YHIIe(PaTOMHUETONaATH
MHUOKJIOHUYECKasl SIIISTICHS] C PBAaHBIMHU MBITIIEYHBIMU BOJIOKHAMH
MUTOXOHJIpHUAIbHASI SHICPATTOMHUOTIATHSI, JTAKTATAIIUI03, HHCYJIBTONOA00HBIC SMTU30bI
apTepuonaTus nepeOpaibHas ayTOCOMHO-IOMUHAHTHAS ¢ CyOKOPTHKAIbHBIMUA HH(pAPKTAMU U
nefikosHIedhatonaTien
150 | YpoBeHs akTarta Bcerja B HOpMe IpH
HACJICJICTBCHHOHN ONTHYECKOM HerponaTun JleOepa
cunapome MELAS
cuaapoM MERRF
cunapome JIu
151 | UncynsTonoao0HbBIE COCTOSHUS, Bo3HUKaroMIHe 10 40 JIeT, 9acTo BCTPEUAIOTCS [IPU CHHAPOME
MELAS
MERRF
NARP
CADASIL
152 | MuToxoHApUaNEHEIM 3200lIeBaHUEM, O0YCIIOBICHHBIM TOUYEYHBIMI MYTAIIUSIMHU B
mutoxonapuansHoil JHK, sBisiercst
HACJICJICTBEHHAsI ONTHYECKas HeliponaTus Jlebepa
cunapom Kepuca-Ceiipa
cuagpom CADASIL
cunapom [lupcona
153 | [lepBbIM CUMIITOMOM HacJIEJACTBEHHOM ONTHYECKON HelponaTuu Jiebepa sSBIsieTCs
OCTpas TIOTEPsI 3PECHIMSI
AIUIIETICHUS
aTakcus
MEJIJICHHO MPOTPECCUPYIONIEe CHIKEHUE 3PEHUs
154 | CuHIPOMEBI UCTOIIEHUSI MUTOXOHIPHATBHON JTHK Pa3BUBAIOTCS BCICICTBHE MyTaITuil B TEHAX

OTBETCTBEHHBIX 32 PEILUIMKAIMI0 MUTOXOHApUansHoi JJHK

KOAMPYIOMIUX CY6’L6,Z[I/IHI/II_ILI I xommnekca HBIX&TCHLHOﬁ OCITH

MUTOXOHpHAIBHBIX TPHK

KOJIMPYIOMHKX CyOheauHuIB! 11 KoMITiekca qpixaTenbHON MEH
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155

Hawnb6oinee TsoxensiM 13 POLG-accormmupoBaHHBIX (PEHOTHTIOB SIBISETCS

CHHJIpOM AJibIiepca

SANDO

MEMSA

ayTOCOMHO-PEIIECCUBHAS MPOrPECCUPYIONIas BHENIHSAS 0()TaTIbMOIUICT S

156

MuToXOHIpUATHHBIM 3200JIeBaHNEM, IPUINHON KOTOPOTO MOTYT CTaTh KaK MyTalll{ B SACPHOM
reHome, Tak u B Mutoxouapuansnoit JJHK, sBusercs

cu”jipoM JIn

cunapom Kepuca-Ceiipa

HacJeACTBEHHAs oNTHYecKas Heliporatus Jlebepa

atakcus Opuaperixa

157

CoueTanue KapANOMHUOTIATHH, HEHPOTPOIICHHH, 3aIEPKKH POCTa U XapaKTEPHBIN JTUIEBOI
(heHOTHIT BCTpEUaeTCs IPH

6one3nn bapra

6oneznn Pabpu

cunapome Kepuca-Ceiipa

cunapome Ilupcona

158

[TpuunHoii pa3BuTUs OoJe3HN OApPTA SBISIOTCS

reMHU3UTOTHBIE MyTanuy B rene TAZ

reTepo3UroTHele MyTanuu B reie TAZ

OmautenpHBIe MyTaIin B reae TAZ

KpyIHBbIE Jedeluy B MUTOXOHIpranbHoi JTHK

159

IIpu cunapome MERRF rucrosiornueckoe ucciaeJOBaHUE MBI YaCTO ONPEEIIIeT

HaJIMYUEC PBAHBIX KPACHBIX BOJIOKOH

XKHUPOBYIO HHOMIBTPALIHIO

JICHKOLUTAPHYIO HHOMIBTPALHIO

¢$hubpo3

160

JHe6rot cunnpoma MERRF wame Bcero HabmoaeTcs B

ACTCKOM BO3pacCTe

HIEPBBII TOJ JKU3HU

HCOHATAJIbHOM IICPUOJIC

30-40 ner

161

OCHOBHBIMH KJIMHUYECKUMHU NposiBIeHUsIMU cuHapomMa NARP sBisitoTcst

Heponarusi, aTakCUsi U TUTMEHTHBIA PETUHUT

MMHOKJIOHWH, TCHEpAJIM30BaHHAA SMWJICTICUA U ACMCHIIUA

BHHe(l)aJ'IOHaTI/ISI, MHOIIATHA U JIAKTAT allu103

HeﬁKOZ)H].IC(i)aJ'IOHaTPIH, WHCYJBTBI U MUTPCHU

162

ITpu 110/103peHUU Ha CHHAPOM narp 1esiecoodpasHee BCEro HayaTh AMArHOCTHYECKHI MOUCK C

IIOMCKA YacThIX MyTauui B MUTOXOHApHasbHOH JTHK

MOMCKa KPYNHBIX Aenenuil B MutoxoHapuaisHon JJHK

CCKBCHUPOBAHMS IMAHCIN AACPHBIX TCHOB

CCKBCHUPOBAHMS ITOJHOI'O OK30Ma

163

MI/ITOXOHZIpI/IaHBHI)IM 3a6OJ'IeBaHI/IeM, O6YCHOBHCHHBIM MYTaHHefI B AACPHOM I'€CHOME, ABJIACTCA
CUHAPOM

bapra

Kepnuca-Ceiipa

29




[Tupcona

MELAS

164

CamMoli yacToit HpH‘IHHOﬁ Pa3BUTUA CUHAPOMA JIN ABJIACTCA

mytauuu B reie SURF1

KpyMHbIe fenenuu B Mutoxonapuansnoit JIHK

MyTanuu B reHe LS

FEMU3HIOTHbIE MyTaluu B reHe TAZ

165

CuHApOM 11, 00YCIIOBJICHHBIH MyTalusAMU B reHe surfl IpuBOAKUT K HETOCTATOYHOCTH
KOMIUIEKCA JIbIXaTeIbHOM 1IeMd MUTOXOHAPUMA

v

\

166

Myrtanuu B reae POLG npuBogsr k

CHEKTPY Pa3JIUYHBIX 10 TSHDKECTH (PEHOTHUIIOB

n3onupoBaHHoMY (eHotuny ¢ Tunuynoit MPT kapTuHO#H

cunapomy MELAS

cuaapomy MERRF

167

HcromeHre MUTOXOHIpUATBHOMN THK, 00yciioBlieHHON MyTarusamu B reHe TWNK, pa3BuBaercs
BCJICJICTBHE:

HapyLIEeHUs peruIMKauuu MuToXoHapuanbHoi JJHK

HapyleHHs: OMOCHHTE3a HYKJICOTHIOB

nedeKTa CTPYKTYPHBIX OCIIKOB MHUTOXOHIPHH

nedexra coopku | KOMIUIEKca IbIXaTeIbHON TCTH

168

Hcromenne MUTOXOHpUATBHON THK, 00ycioBiieHHON MyTarusamu B reHe TWNK, pasBuBaercs
BCJIEICTBHE:

HapyIIeHUs PeTUIMKAIMU MUTOXoHIpuanbHon JIHK

HapyIICHUs OMOCUHTE3a HYKJICOTHIOB

nedeKTa CTPYKTYPHBIX O€IKOB MUTOXOHAPUH

nedexra coopku | KoMIUIeKca pIxaTeTbHON eTH

169

Cunnpom bapra nmeer TUI HACJIEeA0BaHUS

X-CUEIJICHHBIA PEIIECCUBHBIN

ayTOCOMHO-,Z[OMI/IHaHTHHﬁ

MI/ITOXOHILpI/IaJ'IBHHﬁ

X-ClLEIJIEHHBIH JOMUHAHTHLIN

170

Cunapom SANDO Hacnenyercs o THILY

AayTOCOMHO-PCHCCCUBHOMY

AayTOCOMHO-JOMHWHAHTHOMY

X-CIIETJIEHHOMY

MHUTOXOHAPHUAIIBHOMY

171

I[J'Iﬂ CUHApOMaA Anbnepca XapaKTCpCH THII HACJICJOBaHUA

ayTOCOMHO-PEIECCUBHBIN

ayTOCOMHO-JIOMUHAHTHBIN

X-CLIEIUIEHHBIA

MI/ITOXOH}_IpI/IaJ'II)HHﬁ

172

OCHOBHBIMY NIPHYWHAMH cMepTH Tipu Oose3nn bapra sapnsiorcs

30




CepACUYHad HCAOCTATOYHOCTL U I/IH(l)CKI_II/IOHHLIC OCJIOKHCHUA

nporpeccupyromas dHredanonarns

IIOoJIMOpraHHasl HEJOCTATOYHOCTD

JbIXaTCibHas1 HCAOCTATOYHOCTh

173

Pa3Mep TICPOKCHUCOMEI B KJICTKC YCJIOBCKA pm

or 0,1 no 1

orl no5

Oouee 5

6ouee 10

174

Y denoBeka HanOOIbBIIIEE YUCIIO TIEPOKCHCOM CONEPIKUATCS B

KJICTKaX ICYCHU U IOYCK

KJICTKax roJlIOBHOro Mo3ra nu KO>xxu

MBIIICYHBIX KJICTKax

KJIETKaX COCIUHUTEILHON TKaH!

175

B oxHoM rematomnure B CpCAHCM COACPIKUTCSA OKOJIO TIICPOKCHCOM

100

10

1000

500

176

OueHpb JIMHHOLETIOYEYHBIMH KUPHBIMHA KHCIOTaMH (OJILDKK) CYUTAIOT KHCIIOTHI C KOJIMYECTBOM
aTOMOB yriepona

ot 20 1o 26

or 15 1o 20

or 10 no 15

6ouee 50

177

Mapk€poM NepoKCUCOMHOM NMaToJIOTUH, KOTOPBIA MOXKET OBITh B IIpeesiax HOPMBI y
HOBOPOKJECHHBIX C CHHIPOMOM IENIbBETEPa, SBISIETCS KHCJIOTa

¢duTaHoBas

JIMHOJICHOBAsA

IIPUCTAHOBAsA

T'CKCaK0O3aHOBasA

178

[pu x-cueruieHHOH apeHoIeHKOAUCTPOPHUN HapyIIaeTCcs OKHCICHUE KUPHBIX KUCIIOT C JUTHHOM
Lenu YTIEPOIHBIX aTOMOB

22-26

30-35

18-22

50-69

179

PuzomMmennueckast TouedHas XOHApOAUCIIIIa3usd OTHOCUTCA K

MIEPOKCHCOMHBIM 00JIC3HIM

CUHTOJIUITUI03aM

HapylmcHUsM 0o0MeHa METaJIJIOB

}_'[e(beKTaM 06p8,30BaHI/I$I KoJuiarcHa

180

IlepoxcucomHoe 3a0oneBaHue, IPOTEKAIOIINEE C IPEUMYILIECTBEHHBIM ITOPAXKEHUEM I10YEK,
Ha3bIBACTCS

THIIEPOKCATypHsl THII |

IMCTHHO3

X-clerieHHast apeHOICHKOIUCTPOPHS

31




6onesnp Pedecyma

181

[IsaTHA OpymIdmIbEaa, KOTOPBIE BCTPEUYAIOTCS IIPH CHHAPOME IENIbBETepa, MPEACTABISIOT COO00H

IIATHA Ha paJy’>XKC B BUJIC OenBIX BKpaHJ’ICHHﬁ

OTJIOXKCHHC ITMI'MCHTA Ha CETYATKE

OTJIOXKCHHEC TCMHOI'O IIMI'MCHTA Ha nepml)eplxm Pangy>xXKu

OTJIOKCHHNEC TEMHOT'O NIMI'MEHTA HAa POT'OBUIIC

182

HpI/I CUHAPOME LICJILBCTCPa HanboJIee YacTo BCTPCUACTCs NATOJIOTUA MOYCK B BUJIC

KHCT B ITOYKax

arc¢HEC3MH IOYKHU

OCTPOM MOYEYHON HEJOCTATOUHOCTH

MTOYEYHO-TYOYISIPHOTO allia03a

183

HepOKCI/ICOMHOC 3360H6B3HI/IC, IIPpU KOTOPOM YaCTO BCTPEYACTCA UXTHUO3, HA3BIBACTCS

PU3OMETNYCCKA TOUCHHASA XOHAPOAUCTIIIa3usA

0oxe3ns Pedcyma

X-ClIeTICHHAs aJPEHOJICHKOIUCTPODUS

cunjipom llenbBerepa

184

Huddepennnanbayto IMarHOCTUKY CUHAPOMA IieJIbBerepa B HEOHATAJIbHOM IIEPUOJE B MIEPBYIO
oyepeab NPOBOJST C

XPOMOCOMHBIMU O0JIC3HIMU

aMHUHOAIUA0IMaTUuAMU

OPTaHMYECKUMH alluIyPUIMHU

HapyLIeHUIMHU 0OMEHa yIIeBOI0B

185

[lepokcrcoMHBIM 3a00JIEBaHNM, IPU KOTOPOM He nioBbItiaercs yposeHb OJIIDKK, sBisercs

PU3OMEINYCCKAA TOUYCHHAA XOHAPOAUCIIa31d

0oxe3nb Pedcyma

X-cliemieHHas aIpeHOICHKOAUCTPOHS

cunjipom llenbBerepa

186

[lIxana sryrca, paspaboTaHHas 1 X-CIETTICHHON aipeHOIIEHKOANCTPO(dUH, OIICHUBAET

CTCICHDb MOPAXKCHUS I'OJIOBHOI'O MO3r'a 10 JaHHbIM MPT

CTCIICHb ABUTATCIIbHBIX HapymeHI/Iﬁ

CTCIICHD MOPAXCHUA HAAIIOYCYHUKOB

COYETAaHUE CTENEHU BRIPAXKEHHOCTH 3MeHeHU Ha MPT 1 HEeBposOrnuecKux HapylIeHUH

187

X-clenieHHas aIpeHoJIeHKoANCTpOodHs y )KEHIIMH MaHU(ECTUPYET B BO3pacTe

nociae 30 et

1o 10 et

nociae 50 et

C POXKICHUS

188

X-clerieHHast apeHOJICHKOIUCTPODUH Y JKESHIIMH TPOSBIISICTCS KINHUKOM

aJpEHOMUEIOHEHPONATHH

B3pOCIIOi iepedpaiibHOMi HOPMBI

IOHOIIIECKOH 1epeOpaibHON GOPMBI

JeTCKOM 1epebpaibHON POpMBI

189

[Tpu HeoHaranpHOM anpenoneiikoauctpoduu kpome OJIIDKK Habmogaercs moBbIIIeHHE

(UTaHOBOM KHCIOTHI

KCTOHOBBIX TCJI

JJTAHHOICTIOYCYHBIX AlTUJIKAPHUTUHOB

32




CcBOOOJHOTO KAPHUTHHA

190

Ouaru mopakeHHs 0€JI0T0 BEIEeCTBA TOJTOBHOTO MO3Ta IIPH X-CIIETIIICHHOM
aJPEHOJICHKOIUCTPOPHUY MPEUMYIIIECTBEHHO JTOKATH30BaHbI

B 3aTBIJIOYHBIX OTACIAaX

TIEPUBEHTPHUKYIISIPHO

B JTOOHBIX OTAEIAX

CyOKOPTHKAIHHO

191

[oBBINICHHE TUTICKOJUHOBOM KUCIIOTHI B IIEPEOPOCITMHAIEHOM KUJAKOCTH MOXKET HAOIIOIaThCSI
MIPH TEPOKCHCOMHOM MAaTOJIOTHH, a TAKXKe IPH

MMUPUAOKCHH 3aBHUCUMBIX Cygoporax

(EeHUNKETOHYPUHU

HEKETOTHUYECKOI THOCPIrIMIUHCMUN

6omnes3an Padbpu

192

[Ipu HapymeHusix 6uoreHe3a NepPOKCHCOM MOBBIIACTCS AMJIKAPHUTHH

C:26

C:21

C:20

Cl4:1

193

AHOCMUS XapaKTepHa JJis

Oones3nu Pedcyma

HEOHATAIBHOH aJIpeHONeHKoACTpOohHUn

cunapoMa llensBerepa

X-CIETICHHON aipeHONICHKOACTpOdHU

194

C y4éroM JOKanu3aluy 04aroB opakeHus 0eJoro BeuecTsa roJIOBHOT0 Mo3ra npu X-
CLICIUICHHOH aJipeHoNeKoaucTpodur HanboIee 4acTo BCTPEeyaroTcs

HapyILEHUs 3pEHUs

HapylICHUs 000HIHHUS

NICUXUYECKUE HAPYLICHUS

HapyILIeHHs CllyXa

195

«KypuHas cnenoray sSBISETCS XapaKTePHBIM IPU3HAKOM

Oone3nu Pedcyma

HEOHATAJIbHOH afpeHoneHKoAcTpohuu

cuaapoma llensBerepa

X-CIIeTIIEeHHOH aJipeHOIeHKoACTpodhun

196

AKaTayiazeMus IpOsIBIISICTCS

sA3BaMU Ha CIIM3UCTBIX B pOTOBOﬁ IIOJIOCTH

OMWJICOTUYCCKUMU MMPUCTYITAMU

CIIACTUYECKUM TETpanape3oM

IUPPO30M TTECUEHH

197

WndantunpHas 0one3Hb pedcyma HacaeyeTcs 1o TUIY

ayTOCOMHO-PEIIECCHBHOMY

X-CIIETUIEHHOMY PE1IECCUBHOMY

AyTOCOMHO-JOMHWHAHTHOMY

X-CI_ICHJ'ICHHOMy AOMHUHAHTHOMY

198

B HACTOAIICC BPEMS U3BCCTHO TNEPOKCHCOMHBIX Ooie3Hei

12

33




20

120

4

199

HauGonpiee KITMHUYECKOE CXOICTBO HAOIIOIACTCSI MKy TAKMMH MTEPOKCUCOMHBIMU
3a00/I€BaHUSIMU, KaK

cuaapoM lleapBerepa n HeoHaTATbHAS AAPEHOICHKOAUCTPODHS

X-crierieHHas aIpeHOICHKOTUCTPOhHS 1 HeOHATATbHAS aTpPeHOICHKOANCTPODHS

cunapowm llenbBerepa u 6ose3np Pedpcyma

X-crerienHas agpenoyerkoauctpodus u cuaapom lleasBerepa

200

Haubonee gacto nepedpanpHas ¢popma X-CHeTIeHHON aipeHoIeHKoaucTpoun MaHNUpECTHPYET
B BO3pacTe

6-9 et

Ha | TOy XU3HH

C POXKICHUS

15 -20 ner

201

K nu3ocoMHEBIM 00JI€3HAM HAKOIIEHUS OTHOCSATCS 3a001eBaHus

¢dhyxo3nmo3

ooxesns Tes-Cakca

IACTUHO3

Oonesnb Pedecyma

202

Jns ranakrozeMuu 3 THUIa XapaKTEPHO

TNOBBIIICHNUE KOHICHTPAIINU T'aJIAKTO3bI

KaTapakTa

TMOBBIICHUC KOHICHTPAIINHN I'aJIAKTUTOJIa

rernaToMEraits C HapyleHneM QyHKIMH NeYeHH

203

Jla knmaccudeckoit ranakrosemud (1 THI) XapakTepHO

Pa3sBUTUC CCIICUCA

KaTapakTa

remaToMerajivs ¢ HapyneHUueM CI)YHKI_II/II/I IICYCHHU

TMOBBINICHUC KOHICHTPAIWHN I'aJIAKTO3UAAa3bl B IJIa3ME KPOBU

204

HOpa)KeHI/IeM MBIIIIEUYHOM TKaHU COITPOBOXKIAAIOTCA TTIMKOT'CHO3bI THIIOB

\

la

XapakTepuCTHKA HACIeICTBEeHHBIX 0os1e3Heli: MoHOreHHasi 1 MyJIbTH(PAKTOPHAS
NATOJIOT U

K BPOXICHHBIM T'JIa3HBIM ITOPOKaM OTHOCUTCA

HPUAOTOHHOJAUCTEHES C ME30IepMaIbHON JUCIUIa3Ue

TaneTopeTHHANbHAs a0noTpodus

amaBpo3 JleOepa

PETUHOIIN3UC

BpoxieHHbIi TOPOK pa3BUTHS, KOTOPBIH BCET/a SBISIETCS pE3yIbTaTOM T€HETHIECKOTO JedeKTa,
HAa3bIBACTCS

BPOXICHHAA daHUPUIUA

BPOXKJICHHBIH MUKPO(TAIEM

BPOXJICHHAA KaTapaKTa

34




BpO)K,I[eHHBIﬁ IITO3 BCPXHLCI'O BCKaA

3aKJIaJIKa OpTaHa 3peHHs MPOUCXONT Ha Hezelle BHYTPHYTPOOHOTO pa3BUTHS

4-12

8-16

10-17

13-20

IIurmenTHas ger CHCpalusd CETUYATKN HanOosee XapaKTCpHa IJId

cunapoma bapae-bunis

cunspoma llepemesckoro-TepHepa

cuHapoMa JlayHa

0one3nn Humanna-ITuka

[TurMeHTHBIN PETUHUT B OOJIBIIMHCTBE CIYYaeB SIBJISETCS 3ABOJIEBAHUEM

HacCJICACTBCHHBIM

3JIOKQYCCTBCHHBIM

WHQEKIIMOHHBIM

BOCTIAJIMTCIIbHBIM

CHHOHMMOM HACJIeICTBEHHOH MaI0YKO-KOIOOYKOBON TUCTPOGUN CETUATKH SIBISETCS
PETUHHUT

OECIIUTMEHTHBIN

HIIEMHUYECKUN

reMOpparuyecKuii

9KCCYAATUBHO-TEMOPParu4ecKuil

HacnenctBenHnoe 3aboneBaHue, CBSI3aHHOE C TIOJIHBIM HApyIIEHHEM [IBETOBOCTIPHUSITHS
Ha3bIBACTCS

axpoMaToIiCcus

aTpodus

aMOJIHOITHs

AUCXPOMATOIICUA

CoueTaHHe INTMEHTHON ACTCHCPAMH CCTYATKU U HeﬁpoceHcopHoﬁ TYTOYXOCTH XapaKTCPHO IJIsd

cuHapoMa Arrepa

oone3nu Koarca

oonesnu Tes-Cakca

cunapoma CunbBepa-Paccena

31ekTpohU3NOIOTHYECKHE UCCIIEIOBAHMS Il KOPPEKTHON HHTEPIPETAIINH MOTyYSHHBIX
Pe3yIbTaTOB MOJIEKYJIAPHO-TEHETHUECKHUX HCCIIeI0BaHUIA TPOBOJAT JJISl OLIEHKU
COCTOSIHHS 3pUTEIILHON CUCTEMBI

(YHKIMOHAIBHOTO

KIIMHUYCCKOT'O

Tororpadguyeckoro

MOP(OIOrHIECKOTO

10

o(ranbMockonMyeCKMMH NpU3HaKaMu [ IMTrMEeHTHOH JereHepanyy ceT4aTKy (MUrMEeHTHBIN
PETHHHT) SIBISETCS HATUIHE

OTIIOKECHHH «KOCTHBIX TCIC», BOCKOBHHHOﬁ 6HG}IHOCTI/I JUCKa 3pUTEIIbHOI'O0 HEPBA, U3MCHCHUA
Kann6pa PECTHUHAJIBHBIX COCY10B

MHKPOAHCBPU3M, KpOBOH3HHHHHﬁ, OTCKA, DKCCYAATUBHBIX OYaroB CCTUYATKHU

HaJIMYUE TBEPABIX U BATOOOPa3HBIX IKCCYIATOB, KPYIMHBIX PETHHANBHBIX KPOBOU3IHSIHUN

cocyaucToi u ¢hudpo3HoH nposndepannii, BATPEOPETHHAIBHBIX TPAKIUM, OTCIOWKH CETUYATKH

35




11

HpI/I KJIaCCUYCCKOM HACJICACTBCHHOM IMUI'MCHTHOM PETUHUTE B OCHOBHOM IOPaXKacTCA

ITaJJIOYKOBas CUCTCMa

KOJIOOUYKOBas cucTteMa

MaJI0YKO-KOJIOOYKOBasI CUCTEMA

3yOuaTas JIMHUS

12

XapakTepHbIMA U3MEHEHISIMA MaKyJIIPHON 00JIaCTH MPH IEHTPATFHONW HACIIEACTBEHHOM
muctpoduu cetdatku (tur [Taprapara) sBisiroTCst

HI/ICTpOd)I/I‘ICCKI/Ie N3MCHCHU S MaKyHﬂpHOﬁ o0acTu

KHCTO3HBIA MaKyJISIPHBIMA OTEK

HMHTPAPCTUHAJIBHBIC KPOBOU3JIUAHUA

NPEPCTUHAIILHBIC KPOBOU3JINUAHUA

13

I[I/I(b(bepeHHI/IaﬂLHI)IM JHUAardHo30M HacCJICACTBCHHOT'O OECITUTMEHTHOT0 PETHUHHUTA ABJISICTCA

BPOXXACHHA CTallMOHAPpHAA HOYHAas CJICIIOTa

ooxe3ns becta

HACJIEICTBEHHBIN I0BEHUJIbHBIN X -CUEIUICHHbI PETUHOUINU3UC

amaBpo3 JleOepa

14

OCHOBHBIM I'JIa3HBIM NpOsiBIICHHEM charge-CHHAPOMA SIBJISETCS

KOJJ00OMa CEeTYATKH M COCYAMCTON 000IOUKHI

aTpous 3pUTENFHOTO HEPBa

9KTONHS XPyCTAIHKA

MUKpO(TATHEM

15

Jliis cunpoma myHa0opra XxapakTepHbIM 0 TaIbMOJIOTHYECKUM MPOSIBICHUEM SIBIISICTCS

MMOMYTHEHHE XpYyCTaJIMKa C PaHHETO IETCTBA

MUTMCHTHAaA ACTCHCpalrd CETUYATKU

aTpo(usi 3pUTENLHOTO HEPBa

HelponaTHs 3pUTENBHOrO HepBa

16

[1aTOrHOMOHUYHBIM O TATBLMOJIOTHYECKUM MTPU3HAKOM HeipoduOpoMaTosa 1 Tuiia sSBisieTcs

y3enku Jluma

reTEPOXPOMHUSL PATYKKH

aTpousi 3pUTENLHOTO HEPBa

IMUTMCHTHAas ACTCHEpald CETUYaTKU

17

B niepBbie MecsiLibl KU3HA MaHU(ECTUPYeT

amaBpo3 JleOepa

TaneTopeTHHANbHAs a0noTpodus

quctpodus Lltaprapara

X-CLEIIEHHBI PETUHOUIN3UC

18

FCTepOXpOMI/ISI PaayXKHU ABJIACTCA XapPAKTCPHBIM IMMPU3HAKOM CUHAPOMA

BaapnenOypra

Mapdana

AkceHdenbaa-Purepa

Ymepa

19

IOBeHMIBHBIN X-CIETUICHHBIA PETHHONTHU3NC XapaKTePU3YETCs MyTaIllel B TeHe

XLRS1

RB1

PAX6

PITX2

36




20

Hapymenne xonndecTBeHHOT0 00pa30BaHMs MUTMEHTA B TI1a3HOM SIOJIOKE XapaKTepHO IS
CHUHJIpOMA

I'epmancku-Ilyanaka

bapne-bunns

Hwumanna I1nka

Perepdhopma

21

Huddepennmanbias AMarHocTHKa aHUPUINHA TPOBOJMTCS C

WAGR-cunapoMom

CHARG-cunapomom

FETEPOXPOMUEH payKKU

anoManuei [lerepca

22

Anponan3M @opuunyca-IpHKCOHA XapaKTepU3yeTcs HATMYMEM U3MEHEHHH B TeHe

CACNA1

TYR

OCA2

GPR143

23

Myrtannu B reHe ABCA4 BBISBISIFOTCS TPU

KENTOISITHACTOU AucTpoduu cetdaTku (Tun OpaHuecKeTTH)

BUTETU(POPMHON IEHTPATBHOM qucTpoduu ceryatku (Tun becra)

IOBCHUJIBHOM HACJICACTBECHHOM PECTHHOIIN3UCC

NATTEPH-IUCTPO(UHU CETIATKH

24

Myranuu B rene TYR sBISIFOTCS NpUYUHON

IJIa30K0KHOI0 anibOnHu3Ma 1 truma

IJIa30K0KHOTO allbOMHM3MA 2 THUIIA

cunapoma I'epmancku-Ilyanaka

H30JIMPOBAHHOI'O I'VIa3HOI'O anLOMHU3MA

25

Hanuune matonorudeckoil HyKJI€OTUIHOM mocenoBarensHocT B reHe OCA2 sBisieTcst
NPUYHHON

IJ1a30KOKHOTO allbOMHM3MA 2 TUIIA

H30JIMPOBAHHOI'O I'Ia3HOI'O anL0MHM3MAa

IJIa30K0KHOrO alibOnHu3Ma 1 tuna

cubjipoma ['epmancku-Ilynnaka

26

Jist KoppekTHOM uHTepnpuTanuy cuaapoma ['epmancku-Ilymmaka He0OX0JMMO YUUTHIBAT
JTaHHbBIE

KOAaryJIorpaMMbl

CCPOANArHOCTUKN

3PUTCIILHBIX BBI3BAHHBLIX MMOTCHIIMAJIOB

(hepMEHTHOM aKTUBHOCTH KPOBHU

27

BpoxaeHHbIi HXTHO3 ¢ AUCTpOohHeEl pOTOBHIIF HMEET THUII HACJIEAOBAHUSA

X-CLEeMIeHHBIN pelecCUBHBII

X-CLEIUIEHHBIA JOMUHAHTHBIN

ayTOCOMHO-JIOMHUHAHTHBIN

ayTOCOMHO-PEIECCUBHBIN

28

K HaCJICACTBCHHBIM aHOMAaJINAM pe(i)paKI_[I/II/I OTHOCHUTCS CUHAPOM

AMMoOHa

bepnapa-T'opnaepa

37




[ITerpena

GAPO

29

MI/ITOXOHﬂpI/Ia,HI)HaH HaCJICACTBCHHAA MATOJIOTHA 3pUTECIBLHOTO HEPBA, IIPpH KOTOpOﬁ HUMECTCA
NMaTOrCHECTUYCCKA TCpanns Ha3bIBACTCA

aTpodwus 3purensHOro HepBa Jlebepa

cuaapom Kepca-Cetinepa

JOMHHAHTHasI aTpo(us 3pUTEIHHOTO HepBa

TUNoIjIasvsa 3puTCJIbHOr0 HEPBaA

30

BpoxaeHHbIH NXTHO3 ¢ AUCTPOdHEH POTOBUITHI UMEET TUI HACJIeA0BaHUS

X-CIIeTUICHHBIN peIleCCUBHBIN

X-CHEeIUIEHHBbIA JOMUHAHTHBIN

ayTOCOMHO-JOMHUHAHTHBIN

ayTOCOMHO-PELIECCUBHBIN

31

Hanmaue gunagenshuiickoil XpOMOCOMBI CUUTAETCS TATOTHOMOHHYHBIM IS

XPOHHUYCCKOTro MUCJIONJHOT'O JIeiiko3a

paxka MOJIOYHOM KENE3bI

paka npeAcTaTeIbHOM JKeIe3bl

OCTPOIro MUECJIIOUAHOT'O JIeMKo3a

32

AKTHBHpYIOLIAsl MyTaI¥sl B IPOTOOHKOTE€HE MPOSIBISIETCS

B I'CTCPO3UTOTHOM COCTOSTHUU

IIpy ACJICTUN I'OMOJIOTMYHOI'O aJIJICIIs

Ha METUJIMPOBAHHOM aJIJICTIC

IIp1 HACJICAOBAHNUU OT POJAUTCIIA

33

I'eHbl, IPOAYKTBI KOTOPBIX CAEPKUBAIOT JNEJICHUE KIETKH, HA3bIBAIOTCS

CYIIPECCOpPaMH OMYXOJIEBOTO POCTa

IMPOTOOHKOI'CHAMU

XUMEPHBIMH I'CHaAMU

KaHIICPOr¢HaMm1

34

K HACJICACTBCHHBIM OITYXOJICBBIM CMHAPOMAM C PAaHHHUM IL66IOTOM OTHOCHUTCH

cunapoM JIu-Opaymenu

PaK MOJIOYHOM JKeJe3bl

paK MpeICTaTeIbHOM JKeJIe3bl

paK MEeHKH MaTK1

35

Cunnpom JInHya (ceMeWHbIN pak TOJICTON KHIITKH) ACCOIIMUPOBAH C HACIECTBEHHBIMHU
MyTauusimMu B

re”ax penapauuu JHK

IMIPOTOOHKOI'CHAX

TOMEO3UCHBIX (TOMEOOOKCHBIX) TeHAX

reHax ()epMEHTOB MOCTTPAHCISITHOHHON MOTU(UKAIINH TUCTOHOB

36

CEMEHHBIN pakK MOJIOYHOM KeJIe3bI ACCOUMUPOBAH € HACJICACTBCHHBIMU MYTAallUsIMHU B

redax penapauuu JHK

IIPOTOOHKOI'CHAX

TOMEO3HCHBIX (TOMEOOOKCHBIX) TeHaxX

reHax (hepMeHTOB MOCTTPAHCISITUOHHON MOIU(UKAIIMY THCTOHOB

37

Hedpobnacroma (omyxons Bunbpmca) xapakTepHa JJisi CHHAPOMA

Bunemanna-bexsura

38




[Ipanepa-Bumnn

Maprtuna-bemnn

PetTa

38

IloBbIIICHHBIN PUCK PA3BUTHUSA rernaTo0IacTOMBI acCouMUpOBaH C CHHIPOMOM

Bunemanna-beksura

IIpanepa-Buin

Maprtuna-benn

Perta

39

I[J'IH CEeMEHHOro paKa XejryaKa HanboJjee XapaKTEPHBI HACJICACTBCHHBIC MYTAalluH B I'CHE

KaarepuHa

JJaMUHHWHa

KoJImarcHa

MCJIaHMHa

40

3nokauecTBEHHbIE HOBOOOPA30BAHMS TIOUKH XaPAKTEPHbI IS

cunjipoma ®oH Xunmnenb-JIungay

cunjipoma IIpanepa-Bumim

cuHjipoma Maprtuna-benn

cunapoma Perra

41

HacnencTBeHHBIE OMyX0JIeBble CHHIPOMBI 00YCIOBIIEHBI

nepeiaueii B ceMbe MPeapacioiokKeHHOCTH K OIPEICIICHHOMY BUJly paka

HEOJIarOMPHUATHON SKOJIOTHIECKOW 00CTAaHOBKOM

HM3MEHEHUEM YHCIIa WIN CTPYKTYPhl XpPOMOCOM

HCMCHACIICBCKUM HACJICAOBAHHUECM I'CHCTHYCCKOT'O ,Z[Gq)eKTa

42

HOHaBHﬂIOIHCC OOJILIIMHCTBO HACJICACTBCHHLBIX OITYXOJICBbBIX CHHAPOMOB CBA3aHO C MyTallUsIMU B

TCHax-CyImnpeccopax OomyxoJCeBOro pocra

MHUTOXOHJAPUAJIBHBIX I'CHAX

ITPOTOOHKOI'CHAX

rerax TpancnoptHeix PHK

43

AOCOIOTHBIM TIOKa3aHueM /sl ipoBeieHus aHanu3a reHoB BRCA1, BRCA2 npu manuanun
JIMarHO3a paK SHYHUKOB SBIISETCS

CEpO3HAas KapIIMHOMA SIMYHUKOB

MYIIMHO3HAA KapIMuHOMa ANYHUKOB

OHAOMCTPUONIHAA KApIIMHOMA ANYHUKOB

CBCTJIOKJICTOYHAA (MeSOHe(l)pOI/II[HaH) KapnuHOMa AMYHHUKOB

44

Hakonuienne B ceMbe TakuX OIyXOJIeH, Kak pak TOJICTOM KHUILIKH, paKk SHAOMETPUS, paK SHYHUKOB,
HanOoJiee XapaKTepHO IS

cunapoma JluHua

cunapoma JIn-Opaymenu

CEMEITHOr0 aJIcHOMAaTO3HOT'O MOJIHIT03a

cunjipoma Koynena

45

V nanpeHTa ¢ HaIM4ueM IUTMEHTHEIX IIITCH Ha KOXKe LIBETa KO(be C MOJIOKOM, HeffipO(l)I/I6pOM,
Y3€JIKOB Hmua, CKOJIM03a MOXXHO 3all003pUTh

HelipodubpomaTos 1 Tuma

TyOEpO3HBIH CKIIEPO3

cunpoM ¢on Xunmenb-JInaaay

cuHpoM JInHga
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46

VY nanmeHTa ¢ y9acTKaMU TUIIO- ¥ THIICPITUTMEHTAIUH Ha KOXKe, aHrnouOpoMamu uia,
Y4aCTKaMHU «IIarpeHEeBO» KOXKH, OKOJIOHOI'TeBbIMU (pribpomMamu, GUOPO3HBIMU OJISAIIKAMH,
CyJoporamu, MoBeJICHYSCKUMH paccTporicTBamu, onyxossmu LTHC, pabgomuomoii cepana,
AHTHOMHOJIMIIOMAaMH TTIOYEK MOXKHO 3a0JI03PUTh

TyOEpO3HEII CKIIepPO3

HetipopubpomaTos 1 Tuma

curapoM ¢hon Xumnmnenb-JInagay

cu”apoM JIunua

47

I[ByCTOpOHHSISI HCBPUHOMaA CJIYXOBOI'O HEpBaA SABJIACTCA I'NTABHBIM JUATHOCTUYCCKUM KPUTEPUEM

HelipodubpomaTosa 2 THmna

HelipoduOpomaTosa 1 Tuma

KOMILJIICKCa Ty6ep03Horo CKJICpO3a

cuaapoma ¢on Xunnens-JIunnay

48

PasBurne moaumoB KEJTYJOUYHO-KUIIIECYHOI'O TPAKTa ABJISACTCSA XapaKTCPHBIM IPU3HAKOM IJIA

TOBCHUJIBHOI'O ITOJIMIIO3HOTO CHHAPOMA

cubsipoma ['apnHepa

cunapoMa JInnua

cunapoma Koynena

49

OpHMM U3 XapaKTepHbIX NpH3HaKoB cuHApoMa KoyneHna sBusercs

Makporuedanus

YYACTKH «IIArPEHEBOH KOXKU»

MHOKCCTBCHHBIC ITAITHA IIBCTA «KO(I)G C MOJIOKOM)» Ha KOXC

MaKpOOPXU3M

50

JIByXyIapHyI0 TCOPHUIO KaHIIeporeHesa chopMyIupoBa

Knancen

demuHr

Bboukos

YorcoHn

51

Cungpom Tropko Bo3HHKaeT BeiecTBUe OnamenbHbIx myTtanuii B [EHAX

MHCMaTY-periapannmn

TP53

BRCA1, BRCA2

PTEN

52

K cemeliHoMy MeayJUIIpHOMY paKy UIMTOBHIHOH >KeJIe3bl MOKET IPUBECTH MyTallls B T€HE

RET

VHL

WT

NF2

53

CuHApPOM HacjeICTBEHHOro auddy3HOTo paka Keiy/1Ka BbI3bIBACTCSl MyTalMsIMH B T€HE

CDH1

DICER1

FMR1

TSC1

54

CI/IH,I[I)OM HI/I-(DPEIYMCHI/I BO3HHKACT BCJIICACTBUC MYTAllUN B TCHC

TPS3

VHL

WT

40




NF1

55

OO1mmM CBOWCTBOM HACHEICTBEHHBIX OITYXOJIEBBIX CHHAPOMOB SIBIISIETCS

aYTOCOMHO-IIOMI/IHaHTHHﬁ THII HACJICOJOBAaHUA

aYTOCOMHO'pCHCCCI/IBHHﬁ THIT HACJICAOBAHUA

X-CHEeIJIEHHBIN THUII HACJIEIOBAHUS

HEMEHIEJIEBCKUHA THII HACJIEJOBAHUS

56

Je610T onyXx0JIeBOr0 Npoliecca NPy HACIEACTBEHHBLX OMyX0JEeBBIX CHHAPOMaX PEerUCTPUPYETCs

B cpenHeM Ha 10-15 neT paHblle, 4yeM Npy CIOPAINYECKUX OMyXOJIsX

B cpenHeM Ha 10-15 meT mozxe, 4eM CcriopagiuaecKux OMyXoJeH

B TOM X€ BO3pPAaCTHOM JMAIIa30HE, YTO U IMPU CTIOPATANYCCKUX OITYXOJIAX

BCETIa B paHHEM JIETCKOM BO3pacCTE

57

OHKOI¢HHBIC MyTallM¥i KMHAa3HOT'O JOMCHA ITPOTOOHKOI'CHA

AKTHBHPYIOT PELIEITOP BHE 3aBUCHMOCTH OT HAJIMYMS JIMTaHAA B OKPYXKAIOLIEH cpeae KISTKH

MCHAKOT MECTOITOJIOKEHHUE PELCTITOPA B M6M6paHe, Hapymas €ro CBA3bIBAHNUE C JIMTaHIOM

MPUBOJIAT K CBA3BIBAHHIO JINTAHJIOB C MEHbIIICH ad)(PUHHOCTHIO, YTO TIO3BOJISIET KICTKE ACTUTHCS
yaiue

IPUBOIAT K pacrniaay MEXKKICTOYHBIX KOHTAKTOB, YTO IPUBOJUT K MUI'PALIUU KJIIETKHU U
03JIOKaQ4YCCTBJICHHUIO

58

BRCA-acconunpoBaHHbIH ceMEHHBIN pak MOJIOYHOH KeJle3bl XapaKTepU3yeTcst

ER, PR orpunarensHbiM peHOTHIIOM

HER?2 monoxutensHpIM (GEHOTHIIOM

HER2, ER, PR nonoxxutensHbIM (heHOTHITOM

ER, PR nonoxutenbHbIM EHOTUIIOM

59

OcHoBHBIM TUIIOM naToreHHbIx MyTanuii B reHax BRCA1 u BRCA?2 sBnsetcs

CABUI' paMKH CUHUTBIBAHUSL

HOHCCHC-MYTallUsA

MHCCCHC-MYyTalus

CHMHOHHMHWYHAaA 3aMCHa

60

CeMeiHbIH aI[eHOMaTO3HBIﬁ MMOJIMIIO3 KCIIYAOUYHO-KUIICYHOI'O TPAKTa CBA3daH C MyTallUsIMU B
T'CHEC

APC

BRCAl

BRCA2

FMR1

61

Cunnpom JInHga (ceMEWHBIN pak TOJICTON KHIIKH) aCCOIIMUPOBAH C HACIICICTBEHHBIMHU
MYTalMsIMHU B T€HaX

pernapanuvn HECIIApCHHBIX HYKJIICOTUAO0B

penapanuu 1ByHUTEBbIX pa3pbiBoB JJHK

OEJIKOB BHEKJIETOYHOI'O MaTpHUKCa

JCTOKCHUKAIINU KCEHOOMOTHKOB

62

3710Ka4eCTBECHHEIC HOB006pa3OBaHI/I$[ 3aHUMAKOT B CTPYKTYPC CMEPTHOCTH HACCIICHUA
MECTO

BTOPOE

nepBoe

TPETHE

4eTBEPTOEC
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63

Camoii pacipocTpaneHHOH nmaToreHHoi MyTanueil B reHe BRCA1 B poccuiickoii momyianun
SIBIISIETCS

5382insC

185delAG

4153delA

2080delA

64

Cunanpom CBAVD npuBoauT K

HByCTOpOHHeﬁ arIasuy CEMABBIHOCAIIUX ITPOTOKOB U 06CprKTPIBHOI>i a300CIICpMUHN

HapylHIeHuto qudhepeHIMpoBKY KieTok Jlewmura u atpodun sudex;

ariasui TCpMUHATUBHOI'O SIIUTEINSA B U3BUTHIX CEMCHHBIX KaHaJIbIaX U cereTopHoﬁ
a300CIIEPMHUHU

HapylmCcHUIO (I)OpMI/IpOBaHI/DI mojia € ,E[e(l)I/IHI/ITOM MAaCKYJIMHU3allun

65

OO6paTHOE pacnoioyKeHNe BHYTPEHHUX OPTaHOB BBISBIISITCS MPHU

cunapome Kaprarenepa

cunapome KanpMana

cunapome Knaitndenbtepa

MYKOBHCIIH]I03€

66

I'en SRY kogupyer

(dakrop auddepeHIpoBKy KieTok Cepronu

(hakTOp, MHUIIMUPYIOUTHI CHHTE3 MOJOBBIX TOPMOHOB B KJieTKax Jleimura

(hakTop, KOHTPOIMPYIOIUH TP EepeHINPOBKY MYKCKHX MOJIOBBIX KJIETOK

CUTHAJIbHYIO MOJIEKYJy, BOBJICUCHHYIO B 3aKJIa/IKy TOHAJ y IUIOIOB MY>KCKOI'O 10N

67

HauGornee pacnpocTpaHeHHBIM HACJICACTBEHHBIM MOHOTCHHBIM 3a00JICBaHUEM, BBISBIISICMOM TIPU
0ECILIOIUY Y MYXKUHH, SIBJISCTCS

MYKOBHCIIH/I03

cunapoM Ilpanepa-Bumnu

cunapom Kanpmana

oose3ns Kennenu

68

CuHIPOM TECTHKYIAPHOHN heMUHM3ALUH HACIELyETCs 110 TUILY

X-CLIEIJIEHHOMY PELIeCCUBHOMY

ayTOCOMHO-JOMHWHAHTHOMY

ayTOCOMHO-PEIIECCHBHOMY

X-CHGHJ’IGHHOM}/ AOMHUHAHTHOMY

69

O6C’I’py1(TI/IBHa$I a300CTICpMHus ABJIACTCS CUMIITOMOM

MYKOBHCIIHI03a

cunapoma Kanpmana

cuaapoma Knaiindenstepa

AZF peneuuit

70

CeKkpeTopHYIO a300CIIEPMHUIO BEISBISIOT MIPU

noiaHeIX AZF nenenusx

MYKOBUCHH03C

cunapome CBAVD

cunjipome Kaprarenepa

71

HpH‘lHHOﬁ HepBH‘lHOﬁ HCAOCTATOYHOCTHU HAAITTIOYCUHUKOB MOT'YT SIBJISATHCS

naToreHHble BapuanThl reHa SF-1

JIeJIeIIMH U MaTOTeHHbIC BapuaHThl reHa SRY

nyruakanyy reda SOX9
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MaTOTeHHBIC BapuaHThl TeHa AR

72

I'nmoronaausM B cOYETaHUN C AaHOCMHEH I THIIOOCMHUEH Y MYXXYUH BBIABJISICTCS IPU CUHAPOME

Kanbmana

Knaiingenprepa

Hynan

Illepemenckoro-TepHepa

73

IlaTtorenes TNIEPBUYHOIO rroroHagn3mMma 06yCJ'IOBJ'IeH

HC(bI/IHI/ITOM TOHAAOTPONHBIX TOPMOHOB

M30BITKOM TOHAIOTPOITHBIX TOPMOHOB

HapyLIEHUEM YyBCTBUTEJIbHOCTH K JII'

HapYIEHUEM YYBCTBUTCJIBHOCTHU K aHAPOTrCHAM

74

Y 6onbHbIX ¢ cuHgpomom Jle Jls Illanmenst BeIBASCTCS KAPUOTHUTT

46,XX

46,XY

47, XXY

45,X/46,XY

75

Y OonpHBIX ¢ cuHAPOMOM Moppuca HaOJII0AaeTCsl KAPHOTHIL

46,XY

46, XX

45,X/46,XY

48 XXYY

76

Y 6onpHBIX ¢ cuHapoMoM CBaiiepa HaOI0JaeTcst KAPHOTHUT

46, XY

45,X/46,XY

46,XX/46,XY

46,XX

77

y 00JIBHBIX ¢ cUHJIpoMOoM PoknTanckoro-KrooctHepa HabI01aeTCst KAPHOTHIT

46, XX

46,XY

47,XXX

45, X/47.XYY

78

HauOosbiee cpoAcTBO K pelienTopy K aHAPOreHaM HMEET

JUTUAPOTECTOCTCPOH

TCCTOCTCPOH

aHJJPOCTEPOH

AHIPOCTEHAMOI

79

OO0t penenTop ¢ XOPUOHMYECKUM T'OHAIOTPOITMHOM UMEET

J'IIOTCI/IHI/BI/Ipy}OH_II/Iﬁ TOpMOH

(hOITHKYTIOCTUMYTHPYIOIIANA TOPMOH

AHTHMIOJUICPOB FOPMOH

TOPMOH POCTa

80

OCHOBHBIM T€HOM ISl PETYJISIIAN CTEPONIOTeHEe3a B TOHAIAX U HAIITOYEYHUKAX TP TI0JIOBOM
¢ hepeHInPOBKE SIBISETCS

SF-1

SRY

WT-1
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AR

81

Hapymenne npeBpaiieHust TeCTOCTepOHa B TUTHIPOTECTOCTEPOH BBI3BIBAET HEOCTATOYHOCTh

5-anbda-penyKrassl

21-ruIpoKCHIIa3kl

11-6eta-ruIpOKCHIIA3EI

17-anmbda-ruapokcuinaspl

82

[Ipu cuHapOoMe Mak-KblOHA-0JIOpaiiTa onpeensercs

MOBBIIIEHHBII YPOBEHB MOJOBBIX TOPMOHOB ITpH HOpMaNIbHBIX ypoBHsIX JII' u @CI'

TIOBBIIIIEHHBIN YPOBEHB MOJOBBIX TOpMOHOB, JII' 1 ®CI’

CHIDKEHHBIH YPOBEHb ITOJIOBBIX TOPMOHOB, TPH BBICOKOM ypoBHe JII' 1 ®CI’

CHIDKEHHBIH YPOBEHb MOJIOBBIX TOpMOHOB, JII' 1 ®CI’

83

JIroTenHU3NpyOMmMK TOPMOH KOJIUPYETCS

JByMsI TeHAMH, KOJUPYIOIUMHE Pa3HBIE €ro CyObeTMHHIIBI

JIBYyMsI TeHAMH, KOJUPYIOIUMH OMHAKOBEIE €r0 CyOheTHNHHUITHI

OJTHIM T€HOM, KOJUPYIOLIIM €T0 OeJIOK

OJTHMM T€HOM, KOJMPYIOUIMM pasHble 130(opMbl Oenka

84

HpC)KI[GBpCMeHHOe T1I0JIOBOC CO3PCBAHNE MOI'YT BBI3bIBATh NATOICHHBIC BAPUAHTHI I'€HA

GNAS1

SRY

DAX-1

AR

85

Hanuuue rena SRY y myskuun ¢ kapuotunoM 46,XX yaiie BCero BbISBISETCS IPU

cubsipome e yisg Hlanmnens

cunjipome [lackyanunu

cunnpome Knaitndenbrepa

HAJINYUC CKPBITOI'O MO3anliM3Ma 110 XpoMOCOME Y

86

VY marnmentoB ¢ cunapoMoMm CBAVD B pesynbrate JIHK-ananu3a oOHapyKUBarOT

naToreHHbId BapuanT u/mwin aiienb ST B rene CFTR B reTepo3uroTHOM Wil KOMIayH/I-
TETEPO3UTOTHOM COCTOSIHUU

«TspKenbli naToreHHbld BapuaHnTt B reHe CFTR B roMO3UTOTHOM COCTOSTHUU

«MSATKHAI» WM YMEPEHHO TsKeNbli maToreHHbliil Bapuant B reHe CFTR B romo3urorHom min
KOMIIAYHJ-TETEPO3UTOTHOM COCTOSIHUM

OTCYTCTBHE NaTOreHHbIX BapuaHToB B reHe CFTR

87

HapymeHI/Ie YYBCTBUTCJIBHOCTU K aHAPOTrCHaM HACJICAYCTCs 110 THUITY

X-CIIETUIEHHOMY PElIECCUBHOMY

X-CUenIeHHBIH JTOMUHAHTHOMY

AyTOCOMHO-PCLHCCCUBHOMY

ayTOCOMHO-JOMHWHAHTHOMY

88

HapymeHMe YYBCTBUTCIIBHOCTU K TOHAJOTPOITHBIM I'OPMOHAaM HACJICAYETCA 110 TUITY

ayTOCOMHO-PCLCCCUBHOMY

ayTOCOMHO-JOMHWHAHTHOMY

X-CIIETUIEHHOMY PE1IECCUBHOMY

X-CIIETUIEHHBIN IOMUHAHTHOMY

89

CoueTanue HEHPOCEHCOPHON BPOXKIACHHOW/PaHHEH TyrOyX0CTH, C BECTHOYISIPHBIMU
HapylLICHUsIMU U ¢ OoJiee rmo3aHel MaHudecranueit muddy3Horo 300a/pexe rUnoTUpeo3a
XapakTepHO JIIsI
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cunapoma Ienapena

MyKornoJicaxapuao3a, Tui I11

cunapoma BaapnenOypra, tum 1

cunapoma XKapeemna-Jlanre-Hunbcena

90

HpI/I CUHAPOME neHApeaa OTMCUAOTCA KIIMHUYCCKUC MMPOABIICHUA

HEUPOCEHCOPHOU TYTOYXOCTH

KOHIYKTHBHOW TYTOYXOCTH

TYTOYXOCTH IICHTPAJIBHOT'O I'CHC3a

HapyIIEHUH clTyXxa HHPEKIMOHHOW IPUPOJIBI

91

IIporpeccupyroias HepOCEHCOPHAsI TYTOYXOCTh U AyTOCOMHO-PELIECCUBHBIA TUIT HACIEIOBAHUS
XapakTepHa JUIsl CHHAPOMa

AnbcTpema

Mapmaia

BeJI0-Kapano-(hannuaibHOTO

SHORT

92

CoueraHue nporpeccupyroiei HelpoCeHCOPHOM TYTOYXOCTH € IPOTpeECCUpYIOIEi
JiereHepanyeil CeTyaTKy, OKUPEHHS U CaXxapHOro JuadeTa XapakTepHO IJIsl CHHAPOMa

AJbpcTpema

Anpnopra

Baapnen6ypra, tun 1

Amepa

93

[Ipu cunapome anscTpeMa HacaeICTBEHHAs! HEHPOCEHCOPHAs TYTOyXOCTh XapaKTepU3yeTcst
TeYeHHEM

MIPOTPECCUPYIONTUM

PEMUTHPYIOLIIM

ILO6pOKaLIeCTBeHHBIM

CTallMOHAPHBIM

94

CoueTaHue HEMPOCCHCOPHOM TYTOYXOCTH C MUTMEHTHOW JIETeHepAINK CETYATKH XapaKTePHO IS
CHHJIpOMa

Amepa

Koxkxkeiina

IIpanepa-Buin

Konsna

95

s cuHapoMa MUKPOTHH C aTPe3Uel HAPYKHOI'O CIIyXOBOI'O IPOXO/A U MPOBOJSALIEH TITyXOTbI
XapakTepHa

KOHAYKTHUBHAS TYyrOyXOCTb

HEHpOCEHCOpHAs TYrOyXoCTh

CMCHIaHHA TYroyXoCThb

TYTOYXOCTh IIEHTPAJILHOTO TeHe3a

96

Coueranue roJoBOKpYKEHHs, IIyMa B yIIax U MPOrPeCCUPYIOLIEN HEHPOCEHCOPHOM TyrOyXOCTH
XapaKTepHO AJIsl CHHJpOMa

Menbepa

Jxapseinna-Jlanre-Hunbcena

Kopuenun ne Jlanre

N

97

Jiist cuHApOMa JKapBeJUia-JTaHre-HIIbCeHa (BPOXKICHHASI TYTOYXOCTh € (PYHKIIMOHATLHBIMU
HapyIICHUSIMU CepIla) XapaKkTepHa
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HEHPOCEHCOPHAs TYTOyXOCTh

KOHAYKTHBHAsl TYTOyXOCTh

CMEIIaHHAs TyTOyXOCTh

TYTrOyXOCTb HCHTPAJILHOI'O I'CHE3a

98 | Coueranue HEHPOCEHCOPHOU TYTOYXOCTH U MOPAXKEHUs MoYeK (TIIoMepyioHehputT/Hepur,
MOYEYHAs! HeIOCTATOYHOCTh) XapaKTePHO ISl CHHIpOMaA

Amwriopra, THH 1, 2, 3

BaapnenOypra, tun 1

Kanbmana

Mapiana

99 | Coueranue nuctpodum HOTTeH M HEHPOCEHCOPHON TYTOYXOCTH XapaKTEPHO IS

CHUHIPOMA TYTOYXOCTH/TIIYXOTBI 1 OHUXOAUCTPOPHHU

O0TO-AJIATO-AUTUTAJIBHOT'O CHHAPOMaA, TUII 1

cunapoma TayHca-bpokca 1

apTPOrpuUIIo3a AUCTAIBHOTO, THH 1 A

100 | ITepeuncnenHbie OCHOBHBIC KPUTEPUH: TETEPOXPOMHUSI PATYKKH, TENECKAHT, ITUPOKast CIIMHKA
HOCa, cefas Npsab BOJIOC, CPOCIINECS OPOBH, B COUCTAHUH C HAPYIIEHUEM CIIyXa, - [I03BOJISIOT
MIOCTaBUTbh AUATHO3

cunapom BaapnenOypra, tum 1

cuHpoM Ariepa (pa3HOro THIA)

cunapoM Kanemana

apTPOTpUIIO3 AUCTANIBHBIN, THIl 1 A

101 | KonaykTrBHOE HapyIlIeHHE CIyXa, JICHKOHUXUS, U3MEHEHHUE TOIYIIeUeK NajablleB, HHOTAA
KEpaTo3 JaJl0HEN U MOJOIIB SBISIFOTCS. OCHOBHBIMU KPUTEPUSIMH JUIsl IOCTAHOBKH JUArHo3a

cungpoma Bart-Pumphrey

CHUHApPOMA KepaTHTa-I/IXTI/IOSa-FHYXOTLI/ TYTOYXOCTH

MAIEMOIUIAHTAPHON KepaTOIEPMBI € TIYXOTOH/TYyrOyX0CThIO

CUHApPOMA TYTOYXOCTH M aTOIIMYCCKOr'o JI€pMaTruTa

102 | IIpu MpImeyHoO# nUCTpOdUH JaHTy3U-IeKEepHHA MOXKET HAOII0IaThCs

HEHpOCEHCOpHAs TYrOyXoCTh

KOHJITYKTUBHAsl TYTOYXOCTh

TYTOYXOCTh IIEHTPAJIbHOTO I'eHe3a

CMCHIAHHAA TYroyXOoCThb

103 | HefipoceHcopHas TYroyX0CTh COUETAIOIIASICS C JIMLEBBIMU JU3MOPGUAMU (CEATOBHIHBIH
KOPOTKHH HOC, TUTIEPTEIOPU3M, MUKPOTHATHS, OTKPBITHIM POT), MATOJIOTHEN a3 (MUOMuS,
KaTapakTa) ¥ 3aJIepXKKOH pocTa XapakTepHa JJisi CHHAPOMaA

Mapmiana

Amepa

Cruxnepa

SHORT

104 | Coveranue mappaHouHOTO (PEHOTHIIA C TATOJIOTHEH TT1a3 (MUOIHS, KaTapakTa, TIayKoMma,
OTCJIOKA CETUATKH), TUIEBBIMU TU3MOPOUSIMH (CEITTOBUAHBIA KOPOTKUH HOC, MUKPOTEHHS),
MATOJIOTHEH CYyCTaBOB KJIallaHOB CEPALIa U HEMPOCEHCOPHON TYrOyXOCThIO XapaKTEPHO IS
CHUHIpPOMA

Cruxnepa

Amepa

Mapdana

Mapmana
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105

CoueTaHue CHMITOMOB: aHTUMOHTOJIONTHBIA pa3pes TJ1a3, IBYCTOPOHHIS THITOIIIA3HUS CKYIOBBIX
KOCTeH, KOJIOOOMBI HW)KHHX BEK, TUTIOIIIA3Us HIDKHEH YeNIOCTH, aHOMAIHS YIITHBIX PaKOBUH
(BO3MOXEH JeeKT HAPYIKHOTO CIIYXOBOTO MPOX0/Ia), KOHJAYKTUBHAS TYTOYXOCTh, - XapaKTEPHO
TUTSI CHHIIPOMA

Tpuuepa-Kommmaza, Tin 1

TNonbnenxapa

OTO-ImaJIaTO-AUTUTAJIBHOI'O, THUIL 1

Bart-Pumphrey

106

CoueTanue CUMITOMOB: OJHOCTOPOHHSS TUIIOIUIA3KS JIUIA, IEPMOHIbI, aHOMAJIMS II03BOHOYHUKA
W YIIHBIX PaKoBHH (HedopMalus, anasus, THIOIUIa31sl), BO3SMOXKEH Ae(eKT HApyKHOTO
CIIyXOBOTO MPOX0/1a), KOHAYKTUBHASI TYTOYXOCTb, - XapaKTEepHO AJIsl CHHAPOMaA

TNonbnenxapa

MUKPOTHH C aTpe3neil Hapy»KHOTO CIIyXOBOTO MTPOX0Jia W MIPOBOISAIIEH ITYXOTHI

Tpuuepa-Konnunza, tun 1

0TO-I1aJ1aTO-JUTUTAIHHOIO, THII 1

107

CuHapoMm rompaeHxapa Heo0xoanuMo nudhepeHIrpoBaTh C CHHIPOMOM

MHUKPOTHH C aTpe3ueil Hapy>KHOI'O CIYXOBOr'0 MPOX0J1a ¥ NPOBOASIICH TTTyXOThI

Cruxiepa

OTO-IMaJIaTO-AUTUTAJIbHBIM, THII 1

Vohwinkel

108

Cunagpom VOHWINKEL Heobxomumo auddepeHImpoBars ¢

MAJIBMOIIIAHTAPHON KepaTOAEPMOH € TIYyXOTOH/TYTOyXOCThIO

cunpomom Bart-Pumphrey

CHUHIPOMOM KepaTUTa-UXTHO3a-TIyXOThl/TYTOYXOCTH

CHUHIPOMOM TYTOYXOCTH U aTOIMYECKOT0 JepMaTuTa

109

OcHoBHbIM reHoM B EBporne n Poccun, accoriuupoBaHHBIM ¢ M30JIMPOBAHHBIM HEHPOCEHCOPHBIM
HApYILIEHUEM CI1yXa SIBJISIETCS T€H

GJB2

COL11A1

TBC1D24

PRPS1

110

HacnencTBeHHBIM HapyIlIEHUEM CIIyXa HE aCCOUMUPOBAHHBIM ¢ TeHoM (GJB2, sBnsiercs

cunapom Bonbdpama

cunzipom Bart-Pumphrey

CHHJPOM KepaTUTa-UXTHO3a-TJIyXOThI/TYTOYXOCTH

NJIbMOIUIAHTapHAasl KepaToJepMa ¢ TIyXOTOH/TYTOyXOCTbIO

111

CambIM yacThIM matosiorndeckumM Bapuantom reHa GJB2 B Espone u Poccun, acconmmpoBaHHbIM
C U30JIMPOBAaHHBIM HEMPOCEHCOPHBIM HAPYIIEHUEM CIIYXa, SIBISIETCS

c.[35delG]

c.[358_360delGAG]

c.[101T>C]

c.[ 224A>G]

112

I[I/IFCHHOG HACJICJOBAHNUC HAPYHICHHUA CJIyXa XapaKTCPHO I CHHApOMa

Amepa

Ilennpena

Mapmana

AnnscTpema
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113

COBOKYITHOCTH CHMIITOMOB, BKITIOUAIOIIast HEHPOCEHCOPHYIO TYTOYXOCTh, OHUXOJUCTPO(HIO,
0CcTe0IUCTPOHIO, YMCTBEHHYIO OTCTAIIOCTh M CYJJOPOTH, ITO3BOJISIET THATHOCTHPOBATH

cuaapom DOOR

CHHJPOM HEHPOCEHCOPHON TYTOYXOCTH C OHUXOAUCTPOPHEH:

CHOHI[I/IJ'IOSHI/ICI)I/ISapHyIO JWCIUIa3UI0, MUOIINIO, CCHCOHEBPAJIbHYIO I'NIYXOTY

cunapom Bart-Pumphrey

114

CoueTaHue aTpe3nuu aHyca, IOPOKOB Pa3BUTHI OOJIBIIOTO Majblia, TUCTIACTUYHBIX yIeH (Y
«caTupa») U HeHPOCEHCOPHOH TYTOYXOCTH XapaKTepHO AJIsl CHHAPOMa

Taynca-bpokca 1

T'onbnenxapa

Tpuuepa-Konnunsa, tun 1

OTO-IMaJIaTO-AUTUTAJIBHOI'O, THUIL 1

115

[Ipu cunapoMe HyHaH MOTYT OBITh CHUMITOMBI

HEUPOCEHCOPHOU TYTOYXOCTH

KOHJIyKTUBHOH TYrOyXOCTH

TYTOYXOCTH LIEHTPAJILHOTO T'eHe3a

CMELIAaHHOM TYTOYXOCTH

116

Coueranue arpohuu 3pUTEIBHBIX HEPBOB, IOBEHUJIBHOTO CaxapHOro quadera, HecaxapHoro
nuabeTa v MPOrpecCUpyIonieit HeHPOCEHCOPHOM TYTOYXOCTH XapaKTEpHO JIJISl CHHIpOMa

Bonsdpama

Ilengpena

Bart-Pumphrey

bukciepa

117

[Tpu GpaHXM0-OKyIO-peHANBHOM cHHIpoMe (cuHApoM MenbpHrka Ppasepa) He BCTpedaeTcs

TYTOYXOCTb ICHTPAJIbHOI'O IT'CHEC3a

KOHJITYKTUBHAsl TYTOYXOCTh

HEHWPOCEHCOPHAs TYTOYXOCTh

CMelIaHHasi TYTOyXOCTh

118

BpoxaenHas riry0okasi HEHpOCEHCOPHAs TYTOYXOCTB/TITyX0Ta U pa3BUTHE B IETCKOM BO3pacTe
MIEPBUYHON TMM(pEeIeMbl C MUEIIOIUCTIIa3Nel HaOMI0JaeTcs IPH CUHIIPOME

OMOeprepa

OTO-IMaJIaTO-AUTUTAJIbHOM, THUII 1

OpaHXHO0-0KyI0-(hanraabrHOM

OpaHXHO-0KYJIO-PEHATLHOM

119

C pa3BuTHEeM CHHAPOMOM 3MOeprepa (mepBuuHas tuMdeeMa ¢ MUCSIIOAUCILIA3UEH )
acCOIMUPOBAH I'eH

GATAZ2

OPA1

WEFS1

EYAl

120

[Tpu manHo3MI03e, anbda-, | u Il Tnma ormeuaetcst

HEWPOCEHCOPHAs TYTOYXOCTh

KOHJIYKTUBHAsl TYTOYXOCTh

CMCHIaHHAA TYroyXOoCThb

TYTOYXOCTb ICHTPAJILHOI'O I'CHE3a

121

Hawnboiee gacToii hopmoii HXTHO3A SIBISICTCS
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BYJIBI'apHBIA HXTHO3

JIaMEJUISIPHBINA UXTHO3

HUXTHO3 rucTpukcouansli Kypra-Maxknun

HUXTHUO3 BpO)KHCHHBIfI «I1LI0[J ApJ'ICKI/IHa»

122 | Hannune myTtaumii B rene ¢unarrpuHa 00ycaoBInBaeT

BYJBI'APHBII UXTHO3

Oome3nb Jlapbe

MOHUJICTPUKC

AHTUAPOTUYCCKAA SKTOACPMAJIbHAA JUCIIA3UA

123 | Hanmume myranmii B rene TGM1 o0ycrioBnuBaeT

HWXTHO3 BPOXKIACHHBINA, AP, Trm 1

BYJIBI'apHBIA HXTHO3

MOHUJICTPUKC

WXTHO3 BpoxaAeHHBINA, AP, Tnn 4B «mmon ApnexnHa

124 | OrcyTcTBHE MEHOOMUEBBIX JKEJIE3 XapaKTEPHO IS

AHTUJIPOTUYECKON IKTOAEPMATIbHON AUCIUIA3UH

KCEPOJCPMUHU

aILOMHNU3MA

OyJIE3HOTO SMUACPMOITN3a

125 | IIpu odTaabMOIOTHIECKOM OCMOTpE MallMeHTa ¢ HelpoGuOpoMaTo3oM, THIl | MOXKHO
00HAPYKHUTh

y3enku Jluma

konblia Kaiizepa - @neiepa

aTpo(HI0 AUCKA 3pPUTEIHLHOIO HEPBa

KOJIOOOMY pajly’KK{

126 | Y nanueHTa ¢ SNUIETICUEH, IPY HAIMYUH THIIOMTUTMEHTUPOBAHHBIX U JICTIUTMEHTUPOBAHHBIX
YYaCTKOB KOXKHU B TIEPBYIO 0Yepeib HEOOXOIMMO UCKITFOUNUTh

TyO€pO3HBIil CKIIEpPO3

JICHTUTHUHO3

nopdupuro

cunapom Crepmxa-Bebepa

127 | TIpu HEHpOKOKHOM MeJlaHO3€ Y MALIMEHTOB MTPH POKJICHUU MOJKHO YBHJIETh

OOJIBIIION MUTMEHTHBIN HEBYC, HOKaHI/ISYIOH_II/II\/'ICH Ha CIIMHE, ATroJulax u u BerHeﬁ qaCTu
HIDKHUX KOHEYHOCTEH

AHI'MOMBI IO X0y TPOMHUYHOI'O HEpBa

JTUCTPODHIO KOXKHU

Iarp€HeBOC YTOJIIICHUC KOXN

128 | TIpu cunnpome brnoxa-Cynbibeprepa n3MEeHEHUs! TUTMEHTAIIMN HAOI0AaI0TCS

BJI0Jb JUHUN bianiko

Ha KOXKE JINIA

BJI0JIb JIMHUH JlaHTepa

BJOJIb NAIMWJIAPHBIX JIMHUH

129 | V pmereit nony0epTaTHOrO BO3pacTa MOKHO 3aI10JI03pUTh HelipodubpomaTos 1 Tuma

IIpU HAJIMINHN 5 u 0ojee nATeH OBCTa ((KO(l)e C MOJIOKOM)» IUaMCTPOM bosee 5 MM

IIpU HAJIMINUHN 1 maTHA OBCTAa <<KO(1)€ C MOJIOKOM»

IIpyU UBMCHCHUHN NTUTMCHTAIUU 110 JIMHUAM brnamiko

IIpU HAJTMYWHN aJUTIONCINU
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130 | AmenbHBIM BapuanToM cuHapoma HyHaw, 1 sBnsieTcst cHHAPOM

LEOPARD, tun 1

MELAS

Yunepamca

Becta

131 | ITaTonorus cepAaevHO COCYAUCTON CUCTEMbI XapaKTepHa JIJIsl CHHApOMa

LEOPARD, tun 1

Perta

Cekkens

Paccena-CunnBepa

132 | Jnsa cuagpoma Crepaka-Bebepa xapakTepHbl

AHT'MOMBI KOXXH, MO3ra 1 OpraHoB 3pCHUsA

KJIaTTaHHBIH, TTOIKIIATIAHHBIN, CTEHO3 JIETOYHOTO CTBOJIA W/WIIH BETBEH IETOYHON apTepuH,
Ccy0aopTalbHBIN AeQEeKT MEXOKETYJOYKOBOU MEPETOPOIKHY, IEKCTPAIIO3UIIUS a0PTHI,
rUnepTpodus MPaBoro KeryaouKa

TUIOTHUAPO3, TUIIOJAOHTHUSA, TUIIOTPUXO03

TUIOTHIPO3, paciienHa ryOsl n/min Heba, AUCIIIa3us HOrTel

133 | Pa3Butue atpodun KOKH Ha OTKPHITHIX Y4aCTKaX TeJla BO3ZMOXHO MPH

NUTMEHTHOM KCepoaepMe

cunjipome Hos-JlakcoBoii

oomnesnu Ilatina

cunapome ['erunacona-I mndopaa

134 | Hapymenue pocta BoJIOC BCIEACTBHE IEPUOJMUECKON H3MHUILTHEH BHIPA0OTKH KepaTHHA
GoIUTHKyIaMU XapaKTepHO JUTs

MOHMJICTPUKC

THE3IHOU aJIOIIEIUHN

UG Gy3HON aNonenuu

aHJIPOT€HHOW aJIoNEenun

135 | KituanueckuM nposiBlIeHreM O0JIe3HH Japbe SBISIeTCs

JICKepaTo3

aJaHTUs

TUnIoruapos

THIIEPTPHUXO3

136 | CoderaHue THIIOTHJIPO3a, THITOJIOHTHH, TUTIOTPUX03a XapaKTEPHO JJIs

SKTOJIEPMAJIBHOM JIUCIIa3UU aHTUIPOTHUUECKOMN

ooxne3nu Ilaiina

Oose3nn Peknunrxaysena

cuHJipoma biriyma

137 | I'ma30-KOXHBIN aIbOMHK3M HEOOX0UMO AudhepeHITUpOBaTh ¢

cunapomoM Yenmaka-Xuranm (Chediak-Higashi)

CUHAPOMOM bazana

cuHapoMoM BaapnenOypra

HelipoduOpomaTozom 2 Tuna

138 | Hanuuue anruoM B 00J1aCTH II1a3HOM M BEPXHEUEIIOCTHON BETBEH TPOMHUYHOTO HEpBa
XapaKTepHO s

cuaapoma Crepmka-Bebepa
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cunomeinano3a Mo

HEUPOKOXKHOTO MEJIaH03a

0ose3nu [Norre

139

Bynnesnsiii snuaepmonu3 HeooxoauMo ud hepeHIIUpOoBaTh ¢

OHTCPONMATUYCCKUM aKPOACPMATUTOM

SKTOJIEpMAJIbHOM HCIIa3uen

MMUTMEHTHOM KCcepoaepMoit

cunapomom LEOPARD

140

DpHUTEMaTO3HYIO CHIITb BOKPYT IJIa3, PTa ¥ aHAJILHOTO OTBEPCTHSI MOXKHO HAOIIONATh IPH

SHTEPONATUIECKOM aKPOJACPMATHUTE

MUTMEHTHOM Kcepoaepme

3KTO)1€pMa.J'H)HOI71 JUCILIIa3un

BYJIBI'apHOM HUXTHO3C

141

Bo3HukHOBEHUE My3bIpEN U 3pO3Uli B PE3yJIbTaTEe HE3HAUYUTEIHLHON MEXaHUUECKOU TPaBMbI
XapaKTepHO AL

OYJIJIE3HOTO SIHUIEPMOIIN3

HEUPOKOKHOTO MEIaH03a

TICEBIOKCAHTOMBI AJIaCTHYECKOU

BYJIBI'aPHOTO HXTHO3a

142

CoueraHue JOMKOCTH BOJIOC, HHTEUIEKTyaJIbHBIX HapYUIEHUH U HapyIIEeHUs IpoLecca
OpPOTOBEHMSI KOXKH XapaKTePHO IS

TPUXOTHOAUCTPODHU

THE30HOU aJIOIIEIIUHN

TOTAJILHOM aJIoNeIuu

MOHMJICTPUKC

143

Hanwmuue anrnokepaToM B maxoBoi 001acTH, Ha ATOJMIIAX, OeApaxX U B 00JIACTH ITyTKa
XapaKTepHO IS

6ose3nn Pabpu

TPUXOTHOAUCTPOPHHU

MOHMJICTPUKC

OHTCPONMATUYCCKOI'O aKpoaACpMaTuTa

144

[Tpu 60s1e3Hu Pabpu aHTHOKEPATOMBI Yallle BCEI0 MOXKHO 00OHAPYKHUTh

B MTAXOBOH 00J1aCTH, Ha SIrOIMIaX, Oeipax u B 00JacTH MyIKa

Ha KOXKC JIMa

Ha OpCAIUICYbIX U I'OJICHU

MIPENMYIIIECTBEHHO Ha IIee

145

[osiBiieHME Ha KOXeE BOJIOCUCTON YaCTH TOJIOBBI Y peOeHKa IIEPBOTO I'0J1a )KU3HH MEJIKHX y3€IIKOB
C POTOBBIMH IIUITMKAMU Ha BEPILKUHE, PACIIOI0KEHHBIX OKOJIO YCThEB BOJIOCSHBIX (DOJTUKYJIOB
XapaKTepHO JJIs

MOHUWJICTPUKC

TPUXOTHOAUCTPOPHHU

THUIEPTPUX03a

IJ1a30-K0KHOTO anbOUHNU3Ma

146

Hanmnuue HUXTHUO34a, CIIaCTUYCCKOIO rapariapesa, yMCTBCHHOfI OTCTAJIOCTBIO, MaKyanHOﬁ
}_II/ICTpO(bI/II/I n J'IeﬁKOZ)HL[ed)aJ'IOHaTHH XapaKTCPHO AJid

cunjipoma Illerpena-Jlapccona

HEHWPOKOKHOIO MEIaH03a
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cuagpoma ['etunncona-I'undopaa

cuaapoma bioxa-Cynbrbdeprepa

147

[Tpu auarnose cunapom KIDs (cHHIpOM KepaTuTa-UXTHO3a-TYTOYXOCTH) B TIEPBYIO OUepeb
TECTUPYIOT MyTalllM B T€HE

GJB2

TBC1D24

COL11A1

FLNA

148

Hanmaue neHTHro xapakTepHo ais

cuagpoma LEOPARD

TyOEpO3HOro CKJIepo3a

Ooe3Hn PeKJ’IPIHFXﬂy:’,eHa

cunapoma biayma

149

Cunnpoma bnyma Hacnenyetcst o TUIY

ayTOCOMHO-PEIIECCHBHOMY

ayTOCOMHO-JOMHWHAHTHOMY

X—CHEMJICHHOMY PELIECCUBHOMY

X—CIIEIUICHHOMY JOMHUHAHTHOMY

150

Cunpapoma biioxa-Cynbiioeprepa HaciaeIyeTcs 1o TUITY

X—CIEMmIeHHOMY TOMUHAHTHOMY

ayTOCOMHO-PEIIECCHBHOMY

AyTOCOMHO-JOMHWHAHTHOMY

X—CIICTUICHHOMY PELIECCUBHOMY

151

I[I/ICHpOHOp]_[I/IOHaIIBHaSI AJIMHHO-KOHCYHOCTHAsA BLICOKOPOCJIOCTh, ApaXHOAAKTUIINA, ITIOABBIBUX
XPYCTAJIMKA, aHEBPU3MA AYT'Y A0OPThI XapaKTCPHBI IJIsI CHHAPOMA

Mapdana

Onepca-/lanno

Cruxnepa

Bunca

152

JucnponopuroHanbHas JNIMHHOKOHEYHOCTHAS! BBICOKOPOCIIOCTb, TOJIMXOMEINS,
apaxHOJAKTHUIIUS, BPOXKJICHHBIE KOHTPAKTYPHI, IePOPMUPOBAHHBIE YITHBIE PAKOBUHBI SIBIISIOTCSI
OCHOBHBIMHU KJIIMHUYECKUMU ITPU3HAKAMU

cuHapoma busca

cunapoma Ilensi-Illokeiipa

cunapoma Ctuxiepa

apTPOrpHUIIo3a

153

OcHOBHBIM JU((epeHInaIEHO AUATHOCTUUECKUM KpUTepreM cuHApoMoB Mapgana u buinca
ABIISIETCS HAJIMUNE

BPOXKJICHHBIX KOHTPAKTyp MeX(]aJaHrOBBIX CyCTaBOB

JJIMHHOT'O TYJIOBHIIA

BPOXKJICHHOT'O TOPOKa cepaLa

TTOPOKOB MOYEK

154

Mapdanonogo0HbIN heHOTHUI, JoJuXoredas, 3k30(TaabM, YMCTBEHHAS OTCTANIOCTh SBIISIOTCS
XapaKTEPHBIMU MPU3HAKAMH CHHJIPOMa

InpunTtuena-'onpadepra

Mapruna-bemn

Onepca-/lanno
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Tens Xamomep

155

UpesmMepHast pacTsDKUMOCTh M PAHUMOCTB KOXKH, aTpodudeckue pyOoIisl, THIEpMOOUIFHOCTh
CyCTaBOB, BBIBUXH, T'PBDKHU, TUIOCKOCTOMHE, MTOAKOXKHBIC Y3€JIKHU SBISIOTCS OCHOBHBIMU
KJIMHUYECKUMHU MPU3HAKAMU CUHAPOMA

Onepca-/lanno

Mapdana

Cruknepa

Mapruna-bemn

156

HpI/I KJIACCUYICCKOM THUIIE€ CUHAPOMA 3JIEpCa-AaHJIO MyTallMU BBISIBJISAIOT B I'CHC

COL5A1

COL1A2

SCN1A

SMN1

157

I'uneppacTspkuMocTh B 6apXaTUCTOCTh KOXKHU, pa300JITAHHOCTh BCEX CYCTABOB U IPOJIAIc
MUTPAJILHOTO KJIanaHa, Hepo- U TacTPOITO3 SIBJISIFOTCS KIIMHUYECKUMH NPU3HAKAMH CHHIPOMA

Onepca-/lanno (runepMoOMIbHBIN THIT)

Onepca-/lanno (cocyancThIid THIT)

BSUTOH KO (cutis laxa)

Crukiepa

158

Panmnmas, oOBucas cKinaguaTas Koxa, CKJIOHHOCTb K 00pa30BaHMIO SKXUMO30B, IPhIKH, Pa3PbIBBI
IUIOAHBIX 000JI0UEK XapaKTEPHO AJIsl CHHAPOMA

Onepca-Jlanno (KOKHBIN THIT)

Onepca-/lanno (KUPpOCKOTHMOTHUSCKUN THIT)

Mapdana

Cruknepa

159

[IprunHON KOXKHOTO THIIA CHHJIpoMa Dnepca-Jlanio SBIsSIOTCS MyTaIllH B TeHE

ADAMTS2

PLOD1

COL1A1

COL5A1

160

XPpYHKOCTh KOCTEH, IeopMaIiii KOCTEH, ToIyOble CKIIEPHI, TYTOyXOCTh, THIIEPIIOIBIKHOCTD B
CYCTaBax, TMIIONJIAa3Hsl SMaJH 3yO0B SIBISIOTCS KIMHUYECKUMH NPU3HAKAMHU

HCCOBCPIICHOI'O OCTCOICHE34d, THUIL 1

cunapoma Ctuxiepa

CHUHpOMa DJepca-IaHio

cuaapoma ['ypriepa

161

HpH‘lHHOﬁ HCCOBCPIICHHOI'O OCTCOI'CHE3a 1 Tuma SBIAIOTCS MyTallu B I'CHC

COL1Al

ADAMTS2

COL5A1

PLOD1

162

YKOpOYEHHBIE U PACHIMPEHHBIE IJIMHHbBIE TPYOUaThie KOCTH, MHOXKECTBEHHBIE MTEPETIOMBI KOCTEH
B TOM YHCJIE€ U BHYTPUYTPOOHBIE, TSKEIbIE AbIXaTeIbHbIE HAPYLICHNUS, PAHHSA THOETb SBISIIOTCS
KJIMHUYECKUMH IIPU3HAKAMU

HECOBEPIICHHOT'O OCTEOreHe3a, THII 2

HECOBEPIICHHOT'O OCTeoreHe3a, THM 1

cunapoma Mapdana
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AXOHAPOIIJIa3UHn

163

Oubpo3Hast 0CTEOANCIUIA3HSI, COMPOBOKAAIOIASNCT 00BI3BECTBICHIEM MBIIII] ¥ ITOIKOKHON
KJIETYATKH, cpociuecs (GanaHry 1 manpia, Iporpeccupyomiee cpameHue MO3BOHKOB MICHHOTO
OTJieNIa SIBJSIIOTCS KIIMHUYECKUMHU MPU3HAKAMU

OCCUDHIUPYIOIIETO MPOrPECCUPYIONIETO MHOXKECTBEHHOTO MUO3HTA

6oxe3nu Onbe

cunapoma Knunmnens-dDeiins

0one3nn Dmepu-/petidyca

164

MapdanononoOHbIN HEeHOTHTI, IIOCKOE U0, IPONTO3 TJIA3HBIX S0JIOK, TIayKOMa, OTCIONKa
CETUYATKH, PACIICINHBI He0a, CKOJIMO3 XapaKTEePHBI ISl CHHApPOMA

Cruknepa tun 1

Beiura-Mapue3anu

Mapdana

Onepca-anno

165

KopoTko-KOHEUHOCTHOE TUCTIPONIOPLIMOHATIBHOE TENOCI0KEHUE C POKACHU, IUIOCKOE JIULIO,
TUIOIJIa3Hs BEPXHEH YeII0CTH, OTCIONKA CeTYATKH, PACIIEINHbI, 004K00Opa3Has rpyaHast
KJIETKa, KH(OCKOJINO3 SBJSIFOTCS OCHOBHBIMU (DEHOTUNMYECKUMY PU3HAKAMHU

BPOXKJCHHOHN CITOHAMIOAIU(U3APHON TUCTIIA3UN

AXOHPOILIa3Un

cunapomMa Ctuknepa

cuHapoMa Dnepca Jlanio

166

[Nopauuedanus, penuAMBUPYIOIINE TreMOpparnueckie HH(PapKTHl MO3ra, aHOMaIUH COCYA0B
CETYATKU CO CHWKEHUEM 3pEHUS , [TIayKOMa, KaTapaKTa sSBIISIIOTCS XapaKTePHbIMU
(EeHOTHUNNYECKUMH NIPU3HAKAMHU

00JIe3HN MaITbIX COCYyOB C I'NTa3BHBIMU aHOMAJIUSIMH

TPOMOOIIMTONIEHNYECKON ITypIyphI

aTakcuu-Teneanrnoskrasuu Jlyn-bapp

cuHapomMa Dnepca-/lanio

167

Bpoxnennas MplnieyHas cinabocTh, TOPTUKOIN3, KOHTPAKTYPhI B KPYITHBIX CyCcTaBax, 3aJ€piKKa
MOTOPHOT'O PA3BUTHS, ABIXATEJIbHBIE HAPYIICHUS XapaKTEPHBbI IS

BpOXKJIeHHOM Muonaruu bernema

Muoguctpopun Imepu peiidyca

apTPOTPHIINO3a

KOHTPaKTYPHOH apaxHOJAKTWINU buiica

168

I'eneTnueckoi HpI/I‘lHHOﬁ BpO)KI[eHHOﬁ MHOIIATHH OeTiIeMa SBJISIOTCS MyTalllu B I'CHaX

KoJIj1arcHa

¢ubpunmna

JJaMHUHOB

CapKOTJINKaHOB

169

OZLHOﬁ 13 MMpUirH 6y.]'IJ'I€3HOI‘O SIMUACPMOJIN3a ABJIAOTCA MyTallil B I'CHC

COL7A1

COL1Al

COL5A1

COL1Al

170

HuskopocnocTh ¢ ykopoueHHeM KOHEYHOCTEH, BapycHOM jedopMariyeii Hor, yBeTHdeHHEeM
CYCTAaBOB KUCTH, KYTHHON NIOXOAKOIN» XapaKkTepHa JJIsl

MeTtaduzapHoi XoHIpoaucinasuu, Tun [lmunra
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CUHApPOMA CTI/IKJ'Iepa

HCCOBCPIICHHOI'O OCTCOICHE3a

cunjipoma Knucra

171

Cunpapowm lllnpunTnena-Ionpaoepra HacieayeTcs 1mo TUITY

AyTOCOMHO-JOMHWHAHTHOMY

X-CHEIIICHHOMY

ayTOCOMHO-PEIIECCHBHOMY

HCHU3BCCTHOMY

172

Kudockomnotnaeckuit Tun cuaapoma nepca-/lanno Haciemyercs o TUITY

ayTOCOMHO-PEIIECCHBHOMY

AyTOCOMHO-JOMHWHAHTHOMY

X-CHGHHGHHOMY PECUCCCUBHOMY

MYyJIbTH(HAKTOPHATIBHOMY

173

KoxHb1il THn cuaapomMa Dnepca-/lanno HacnenyeTcst o TUITY

ayTOCOMHO-PEIIECCHBHOMY

ayTOCOMHO-JOMHWHAHTHOMY

X-CLIETUIEHHOMY PELIECCUBHOMY

MyJIbTH()AKTOPHATIBHOMY

174

JKuzHeyrpoxarolyM OCIOKHEHHEM TTpH cuHapoMe MapdaHa siBisercs

pacciauBarollas aHeBpU3Ma AyTU a0pThl

OTCJIOMKA CETUYATKH

He(dpornTo3

racTponTo3

175

OCHOBHBIM JKU3HEYTPOXKAIOUINM OCJIOKHEHHUEM NIPU cHHApoMe Drnepca-1aHiao MoxeT ObITh

CIIOHTAHHBIN Pa3pbIB JICTKUX

OTCJIOMKA CeTYATKH

CITOHTAHHBIC TTIEPCIIOMBI

PEIMAVBUPYIOUINEC BHIBUXU

176

Y 0oNBHBIX NPOKCHUMAIBHON CIMHAIBHON MbIeuHol arpodueii B reHe SMN1 Hanbosee yacto
BBISIBJISTIOTCSI

pI(SAI (S 007048 7 BK30HA I'eHa B TOMO3UTOTHOM COCTOSHHUH

JCacnn 7 5K30HA IreHa B KOMIIAYHA-TETCPO3UTOTHOM COCTOSIHUUN

MHCCCH MYTAllUM B TOMO3UTOTHOM COCTOSIHUU

HOHCCHC-MYyTAallU B KOMIIAYHA-TCTCPO3UTOTHOM COCTOAHUHN

177

CrivHaybHas MbIIIICYHAs aTPOQUS ¢ TOHTOLEPEOSUIAPHON TUITOIIA3UeH 00YCIIOBICHA
MYTalMsIMHU B T€HE

VRK1

SMN1

STXBP1

ARX

178

Paznuynas TsoKeCTh TeUCHUS KIIMHUYECKUX BAPHAHTOB CIIMHAIBHOM MBIIICYHOH aTpodun,
o0ycioBJieHHOW MyTalusiMu B reHe SMN1 o0ycioBsieHa

pPa3IMIHBIM KOJTUYECTBOM Kormuid reHa SMN2

pa3IMyYHBIM KOMH4YecTBOM Konuid reHa NAIP

pasnuyHbIM KonudyecTBoM Konuid reHa SERF1A

BJIMAHUCM CPCIOBBIX (baKTOpOB
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179

[Ipu cimHaneHON MbIIeYHON aTpoduu, 00yciaoBiIeHHON MyTauusamu B rene SMN1, paznuyaror
KIIMHAYECKUX BapHaHTa(OB)

AN O

180

[IpokcumanbHast ciMHAIBHAS MBITIIedHas aTpodus o0ycioBiieHa neienreil 7 1 8 3K30HOB TeHa
smnl y  mpoueHTOB OOJBHBIX

95

45

7

20

181

Camplif pacTIpOCTpaHCHHBIN BapHAHT BPOXKICHHON TUCTAILHON CITMHAIBLHON MBITIICIHOMH
aTpoduu ¢ mapaandom auadparmsl 00yCIOBIEH MyTallUsSIMH B TeHE

IGHMBP?2

PMP22

CAPN3

SCNIA

182

Camplii pacpOCTpaHCHHBIN TeHeTUYECKUN BapUAHT NUCTAIbHON CIIMHATBLHON MBITIICYHON
aTpouH ¢ MPEUMYIIESCTBSHHBIM MOPAYKHUEM HOT' 00YCJIOBJICH MYTAIMsIMH B TCHE

DYNCI1H1

SCNIA

MPZ

FKRP

183

JI1s GONBHBIX ¢ TPOKCUMAIILHOW CITHHAIBHOM MBIIIEYHOH aTpodreli XapakTepHO HAINYHe

(hacuuKyISIUHA Pa3IMYHBIX MBIIIEYHBIX TPYIIT

MOBBIIIIEHHE YPOBHS KpeaTnH(POCc(HOKHMHA3KI

CYXO)KHJIbHasl THTIEppedIIeKCHst

HCGBILOFHHeprO(I)I/ISI HUKPOHOXXHBIX MBIIII]

184

Hawubounee gacteiMu MyTtarmsmu B reie DMD, 0TBETCTBEHHOM 32 BO3HUKHOBEHHE MBIIICYHOM
muctpodun dromenna/bekepa sBistoTCS:

JCJICIUHN OJHOTI'O NI HECKOJIBKHX OK30HOB I'CHA

AYIUIMKAOWU OAHOI'O MJIM HCCKOJIBKHUX DK30HOB I'CHA

MyTallH cailTa crlalicuHra

HOHCCHC MyTallun

185

Haubomblree KOIMYECTBO MOSICHO-KOHEYHOCTHBIX MBIIICYHBIX ,I[I/ICTPO(I)I/Iﬁ HACJICAYHOTCA

AayTOCOMHO-PCIIECCCUBHO

ayTOCOMHO-JOMHWHAHTHO

X-ClLEIJIEHHO-TOMUHAHTHO

CLIETNIEHO C Y -XpOMOCOMOM

186

Hawub6omee paCHpOCTpaHeHHBIﬁ BAapHUAHT MOACHO-KOHCYHOCTHBIX MBIIICYHBIX ,Z[I/ICTpO(l)I/Iﬁ C
AyTOCOMHO-PEIECCUBHBIM TUIIOM HACJICTOBaHUA 06yCHOBHeH MyTallMsIMH B T'CHEC

CAPN3

FKRP

MPZ

MYH7

187

benkosriii mponykT rera CAPN3 sBisieTcst
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(l)epMCHTOM O6CCHe‘lI/IBaIOH_II/IM MponeccCC MBIMNCYHOI'O0 COKpAIICHUA

CTPYKTYPHBIM OEITKOM MBIIIEYHOTO BOJIOKHA

CTPYKTYPHBIM OEITKOM HEPBHO-MBIIIIEYHOTO CHHATICA

TPaHCKPHUILIUOHHBIM (pakTopoM

188 | Hanuune ncepnorunepTpoduii HKPOHOKHBIX MBI Y OOTBHBIX MBIIICYHOH JUCTpOQHen
Jromenna/bekepa 00ycioBiIeHO

3aMEIEHIEM MBIIICYHON TKAaH!U COSIMHUTEIbHON TKAaHbIO

XKHUPOBOH MHOUIbTPAIIMEH MBIIII]

YBCJIMYCHUCM 00BEMa TNCPpUMU3UL

YBEIIMYCHUEM MBIIIEYHON MaCChI

189 | CneunduueckuMu CUMIITOMaMH HACIIEICTBEHHOW MOTOPHO-CEHCOPHOW HEMPONATUH SIBIISTIOTCS

FI/IHOTpO(bI/I}I JAUCTAJIBHBIX I'PYIIT MBIIII KOHG'JHOCTGI)'I, TUNOCTE3UHN B 30HC NOPAKCHHBIX MBI

FI/IHOTpO(bI/I}I IMPOKCHUMAJIbHBIX MBIIII] KOHe'-IHOCTeI\/'I, TUITIOCTC3MH B 30HC MOPAXKCHHBIX MBIIII]

TUIOTPOG S MBITIIII JIHIA

YCHJICHHE CYXOKHJIBHBIX Pe(pIIeKCOB C pyK M HOT

190 | HaubGonee BeposSTHBIM TUATHO30M IIPU HATTMUUH Y OOJIBHOTO HAPYIICHHS TIOXOAKH, TPYAHOCTH
HPH HOAbEME 110 JIECTHHIIE, THIIOPE(ICKCUH C HOT U PYK, OBBIILICHHUS YPOBHS
KpeaTHH(OC(HOKNHA3EI, SBISIETCS

IIOSICHO-KOHCYHOCTHAs MBIIICYHAs ILI/ICTpO(bI/ISI

MPOKCHMMAJIbHAA ClIMHAJIbHAsA MbIIICYHAA anO(bI/ISI

HACJICACTBEHHAs! MOTOPHO-CEHCOPHAsl HEHponaTHsl

MHOTOHHYECKAsS] TUCTPOust

191 | Ha ocHOBaHMM aHaNM3a POAOCIOBHON MOKHO BBISIBUTH OOJHTaTHBIX HOCUTEILHUIl MyTalllH B
rese DMD eciiu y JK€HIIUHBI €CTh

00JIHHOH CBIH B OOJTHHOMN OpaT

JBa OOJIBHBIX OpaTa

OoNBHOM Opat

eCcTb OOJILHOM A5

192 | Muoronnueckas auctpodus 1 Tima o0ycioBiIeHa MyTaIMsIMH B TeHE

DMPK

CNBP

CLCN1

FKRP

193 | K BO3HUKHOBEHHIO X-CIICTUIEHHOTO JOMUHAHTHOT'O BapHaHTa HACIIEICTBEHHON MOTOPHO-
CEHCOPHOM HelponaTuu NPUBOJUT MYyTallUsl B FEHE

GJB1

PMP22

MPZ

CAPN3

194 | Haubosnpliee KOJTMYECTBO CITy4aeB HACIEACTBEHHONH MOTOPHO-CEHCOPHON HEHponaTuu
HaCJIEYIOTCS

ayTOCOMHO-IOMHWHAHTHO

ayTOCOMHO-PEIIECCHBHO

X-CI_ICHJ'ICHHO -TOMHWHAaHTHO

X-CL[CHJ'ICHHO'pCLICCCI/IBHO

195 | TIpu MuoToHM4YecKo aucTpoduu 1 THIIA BBISBISIOT

TUIIOTOHHIO MBIIIIT JIMIIA U JUCTAJIBHBIX OTACIIOB KOHECUHOCTEH
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THIIOTOHHWIO MBI ITPOKCUMAJIBHBIX OTACJIOB KOHEUHOCTEH

IMMUTMCHTHYIO JCTCHEPpAIU CETYATKU

TICUXUYECKHE PacCTpOCTBa

196 | Campliif pacnipocTpaHEeHHBIH BapUaHT aKCOHAIBHBIX MOTOPHO-CEHCOPHBIX HeWponaTuii ¢
ayTOCOMHO-AOMHMHAHTHBIM THIIOM HacJIeIOBaHUs O0YCIIOBJICH MyTallMsIMU B TCHE
MFEN2
CAPN3
FKRP
MPZ
197 | Myranuu B rene GDAP1 nipuBoJIST K BOSHHKHOBEHHUIO HACTICICTBEHHOW MOTOPHO-CEHCOPHOU
HEWpOIaThy, HacJIeAyoIIencs
ayTOCOMHO-PELECCUBHO
ayTOCOMHO-AOMHHAHTHO
X-CHEMIEHHO-PELIECCUBHO
X-CUEIIEHHO-AOMUHAHTHO
198 | CekBeHupoBaHue 7k30Ma He 3(D(OEKTUBHO UCIIOJIL30BaTh JUIsl TUATHOCTHKH
MHOTOHUYECKOH TUCTPOUs
MHOTOHMH ToMceHa
CIMHAIBHOW MBIIICYHOH aTpoHHU C MPEUMYIIECTBEHHBIM NOPAXKEHUEM HOT
cractuyeckoil nmapamieruu Hltprommoens
199 | OgarM M3 XapaKTEPHBIX CUMIITOMOB MTPOTPECCUPYIONICH MBIIIIEYHON AucTpodun Imepu-
Hpetidyca sBnsitorcst
HapyIIeHHs] pUTMa CepALa
(hacCIUKYJISAIUN MBIIII
renaTonaTuu
MICUXUYECKUE PACCTPONCTBA
200 | leMuenMHAZMPYIOIINE BAPHAHTHI HACIECTBEHHBIX MOTOPHO-CEHCOPHBIN HeHponaTuit
XapaKTEepPU3YIOTCsI
CHMKCHHEM CKOPOCTHU NMPOBEACHHUS MMITYJIbca IO NeprdepruuecKiM HepBaM
YBEJIMYEHHEM CKOPOCTH MTPOBEIECHHS MMITYJIbCA 10 NepuepuIecKuM HepBaM
HOpPMaJIbHBIMH 3HAYEHUSIMU TIOKa3aTellell CKOpOCTH MPOBEACHUS UMITYJIbCa 10 epudepruyeckumM
HepBaM
CHMKCHHEM CKOPOCTHU NMPOBEACHUS MMITYJIbCa TOJIBKO 110 OHOMY U3 Nepu(epruuecKuX HEPBOB
201 | OTnMuuTENBHBIM NPU3HAKOM HEWPONATHH CO CKIIOHHOCTD K MapajiiiyaM OT CIAaBIICHUS SBIISETCS
ENRIE
PEUMIMBHUPYIOLIMX N1APE30B Nepu(eprIecKux HEPBOB
MOBBIILIEHHS CYXOXKHJIIbHBIX pe(IeKcoB
CIHUHO-1IepeOeUIIpHAas aTaKCUU
nedhopmaryu KucTei
202 | Hanbonee pacnpocTpaHEHHBIN TeHETUYECKUH BApHUAHT JEMHUEIMHU3UPYIOIIUX HACIEICTBEHHBIX
MOTOPHO-CEHCOPHBIX HeHponaTuii 00yCIIOBICH MYyTaIlUsSIMH B T€HE
PMP22
MPZ
GJB1
EGR
203 | J11s1 HaclIeICTBEHHBIX CEHCOPHBIX HEHPONATHI XapaKTEPHBIM SIBJISIETCS] HATMIHE

TpO(i)I/IT-IeCKI/IX SI3B B 00/1aCTH KOHEUYHOCTEH M CHUKEHHUE BCEX BUI0OB YYBCTBUTCIIbHOCTH
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TOBBINICHUSA CYXOXKXMWJIbHBIX pe(i)J'ICKCOB

CCHCHUTHBHO-MO3XCYHOBAs aTaKCHUHU

CHMOKCHUA MHTCIIJICKTA

204 | MuoToHHUs TOMCeHa 00YCIIOBIICHA MYTAIlMSIMH B TEHE, OCITKOBBIN MPOJAYKT KOTOPOTO (hOPMHUPYET
KaHaJI MBIIIIEYHOTO BOJIOKHA
XJIOPHBIN
HaTPUEBBIN
KaJMEBbIN
KaJIbLUEBBIN
205 | TlpuunHOW BOBHUKHOBEHUS HACJICACTBEHHBIX MUACTCHUH SBISICTCS HAPYIICHUE
HEPBHO-MBIIICYHOW TIepeIaun
CTPOCHHSI MUCITMHOBOM 000JI0UKH Mepu()EepUISCKUX HEPBOB
(hYHKITMOHUPOBAHUSI MOTOHEHPOHOB CIIMHHOTO MO3Ta
(hYHKITMOHUPOBAHUS IUPAMUTHOTO ITyTH CTUHHOTO MO3Ta
206 | [lyist muarHoCTUKM HACJICACTBEHHBIX MHUACTEHUH HanOosee 3(h(EKTUBEH METOJ
CEKBECHHPOBAHMsI 9K30Ma HOBOT'O MOKOJICHHSI
ABTOMAaTHYECKOTO CEKBEHUPOBAHUS OTAEIBHBIX TeHOB 1o CeHrepy
XPOMOCOMHOT'O MUKPOMATPUYHOTO aHATN3a
WCCIIETIOBAHNS KapHUOTHUIIA
207 | [l KIMHUYECKOM TUarHOCTUKK HACIICCTBCHHBIX MUOTOHMI Hanboiee 3pPEeKTUBHO
WCTIONTE30BATh PE3YIIbTAThI
AIEKTPOMHOTPAPUIECKOTO HCCIETOBAHUS
OIIpe/ieNIeHNs] YPOBHSI aKTHBHOCTH KpeaTHH(POCHOKHUHAZEI
MarHMTHO-PE30HAHCHOW TOMOTPa(UH MBIIIIIT
AIIEKTPOHHON MUKPOCKOITNU OWOTITAaTa MBITIIII
208 | OgHUM U3 TPU3HAKOB MOHOTEHHBIX BAPHAHTOB PaHHUX AMIJIEHTHUECKUX SHIEaIonaTuii
SIBJISICTCS
PE3UCTEHTHOCTH K MPOTHBOSIMIICITUYCCKUM TMIperapaTam
HaJIMYUE JUTUTEIHHBIX IEPHOJIOB PEMUCCUH
OTCYTCTBHE IMMAKTHBHOCTH Ha 3JIEKTpOdHIIe(aorpaMme
MUPaMUTHAS CUMIITOMATHKA
209 | I'emeTnyeckuii BApHAHT PaHHUX SIHIICTITHYECKHUX 3HIehanonaTwii, KinmHanueckue mposBieHus
KOTOPOTO CXOJHBI C TAKOBBIMH TTpH CHHIpoMe PerTa 00yClIOBIeH MyTallusIMU B TeHE
CDKL5
SCN2A
STXBP1
KCNQ2
210 | Cemeiinbie heOpUIbHBIC CYA0POTH XapaKTePH3YIOTCs
OTCYTCTBUEM 33JICPXKKH TICHX0-MOTOPHOTO Pa3BUTHS
MaHudecTanuel 3a001eBaHns B TIOJJPOCTKOBOM BO3PaCTe
TTOSIBJICHUEM TIEPBBIX CUMIITOMOB TIOCJIE TPAaBMBI TOJIOBHOTO MO3Ta
PE3UCTEHTHOCTHIO K IPOTUBOANHUIICIITHYECKUM MpenapaTam
211 | Cnenuduveckuii TUI HACIIEOBAHMUS, CLICTUICHHBIH ¢ X XpOMOCOMO# M OrpaHHYCHHBIN JKEHCKUM
TIOJIOM, HAOIOJaeTCS IPH _ TUTIE paHHEH SIS THYECKOH SHIehaionaTuu
9
12
47
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11

212

Haubonee pacripocTpaneHHbIE BapHAHTHI PAHHUX SIS THYECKHUX HIIEe(haTonaTuii 00yIO0BIECHBI
MYTalUsIMHU B T€HAX OCIIKOBBIC MPOYKTHI KOTOPBIX

(OpPMHPYIOT CTPYKTYPY HATPHUEBBIX KAHAIOB HEHPOHOB

YYacTBYIOT B CHHAIITUYECKON Iepeaue

dhopmupytot cTpykTypy I'’AMK 3aBHCHMBIX KaHAJIOB HEHPOHOB

SIBJLTIOTCS (hepMEeHTaMHU

213

Myrtanuu B rene SCN1A npuBOAST K pa3BUTHIO CHHIpoMa [lpase u

(hebpmpHBIX cymopor Tin 3A

MHUOKJIOHYC srrutenicun Jlagopsr

HO6p0Ka‘-ICCTB6HHI>IM HCOHATAJIbHBIM Cya10pOramM

HOYHOM JIOOHOM SIUJIENICUU

214

OTIHYUTEILHBIM CHMITOMOM BHCOYHOM SIHUJICIICUH SBIISCTCS HATHIHE

crenu(rIecKoil 3ByKOBOI aypbl

(eOpHIBHBIX CyOpOT

CJIaaMOBBIX CyJIOpOT

MHOKJIOHUN

215

Hedopmanus kuctel 1 CTON, CyXOXHIbHAS THIIOPEe(IIEKCHS, PACCTPOUCTBO YyBCTBUTEIBHOCTH,
KOOPJMHATOPHBIE HAPYIIEHUS XapaKTepHB! A5

MOTOPHO-CEHCOPHBIX HEMponaTuil

CIMHAJIBHBIX MBIIIEYHBIX aTpoduit

MIPOTPECCUPYIOIIUX MBIIECYHBIX TUCTpOduil

6ose3nn Kepuc-Ceiipa

216

Jns KnMHUYeCKUX NposBiIeHud aTakcun Opuapeiixa He XapaKTEpPHO HAIMYUeE

CYXOXXHWJIBHOM runeppediaexcun

nedhopMaIiu CToI

CKOJIMO3a

KOOPJHMHATOPHBIX HAPYIICHUN

217

OOHapy>KeHHe apaoKca IiepMaHa Py aHaJTU3e POJIOCIIOBHOM XapakTepHO JIsl 3a00IeBaHui
00y CJIOBJICHHBIM

SKCIIAHCHEN TPUHYKJIECOTUAHBIX [IOBTOPOB

MyTallMgMH1 CO CABUI'OM pAMKH CHUTBIBAHUSL

HOHCCHC-MYTAallUsIMU

MyTalUsIMU caiiTa CIlaiCHHra

218

HuddepeHnmanbayto TMarHOCTUKY MHOTOHHYECKOH TUCTPO(UH 2 THIA HEOOXOMMO TPOBOIUTH
C

MMpOrpeCCUpyronMu MbIIIICYHBIMU ,Z[HCTpO(i)I/IHMI/I

TOPCHUOHHBIMU JUCTOHHUAMHA

MHACTCHUAMN

CIITMHAJIbHBIMH MBIIICYHBIMH ,Z[I/ICTpO(l)I/ISIMI/I

219

K rpynne kaHanonaTHii OTHOCHTCS

MuoTOHHUS TomceHa

MHUOTOHUYECKAsS TUCTPODUsI

MblleyHast guctpodus ronieHHa

MOTOPHO-CEHCOpHas Helponartus 1A Tumna

220

K rpynne kanajionaTuii He OTHOCHUTCSI
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Xopeda I'enTuHrTOHA

paHHsIs MWIenTHYecKast SHiedanonarus 6 Tnna

MePUOJIUYECKUI TTapajiny

muoToHus TomceHa

221

JIJis TMarHOCTUKY CIAaCTUYECKON Maparuieruyl TPIOMITENS Ha KJIMHHYECKOM YPOBHE Haubosee
3(h(PEeKTHBHO UCTIOIB30BAThH

AIIEKTPOMHOTPADHIO

MPT mbmn

MPT cnuaHOTrO MO3ra

pCHTFCHOBCKI/Iﬁ CHHMMOK ITO3BOHOYHHKA

222

3KCTpaMI/IpaMI/IHHI)IC TUINCPKUHE3bI, JEMCHIN S, ICUXWUCCKUC HAPYIICHUA XapaKTCPHbI J1JI1

Xopeu I'eaTunrTOHA

TOpCHOHHOfI JUCTOHUH

CIMHO-TIepeOeIUIIPHON aTaKCHH

MOTOPHO-CEHCOPHOU HEHPONATUH

223

BpoxneHHslil BapuaHT cuHpoma PerTa 00ycioBieH MyTallusiMH B T€HE

FOXG1

MECP2

GABBR2

STXBP1

224

XapakTepHOi 0COOCHHOCTHIO MMAPaMHOTOHUH DIIIeHOypra sSBIsIeTCs

YCUIIEHUE MUOTOHNYCCKUX (I)eHOMeHOB Ha X0J10a¢

MbIIICYHasA TUIIOTOHMS

HAapymIeHUC YyBCTBUTCIILHOCTHU

HaJIM4ye KOOPAUHATOPHBIX HAPYIIECHUN

225

[TapamuoTonust DiinenOypra o0ycaoBiIeHa MyTallusiIMHU B T€HE

SCN4A

CLCN1

CAPN3

COL6Al

226

OMIMpUYECKUi pUCK BOZHUKHOBEHHS 3a00JIEBaHUS Y ITOTOMKOB OOJIBHOTO C SIMUIIETICHEl
MYyJIbTH(HAKTOPHON MPHUPOJIBI COCTABIISIET (B mpouieHTax)

4

10

15

25

227

OMIHUpPUYECKUI PUCK BOSHUKHOBEHHUS 3a00JIeBaHNS Y IOTOMKOB €CJIM 00a POAMTEIIS CTPalaloT
SMMIIETICHEN MyJIbTH(AKTOPHOM MTPUPOJIBI COCTABIISIET IIPOLICHTOB

20

40

70

50

228

JloGpokadecTBeHHBIE CEMEHbBIE HEOHATAIBHBIE CYZOPOTH HACIEAYIOTCS

ayTOCOMHO-JOMHWHAHTHO

AayTOCOMHO-PCIICCCUBHO

X-CI_ICHJ'ICHHO JOMHHAHTHO

X-CIIETUIEHHO PEIIECCUBHO
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229

HenepenocumocTs pr3mueckrnx Harpy30K, MIEPHOAMYECKH BOSHUKAIOIIE O0Ie3HEHHbIE
MBIIIEYHBIE CITa3MBbl, TOBBIIICHHE YPOBHsI KpeaTHH(OCHOKNHAZEI, PA0OMHUOIIN3 XapaKTePHBI JJIs

MBIIICYHOI'0 TJIMKOT'¢HO3a 5 Tuia Mak ApI[JBI

MPOTPECCUPYIONICH MBIIIeUHOM JucTpodun Imepu-Lpetidyca

CITUHAJILHOM MBITIIEYHOM aTpodun

MHOTOHHYCCKOH TUCTPOhUH

230 | Mpiueunsiii raukoreHo3 Mak-Apuist 00ycJI0BI€H MyTalldsiMH B T€HE
PYGM
PYGL
SLC37A4
GYS1
231 | OxynoMOTOpHAs anpaKcHsi, HUICTarM, aTakcHsl, 331ep>KKa IICUX0-PEUEBOT0 PAa3BUTHS, «CUMIITOM
KOpeHHOTO0 3y0a» Ha MPT ronoBHOro Mo3ra xapakTepHBI s
6oxe3nn XKybepa
TOPCUOHHOW JTUCTOHUU
cnuHO-TlepebemsipHoii atakcuu Mauano-/Ixozeda
6oxe3nn | unmens-Jluanay
232 | FOHomecknit BapraHT 00JIE3HH TIOMIIE XapaKTepU3yeTcsi CHMIITOMaMHU
MOSICHO-KOHEYHOCTHOW MBIIICYHOH JUCTPOPHH
CIHMHAJIBHOW MBIIICYHOH aTpodun
MOTOPHO-CEHCOPHOU HEHPOMaTUH
CIACTUYECKOM Maparuieruu
233 | CuMNTOMBI CIUHO-LIEPEOEIUIIPHOM aTAKCUU B COUETAHUH C TIOBBILICHUEM YPOBHS
TPUIVIMLEPUIOB, KCAHTOMAMH CYXOKWJIMH M KCaHEJIa3MaMHU BEK XapaKTepHBbI IS
HacJleACTBEHHOTro Aeduura BuTamMmuda E
cnuHO-TiepebesipHo arakcuu Opuapeiixa
MOTOPHO-CEHCOpHOU Helponatuu 1B Ttumna
cnuHO-TlepebeusipHoii atakcuu Mauano-/Ixozeda
234 | PaccTpoiicTBO KOOpIHALMN, MUOKIIOHUH, CEHCOpHAasi HEMpomaTHs, mape3 B30pa BBEPX
XapaxkTepHbI IS
MHUOKJIOHYC-DIIHJICTICHH
paHHEeH SNMIENTHYECKON SHIe(aToNaTHH
atakcuu Opuapeiixa
0os1e3un Mavano-/Ixo3eda
235 | XapakTepHbIM TPU3HAKOMH HEHpOIereHepallyii ¢ HAKOIJICHUEM KeJie3a B MO3Te SBJISCTCS
CHIDKEHHE MHTCHCHBHOCTH CUTHAJIA B MATMAAPHBIX sAApax Ha ()OHE TMIEPUHTEHCUBHOCTH B
LEHTPaJbHBIX OTAETIax
THITOTIIA3HsI MO30JIMCTOTO TeNa
MEPUBEHTPUKYIISIPHAS JISHKOMAJISIIIUS
aTpoust MO3KeuKa
236 | OCHOBHBIM THIIOM HaclieioBaHus cuHpomMa JKybepa siBisercst
ayTOCOMHO-PEIECCUBHBIN
ayTOCOMHO-JIOMHUHAHTHBIN
MHUTOXOHJIPUATIbHBIN
X-clLIeTICHHBIN pelecCUBHBII
237 | IIporpeccupyioiiias ¢1a00CTh MPOKCUMAIBHBIX MBI, (HACIIUKYJIAIMH, MaHubecTanus B 3-4
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JACCATUIICTHUH )KHU3HHU, HCﬁpOFeHHBIﬁ THUII HA 3JICKTPOMUOTPAMMC XapPAKTCPHBI JJI1

CITUHAIHLHOM MBIIEYHOH aTpodun DUHKEIA

CHMHAIFHOW MBIIIedHoH atpodun Kyrensoepra-Bemangep

MOSICHO-KOHEUYHOCTHOM MBIIIICUHOM I[I/ICTpO(pI/II/I

MOTOPHO-CEHCOPHOW HEWpOnaTuu

238 | CrimHanpHast MbIIeyHas aTpodus C BPOXKACHHBIMU ITEPEIOMaMH 00YCIIOBJIEHA MyTAIIMSIMU B T€HE
TRIP4
SMN1
IGHMBP?2
TRPV4
239 | Mermeynasi tuctpodusl TaH y3U-NIeKEepHHA 00YCIIOBIICHA
yYMEHbIIIEHHEM KoinuecTBa moBTopoB D474 Ha xpomocome 4935
yBeJIMYeHHEM KosnyecTBa MoBTopoB D474 Ha xpomocome 4935
myTaiusmu B rene FKRP
MyTtanusMu B reHe LMNA
240 | BpoxxaenHasi MuonaTtusi Y uppuxa 00ycJIOBJIeHa MyTallUsIMH B TeHaX
COL6A1,COL6A2,COL6GA3
KLHL40, ACTAL, KLHL41
TPM3,TPM2, TPM1
TNNT1,NEB, TTN
241 | XapakTepHBIMH MTPOSBICHUSIMI MUOIIATUHN Y IbpUXa SBISIOTCS
KOHTPAKTYPbl B KPYIIHBIX CYCTaBax U nepepasrudanue B Mex(aaaHroBbIx cycraBax
KOHTPAKTYPbl B MeK(aJIaHTOBBIX CyCTaBax M nepepasruOaHue B KPYNHBIX CycTaBax
paccTpoNCTBa YyBCTBUTEIbHOCTH
YMCTBEHHAsI OTCTAJIOCTh
242 | MyxumnHe, 00paTHBIIEMYCSl B MEIUKO-TEHETHUECKYIO KOHCYIIBTAINIO C KaIo0aMu Ha
MEepUANYECKA BO3HUKAIOIIHE TTAPOKCU3MBI TEeHEPAITM30BAHHOW MBIIIEYHOH C1a00CTH, JUTSIIEHCs
OT HECKOJILKUX MUHYT JI0 HECKOJIBKHX YacOB, JMarHOCTUYECKUH MOKCK eJIeCO00pa3HO HAa4aTh C
aHaJM3a MyTalMi B TeHe
SCN4A
SCNI1A
SCN2A
CDKL5
243 | deHOMEH aHTHIIMTIAIINY BEIPaXKaeTcs B
YCUJICHUH TSHKECTH Te€UEHUsI O0JIe3HU TI0 MEepPE POCTa YMCIIa KON MOBTOPOB
W3MEHEHUH MOpOTa MPeIpacIioI0KEHHOCTH K SKCIIAHCUH
TeHOTUITMYECKONH HECTaOMIIBHOCTH
(heHOTUITMYECKON HECTAOMILHOCTH
244 | bone3Hu SKCAHCUH KOJWPYIOIIUX TOBTOPOB NOJIpa3JIeIsIIOTCS Ha
00JIE3HH MOJIMTITYTAMUHOBBIX TPAKTOB U MTOJMAJIAHWHOBBIb TPAKTOB
MHUKPOJAEICIMOHHBIE M MUKPOIYTIJIMKAIMOHHBIE CHHAPOMBI
00JIE3HU TEJIOMEPHBIX U IEGHTOMEPHBIX TOBTOPOB
MEHJISIUPYIONINE H HEMEHISTUPYIONIHe
245 | DkcnaHcus MOJIMTIYTAMUHOBOTO TPAKTa XapaKTepHa Jyis

oone3nu Kennenu

cunapoma bekBura-Bunemana

cuHapoma Anepra
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cunapoma Kypappuno

246

Hucxopmsimue mapannan, atpodust MBI 1 (GacIUKYISAIVH, TopakeHne OyIIb0apHOM TPyTIITEI
YEPEITHBIX HEPBOB SIBIISIOTCS OCHOBHBIMU (DEHOTUITUYECKUMU MPU3HAKAMU

CUHApPOMA KCHHCHI/I

xopeu | eHTUHTTOHa

cunjipoma Maptuna-bemn

CHHApPOMA BPOXKICHHOM IEHTPAIBHON THIIOBEHTHIISATINN

247

CrnmHonepebenisipHast atakcus, Tin 1 mposBisiercs: mpu KosmdecTBe Konuid noBTopa CAG

39-82

20-35

10-20

6osee 1000

248

OCHOBHBIMU KPUTCPUAMHU KIIMHUYCCKOI'O JMarHos3a «CHI/IHOI_Iepe66J'IJ'I$IpHa$I ATAKCHA ABJIIAIOTCA

9KCTpanMpaMUIHbIE CUMIITOMBI (TPEMOP, MUOKJIIOHUH, TOPCHOHHO-IUCTOHNYECKNE TUIIEPKUHESHI,
aTaKCusl, TU3apTpus)

HapYIICHUs ABIXaHUs, CEPALICOMCHHS U KPOBOOOPAIICHHS

apTPOTPHIIO3 BEPXHUX M HIXKHUX KOHEYHOCTEH

Ha4vaJio B paHHEM JETCKOM BO3pacTe

249

[MupamuHas cMMOTOMAaTHKA Pa3IMYHON CTETIEHHN BHIPaXKEHHOCTH, epudepuiecKre
aMHOTpo(dru, IKCTpanupaMUAHbIC PACCTPONUCTBA (MBIILICUHAS! TUCTOHHS, CHHAPOM
[TapkuHCOHM3MA), MO3KEUKOBAsl aTAKCHUS SIBJISIIOTCSI OCHOBHBIMH KJIMHUYECKUMH KPUTEPHIMU

0ose3au Mavano-/Ixo3eda

cunapoma Maprtuna besn,

CHUHJIpOMa Y HJIMHBI

cunapoma 'apanepa

250

Xopes TeHTUHTTOHA MPOSBIsieTCs MpH KonudecTBe Konuil moBropa CAG

36 -121

1000 - 2000

10-25

1-2

251

OxynodapuHreanbHas MplleuHast JucTpodusi 00yciIoBiIeHa IKCIaHcueH MOBTOpa

GCG

CAG

TAC

CGT

252

CHHI[pOM BpO)K,Z[eHHOf/'I I.IeHTpaJ'IBHOfI TUINOBCHTWISALIUU IMTPOABIIICTCSA B BUJC

aJ'H:BCOJ'IHpHOﬁ THUIIOBCHTHJIALIMA 1 BpO)KZ[eHHOﬁ TUIIOBCHTHUIIAIIMHN

00CcTpyKITMU OPOHXOB

MOpaXKEeHHsI KOPbI OOJBIIHNX MOTYITaApHid

HapyHmCeHUsS TPOXOANUMOCTH AbIXAaTCIIbHBIX HYTeﬁ

253

K CUHAPOMY BpO)K,Z[eHHOﬁ LIGHTpaJIBHOﬁ TUIOBCHTUIIALUYU MTPUBOAUT JUHAMUYCCKAA MyTallls B
TCHEC

PHOX2B

STXB2

DMD

HERC?2
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254

VBenuuenue HCKOAMPYIOIHUX MUKPOCATCIIJIMTHBIX IMOBTOPOB SABJIACTCA HpPI‘-IHHOfI

atakcuu Opuapeiixa

CITUHOTICPEOSIUIAPHON aTaKCHH THIT 2

MHOTOHHYECKOM XoHapoauciuiazuu [1IBapua-/Ixammnens

CUHApPOMA BpO)KHéHHOﬁ THUITOBCHTHJIAIINH

255

VBenuaenue HCKOAMPYIOIHNX MUKPOCATCIUIMTHBIX ITOBTOPOB ABJIACTCS HpH‘IHHOﬁ

MHOTOHHYCCKOU aucTpoduu 1 u 2 Trma

CIuHOIepeOeIIspHOM atakcuu 1,2 U 3 TUTIOB

MHMOTOHHYECKOM XoHapoauciuiazuu [1IBapua-/Ixammnens

xopeu | eHTUHTTOHA

256

Bonesns 9kcriaHcuy, IpH KOTOPOH OTCYTCTBYET (DEHOMEH aHTHIIMIIAIINH, Ha3bIBACTCS

atakcus Opuaperixa

Xopea I'etunrrona

cnuHouepeOeusipHas atakcus 1 Tan

MHOTOHHUYECKAs] TUCTPOust

257

Atakcus @puapeiixa nposBiIsieTcs Ipy KonuyecTse Konuil mopropa GAA

70—-1000

31-50

5-30

1-5

258

Huzaptpusi, atakcus, runopeduiekcus. CaxapHblil [uadeT, KapJUOMHONATHUS SBISIOTCS
OCHOBHBIMHU KJIMHUYECKHUMH IPOSIBICHUIMHU

atakcuu Opuapelixa

0ose3nn Mavano-/Ixo3eda

cHHO-TIepebesipHol aTpodun

cuHapoma Mapruna-benn

259

MonekynspHbIM MEXaHU3MOM TaToreHe3a cuHapoMa Mapruna-besn siBnsercs

anomasibHOE MeTwnpoBanue CpG-ocTpoBKka mpoMoTopHO# obnactu reHa FMR1 u axkcnancust
6onee 200 noBropoB CGG rena FMR1

XPOMOCOMHAsl MUKPOIIEPECTPOHKa

YBCJIMYCHUEC YK CJId ITOJIOBBIX XPOMOCOM

ToueyHast myTauus B rene FMR1

260

KomnuectBo noBropoB GCA n GCT B rene ZIC2 npu cemeitHoi anodapHoii rosonpo3sHuedanin
(Tum 5) cocraBiser

15-25

90-180

2-5

Bonee 200

261

[Iporpeccupyroriass MUOKJIOHYC-3nmiencus YHdpeppuxrta-JIyHa0o0opra OTHOCUTCS K O0JIC3HIM

OKCITaHCHHU, CBA3aHHBIM C YBCJIMYCHUCM HCKOJUPYIOIUX MUKPOCATCINIMTHBIX ITOBTOPOB

OKCITaHCHH, CBA3AHHBIM C YBCJINMYCHUCM KOANPYIOIINX MUKPOCATCIIJIMTHBIX TOBTOPOB

OKCITaHCHHU MOJHUAITAHWMHOBOI'O TPAKTA

VMIIPUHTUHTA

262

33,[[61))1(1(3 MOTOPHOI'O pa3BUTHUS, TUIIOILIA3Wd MBI, THIIOTOHNA, HOPMAJIbHBIC ITOKA3aTCIIN
eraTI/IH(l)OC(l)OKI/IHaBLI, CKJICTHBIC JUCIIJIA3UHN XAPAKTCPHBI IJIA

BPOXICHHBIX MHOITaTHI

Muojctpodun bekkepa

65




Herponatuu [lapko-Mapu

cunapoma Mapdana

263

OTIHYUTEILHBIM IMPU3HAKOM HEMaJIMHOBOM MUOMATHU SIBJISICTCS

HAJINYUC HUTCBUIHBIX CTPYKTYP IO CapKOJ'IeMMOfI Ipu MOp(I)OJ'IOI‘I/I‘lCCKOM HUCCIICA0OBaHNHA

OTCYTCTBUC AUCTPO(UHA MPU UMMYHOTUCTOXMMHUYECKOM HUCCIICJIOBAHUHN C aHTUTEIIAMH K
TUCTPOPHUHY

apTPOTPHIIO3, IEPEITOMBI, BOSHUKAIOIINE BHYTPUYTPOOHO

264

Hporpeccnpylomee HapyHmIC€HUC MMOXOAKH I10 TUITY «JIBI’)KHHKA», BBICOKUC pe(pnexcm,
IaTOJOTHYCCKUC ITOJOIMBCHHBIC 3HAKN U z[e(bopMaum{ croI Hanboee XapaKTEPHbI JJI1

criactudeckoi naparieruu HItpromnens

MUOJHCTpodHH OEKKepa

MOTOCEHCOPHOU MOJIMHEUPONIATHH

CIIUHAIBLHOW aMHOTPOhHH

265

X-clLemieHHas YMCTBEHHAas! OTCTAJIOCTh B COUETaHMU ¢ MH(aHTHIBHBIMH CIIa3MaMHu 00yCIIOBITHA
MyTalUel B TEHE

ARX

SCNIA

TSC2

NF1

266

BpO)X(,I[CHHBIf/'I I/IMMYHO,Z[e(bI/ILII/IT, aTakCus, «COCYAMCTBIC 3BE3JIOYKN) Ha CJIM3UCTBIX U KOXKE,
TMOJABEPKECHHOCTH K OHKOJIOTHYCCKUM U 6pOHXOJI€FO‘IHLIM 3a00JIeBaHUSIM XapaKTCpHBI JJIA

aTakcuu-Teneanruoskrazuu Jlyun-bap

atakcuu Ppuapelixa

aTakcumu-apeduiekcun Pyccu-Jlen

CIMHO-TIepeOeIUIAPHON aTaKCHH

267

[IpronHbIe 60NE3HN Pa3BUBAIOTCS B PE3YNbTATE

MyTalii B reHax, KOAUPYIOUIUX SKCIPECCUIO IPUOHHBIX OETIKOB U TIPH Iepeaaye
MATOJIOTHYECKOH (hopMbl OeJIKa, HAXOASIIErocs: B UyKepoJHOM OHOJIOrMYECKOM MaTepHae

BUPYCHOM MHpEKIHMH

yKyca Kiema

WCTOJIb30BaHMs HHPHUIIMPOBAHHBIX HHCTPYMEHTOB

268

Bosnesns repctmana-mrpaycciepa-meiiHkepa, 6ose3Hs kpenTudenbaa-akooa, GparanpHas
ceMeiHast MTHCOMHHS OTHOCATCS K

MIPHOHHBIM 00JIE3HIM

00JIE3HSIM DKCITAHCUU

MHUTOXOHAPUAJIBHBIM OoIe3HsIM

0oJIe3HIM HUMIIPUHTHUHTA

269

Hauano B Bo3pacte 20-30 yieT mporpeccupyromnias JeMEeHIHS ¢ HapyIICHUEM ITOXOKA
MIPOTPECCUPYIONIAS AUCTIPAKCHUS C HAPYIIICHHEM TIIOTaHUs, CIIOHTHO3HAs JIETeHEpaIlys MO3Ta
XapakTepHa JJis

6onesnn Kpetitridhensaa-Axkoda

OITHUJICTICUH

Xopeu ['eHTHHTTOHA

MapKUHCOHU3Ma

270

CrioHruo3Hast iereHepanus BelecTsa roJJOBHOr0 Mo3ra, FeHepalu30BaHHas WK JIOKalbHas
arpodus nmonymapui, TIM03 ¥ BHYTPUKIIETOYHbIE BKIFOUEHHs! (aprupoUIIbHBIE BKITIOUCHHS)
BBISIBJISIETCS. IPY MOP(OJIOTHYECKOM HCCIIEA0BAHUH TOJIOBHOTO MO3Ta MPH
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IMPUOHHBIX 0oJe3HIX

xopee [ eHTUHI TOHa

TOPCUOHHOW JTUCTOHUU

SITUJICIICUH

271

Hauvano B Bo3pacte 30-60 ner, mporpeccupyroinas 6€CCOHHHUIA, KaXEKCUsI, TAHMYCCKUE aTaKH,
raJUTIOLIMHALINY, KOMa, CMEPTh 4epe3 3 rojia oT Havala 3a00JIeBaHuUs SBIISIOTCS XapaKTePHBIMU
KJIIMHUYCCKUMU TIPU3HAKAMU

CEeMEHOM (aTabHOW WHCOMHUH

MapKUHCOHU3Ma

0oJie3Hn AJBITeiMepa

MIPOTPECCUPYIONIEH MBIIIIEYHON qUCTpoun

272

XpoHudeckasi BOASHUCTAS TUapesi, CCHCOpHas MOJUHEHPOnaTus, AEMEHITUS U CYJIOPOKHbBIE
MIPUCTYTIBI XapaKTePHBI IS

MIPHOHHOTO 3a00JIEBaHMS, CBI3aHHOTO C TUapeei 1 BereTaTHBHOW HellponaTren

xopeu I'eHTHHITOHA

0os1e3HM AJbIreriMepa

Heliponatuu [lapko-Mapu

273

Yarie Bcero mpuIMHAMH FeHEPaIN30BaHHOHN snuiiencuu ¢ GeOpHiIbHBIME CYyJOPOraMH IITIOC
SIBIIIOTCA MYTallMU B reHax

SCN1A, GABRG2, GABRD, SCN1B

SLC2A1, KCNQ2, KCNQ3, RELN

SMN1, DMD, PMP22, MFN2

COL1A1, COL1A2, COL3A1, COL5A1

274

I'eHeTHYECKON NPUYMHON HOYHOM JTOOHOM AMIMJISTICHH Yallle BCETO SIBJISIOTCS MYTallUH B reHaX

CHRNA4, CHRNB?2

SCNI1A, SCN1B

GABRG2, GABRD

RELN, CPAG6

275

CHH,I[pOM I[paBe Jamie BCCTro aCCOIMUPOBAH C MyTaI.IPIefI B IrcHax

SCN1A, GABRG?2

SCN10A, SCN2B

CHRNA4, CHRNB?2

RELN, CPAG6

276

Cunpapowm /ly3e yalie Bcero acCorMUpoBaH ¢ MyTalllei B reHe

SCNI1A

SCN9A

SCN2A

SCNBA

277

XKryune npuctynoobpasnsie 0011, CEHCOpHas HEHPONATHs, CHHIPOM «CYXOTO Ti1a3ay,
TeHEepaJIM30BaHHbIE CYJOPOKHBIE NPUCTYIBI HAOIIOAAIOTCS IPH

SPUTPOMENAITUI

6osie3nn Dabpu

60xe3nn lllapko-Mapu

6oxe3nu Pycu-Jlesu

278

Makpouedanusi, yYMCTBEHHast OTCTaJIOCTh, IpyOast 3aJjep>kKa MOTOPHOT'O Pa3BUTHS THIIEPKUHESBI
1 KOHTPaKTYypbl, IPUCTYTIbI, KYITUPYEMBbIE TONUPOMATOM SIBISIIOTCS OCHOBHBIMH KIIMHUYECKUMHU
[IpU3HAKaMu

67




SMMJIEITUYECKO dHIIedaonaTiy, accounupoBanHoi ¢ myrtanmei B reie CACNAILE

cuHjipoma Busepa

cuaapoma Cortoca

cungpoma MASA

279

Haunbonee BeposTHBIM AMAarHO30M, IPH BO3HKHOBEHNH T'€HEPATN30BaHHBIX CYAOPOKHBIX
IIPUCTYIIOB, PACCTPOMCTBA ayTUCTUUECKOTO CIIEKTPA, MHTEIUIEKTYyaJIbHOTO JeQULUTA,
CTEPEOTHINH, TPOrPeCcCUPYIOIIEH MoTepe paHee NPUOOPETEHHBIX HABBIKOB M PEYH MOCTe
MepHOAa HOPMAIBHOTO PAa3BUTHUS Y AEBOYEK, SIBJISETCS] CHHIPOM

PetTa

Illepemenckoro-TepHepa

Becta

AnrenpMaHa

280

Coderanmne npu3HaKkoB yTMHEHHOTO HHTEpBaNa QT ¢ momuMophHON KeTy109KOBOH
TaxuKapaueH, NIepuoAMICCKUMU MapaaiyaMy U CKeJICTHBIMU aHOMAJIMSMHU XapaKTePHO JJIs
CHHIpOMA

Amnpepcena-TaBuna

bpyrana

Pomano-Yopna

xepBeinna-Jlanre-Hunbcena

281

Coueranue npu3HakoB yamnHEHHOTO HHTEpBaNa QT ¢ aTpHOBEHTPUKYISPHOI OJI0Ka IO 2
CTEIIEeHH, CHHIAKTUINEH, aHOMAINSMH YMCTBEHHOT'O U IICUXUYECKOT'0 Pa3BUTHS XapaKTEPHO ISt
CHUHJpOMA

Tumorn

Amnpepcena-Tasnia

Bbpyrana

Pomano-Yopna

282

Kap)Z[I/IOMI/IOHaTI/II/I COITPOBOXKAAKOTCA MOBBIIICHUEM YPOBHSA B CBIBOPOTKE KPOBU

KkpeaTHH(pOChHOKUHAZHI

esIo9HOH (hocdaTaszsl

¢ubpuHOreHa

AHTUTPUIICHA

283

KapILI/IOMI/IOHaTI/ISI (,Z[I/IJ'IaTa]_II/IOHHaSI NI FI/IHCprO(i)I/I‘ICCKaH) SABJIACTCA OJHHUM U3 OCHOBHBIX
CUMIITOMOB CMHApPOMA

bapra

bpyrana

yUIMHEHHOro uHTepBana QT

Bounbga-Ilapkuncona-Yaiira

284

l'unepTpoduyaeckas KapAUOMHUONATHS ABJISETCS OJHUM M3 XapaKTEPHBIX CUMIITOMOB MPH

6ose3un AHnepceHa-Padbpu

IKAITOHYPHH

OCTpOi1 NepemMesKatomeiicst nopupuu

cunapoMe Jlema-Huxena

285

AnnenpHol cepueii 3a0oneBannii reHa KCNQ1 sBnsitoTcs

ceMmeliHas GUOPMILTALIMS IpeIcepAnid, TUH 3; CHHAPOM yaauHeHHoro uHTepBana QT, tun 1;
curapom kopotkoro uatepsana QT, Tum 2; cunapom [xepena-Jlanre-Hunbcena

CHHZPOM €J1a00CTH CHHYCOBOTO y3J1a; CHHIPOM JICBOJKEITYJOYKOBOM IMIIEpTPO(UH; CHHAPOM
bapra; cunnpom bpyrana

HEKOMIIAKTHBIN MHOKAap/J JICBOT'O XKCJIyJOUYKa; AWJIATAITMOHHAA KAapAUOMHUOIIATHA; CUHAPOM

68




BOHB(I)a-HapKHHCOHa-yaﬁTa; APUTMOI'CHHAA KapAMOMUONATHUA MMPABOT'0 KCJIyA0UKa

cunapom Bunbsimca; cunapom Kapsaxais; cuaapom Hynan; cuaapom Manyda.

286

Haxoxaenue B Boze 1/WiH TIaBaHHUE SBISACTCS CHEIU(PUISCKAM TPUTTEPOM apUTMHUYECKIX
COOBITHI Y NAIMEHTOB C CHHKONAIBLHOU opMoii cuHapoMa yuinHeHus: narepBaita QT

1 tumma (LQT1)

5 tama (LQTS)

9 tuma (LQT9)

13 tuna (LQT13)

287

Hapymenne cepaednoro purMa, XxapakTepusylorieecs sneBaiueii cermenra ST B oTBeeHusx V1
-V2 u orpunatensabiM 3yonioMm T Ha cranmaptHoit OKI', XxapakTepHo A CHHApOMA

bpyrana

bapra

benna

Baptrepa

288

BonpmmHCTBO ciy4yaeB (opMHpOBaHUs CHHIpOMa Opyrajia sIBIsSETCS Pe3yJIbTaTOM MyTalllid B
ICHE

SCNS5A

SCN1B

SLC16A1

SLC21A6

289

Myrtanuu B reHe SCNSA MOTyT IPUBOANTH K

cunapomy yanuHEHHOTO MHTEpBana QT, Tun 3; 6one3nn Jlepa-JleHerpa u K MAXOMATHYIECKON
GUOPHILIAIINY KETYJ0YKOB

HCKOMIIAKTHOMY MUOKaApAy JICBOT'O JKXCIIyJOYKa, Z[I/IJIaTaHI/IOHHOI\/'I KapaAuOMHUOIIaTUU U K CUHIPOMY
Bonbsda-lIlapkuncona-VYaiita;

apUTMOTE€HHOW KapIMOMHONATHH TIPABOT0 JKeTyJ0UKa; CHHIpOMY BuibsiMca U K CHHAPOMY
Kappaxanp

cuaapomy Hynan, cunapomy Manyda u k cunapomy Hakcoc

290

Knaccuueckas TpHUaaa MPU3HAKOB, BKIIFOYAKOIAs JUJIAaTAHIUOHHYIO KapAUOMHOIIATHULO,
KEpaToaCpMHUIO U MIEPCTUCTO-KYPUABEIC BOJIOCHI, - XapaKTCpHa JJId

cunapoma KapBaxanib

cuHapoma bapra

Oose3nn MeHkeca

NaJIbMOIUIAHTAPHOM KEpaToAEepMbl, THII |

291

CoueTtanue apHTMOFeHHOﬁ HpaBOX(eHYHOQKOBOﬁ AUCIIIIa3uH, KEPAaTOACPMUHN U HICPCTUCTO-
Kyp4aBbIX BOJIOC XapAaKTCPHO MJIA CHHAPOMaA

Haxkcoc

Kapsaxainp

bapra

Menkeca

292

Coueranue BpOKIEHHBIX TOPOKOB CEP/Ila C TUMOIUIa3Hel TUMYCa U MapauTOBUIHBIX KEIE3
XapaKTEepHO JJIsl CHHIPOMA

Ju Jlxopmxu

Tumotu

JyHkaHa

Bpyrona

293

Myrtanuu B rene TBX1 MoryT sBIATbCS NPUYMHON pa3BUTHS CUHIPOMA
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Ju JLxopmxu

bapakara

Bunbsmca

Buckotra-Ongpuua

294

OCHOBHO# MOJICKYJISIPHO-TCHETUYCCKOW IPUYMHOMN Pa3BUTHUS CHHIIPOMA JIH JPKOPJDKH SBIISCTCSI
enenus B 00macTu

22q11.2

10p13

17p13

18g21

295

B crpykrype kanana CFTR Beiiensitor JIOMEHOB

3 Buga

4 Buna

5 BUIOB

6 BUIOB

296

Myrtarmuu B rene CFTR, xapaktepusyroiuecss HapyluIeHUEM PETyIIAIUU XJIOPHOTO KaHaa,
OTHOCATCA K KJIaccy

v

297

Myranus £5058del 8 rene CFTR otHOCHTCS K KJIACCY

v

\Y

298

BBICOKOCHGHI/I(i)I/I‘IHBIM B OTHOICHUH MYKOBUCIHJ103a KIIMHUYCCKHUM ITPU3HAKOM SBJIACTCSA

MEKOHHUEBBIN HIIeyC

ITOBBINICHHAS IOTJIIMBOCTH

PeUMIMBHUPYIOMINH TAHKPEATHT

reMoJiMTH4YecKas 00Jje3Hb HOBOPOXKIACHHBIX

299

XpoHndeckre OpOHX03KTa3bl, TUIONJIAa3uUs Ma3yX HOCA, XPOHHYECKHUE CHHYCUTHI U OTUTHI,
HapyLIEeHNs PENPOLYKTUBHON cephl B COUETAHNE C TPAHCTIO3UINEH BHYTPEHHUX OPIaHOB
XapaKTepHBI I

Kaprarenepa

Hu Txopmxu

IIIBaxmana-JlaiimoHaa

MYKOBUCHH034d

300

Jiist ycTaHOBIIEHHS TeHETHIESCKON MPHYMHBI IEPBUYHON ITUITMAPHON IUCKUHE3UH Hanboee
1eJ1eCO00Pa3HO NPOBECTU

CCKBCHHPOBAHHNC DK30Ma

MOJICKYJIAPHOC KapUOTUITUPOBAHUC

cekBeHupoBanue mo CeHnrepy

[11[P-ananu3 Ha yacTele MyTaruu B rerax DNAHS u DNAII

301

Tpocduyeckre s3BbI Ha KOXKE FOJICHEH, BEIPAKEHHBIE PACCTPONHCTBA BCEX BUIOB
YYBCTBUTCIIBHOCTU, MYTHJIAUN TTAJIBIECB HOT Han60nee XapaKTCpHbI 4JIA HaCJIelICTBeHHOﬁ
MOTOPHO-CEHCOPHOM HelponaTuu

70




2B tuna, o0ycnoBneHHOH MyTaiusivu B reHe RAB7

1A tumma, 06ycIOBIEHHOM MyTaIusaMu B reHe PMP22

1X tumna, obycrnoBnenHo# myTaiusimu B reHe GJB1

4C tuna, o0ycnoBieHHOH MyTanusiMu B rene SH3TC2

302

benkossiii mpoaykT reHa TTR — TpaHcTUpETHH, ABIISETCS

TPaHCTIOPTEPOM TOPMOHOB HIMTOBUIHOM JKEJIE3bI

IIPOTOOHKOI'CHOM

TPaHCKPHUILIUOHHBIM (pakTopoM

CTPYKTYPHBIM OCITKOM MHEITHHOBOM 000JIOUKH

303

benkoBsiii mpoaykT reHa TTR — TpaHCTUPETHH, - OTBEYAET 38 TPAHCIOPT TOPMOHOB IIUTOBUIHOM
JKEeJIe3bl U PETYIUPYET

pereHepalrio nepeepruueckux HepBoB

(YHKIIMOHUPOBAHUE MIHAILHOTO KaHajia

ITPOLECCHI alloITO3a

AVMHAMUYCCKHEC NPOLECCHl B MUTOXOHAPHUAX

304

TpaHCTI/IpeTI/IH ABJIACTCA MPCAIICCTBCHHUKOM

aMuIIOna

MIPHOHHOTO OeIka

JIEeTHapoOHONTepUHA

MHCIIMHA

305

[Ipu cinHATBHOM MBIIIEYHOH aTpoduH C TO3THIM BO3PACTOM I€0I0Ta U C HATMYHEM TIOPAKEHUS
MBILII] TOPTAHH U TIOTKH, THHEKOMACTHH M OeCIUIOAus, Ul yCTAaHOBJICHUS JUarHo3a
HEO00X0IMMO TIPOBECTH

aHanu3 CAG noBTopoB B rere AR

onpenenenue koanyectra konuii reHoB SMN1 u SMN2

nouck mytanuii B rene DCTN1

nmouck MmyTanuii B rene VAPB

306

VY 310poBbIx Jui reH SMN2 oTCyTCTBYET B IIPOLICHTOB CIIy4acB

5-10

14

11-15

16-20

307

Honst HepyHKIMOHATBHOTO Oelika, CHHTe3upyeMoro reHoM SMN2 cocTaBiisieT MpUMEpHO
MIPOIICHTOB

80-90

70-80

50-70

90-100

308

Hons pyHkunoHamsHOTO 6enka, CHHTe3npyeMoro reHoM SMN2 cocTaBiseT MpUMEpPHO
MIPOLIEHTOB

10

30

50

90

309

HuddysHas MpileyHas TMIIOTOHUS, KOHTPAKTYPhI B KPYIHBIX CYCTaBaX, BRIPaKCHHBIE
IbIXaTeNbHBIE PACCTPOICTBA, TPEOYIOINE PECIIMPATOPHON MOAEPKKH Y HOBOPOXKIEHHOTO, CO
c1a0bIM IIIEBEIEHHUEM IUIOJIA B aHAMHE3€, MOXKHO 3al0/I03PUTh

71




CIHMHANBHYI0 amMuTpoduio 0 Tuna

6onesnp Kyrenanbepra-Bemannep

BPOKIEHHBIN BapHaHT MHOTOHHYECKOU AUCTPODUH

CUHAPOM DBapiaca

310

Hanuuue nporpeccupyronieii ¢1abocTu, TUTIO- WK aTPO(UH B PA3IMYHBIX TPYIITAaX MBIIIII,
CYXOXKHIJIBHOM TUTIO- WK apedIeKcu, (HaciKyISIIN pa3IndHbIX MBI y peO&HKa 2,5 Mecsies
MO3BOJISAET 3aI0I03PUTh

CIUHAJILHYIO MBIIICYHYIO aTPODHUIO

muotonuto Tomcena/bekepa

MbImeyHyto auctpoduio Hromenna/bekkepa

SMUIICOTHICCKYIO 3HI.I€(I)aJ'IOHaTI/IIO

311

SHCKTPOMI/IOFpa(I)I/I‘IeCKI/IM IMPU3HAKOM IMOPAKCHUS MOTOHGﬁpOHa CIIMHHOI'O MO3ra sABJISICTCA

«PHUTM YaCTOKOJIA»

MHOIATHYCCKUI THII TMOpaAXCHUA

«TyJ IAKUPYIOIMIEro 00MOapANpPOBIIAKAY

CHIDKEHHE CKOPOCTH TIPOBEJICHHUS IMITyJIbca MeHee 38 M/c

312

Y manueHToB ¢ BPOXACHHOW THIIepIUIa3iel KOphl HAIIOYeYHUKOB 00OHAPYKUBAIOT

MOBBIILICHHBIH YPOBEHb aHAPOTCHOB

NIOBBIIICHHBIN YPOBEHb 3CTPOTCHOB

CHWKCHHBIM YPOBEHb aHJPOI€HOB

MOBBINICHHBIHN YPOBEHb T'OHAAOTPOIMHOB

313

OpnHo¥i U3 NPUYUH BPOXKAEHHON rHNepnasiy KOphl HAIMOYSYHUKOB SIBJISIOTCS

myTtaruu B rene CYP21A1

MyTtauuu B reHe SF1

nexenuu reda SRY

nymiukaiuu reia DAX1

314

Y nanueHToB ¢ CMHAPOMOM Moppuca BBISIBISIFOT

HOPMAJIBHBIC YPOBHU I'OHAJOTPOIIMHOB 1 MOBBINICHHBIN UITH HOpMaJ]beIfI YPOBCHBb TCCTOCTCPOHA

CHM’KCHHBIC YPOBHU 'OHAJOTPOIIMHOB U TCCTOCTCPOHA

TTOBBIIIICHHBIHN YPOBCHb 'OHAJOTPOIIMHOB 1 CHIDKCHHBIN YPOBCHBL TECCTOCTCPOHA

TMOBBIICHHBIC YPOBHU I'OHAJOTPOIIMHOB U CHIDKCHHBIH YPOBEHb JUTUAPOTECTOCTEPOHA

315

B knuHU4YECKON KapTHHE NAUMEHTOB ¢ CHHIPOMOM JleHuc-/Ipera moMuMO HapyIeHUs
(hopMupoBaHUs TI0Ja HAOIOJAIOT

XPOHHYICCKYIO IMTOYCYHYKO HCJOCTATOYHOCTDb

HAaATTOYCYHUKOBYIO HEAOCTATOYHOCTH

YMCTBEHHYIO OTCTaJIOCTh

HU3KUU POCT

316

J1a MukpoazieHoMBI THIO(H3a XapakTepPHO HATMYHE BRICOKOTO YPOBHS

MPOJIAKTHHA

AHJPOTCHOB

ACTPOTCHOB

TOHAJOTPOIIMHOB

317

[aTorene3 cMHApPOMA TECTHKYJISIPHOH heMUHM3aIKN 00yCIOBICH

}_'[e(i)eKTOM YYBCTBUTCIIbHOCTU K aHAPOIrCHAM

BHYTPUYTPOOHBIM Je(PHUINTOM aHAPOTEHOB

BHYTPUYTPOOHBIM Je(QHULINTOM TUTHAPOTECTOCTEPOHA

BHYTPHUYTPOOHBIM W30BITKOM 3CTPOTEHOB

72




318

ITarorene3 cunapoma Kanpmana o0yciioBieH

CHMDKCHUEM ITPOAYKINHU UIIK OTCYTCTBUEM OcJIKa aHOCMMHA

MHUKpoazeHOMo! runogusza

HAapymIeHUCM YYBCTBUTCIIbHOCTHU K JIIOTCHMHU3HUPYIOIIEMY T'OPMOHY

OpPraHnv4CcCKUM MOPAXKCHUEM TaJlaMyCa

319

Jia cuapoMa pexAeBpeMeHHON HEeJIOCTaATOYHOCTH SIMYHUKOB XapaKTePHBI

noBbIlIeHHBIN ypoBeHb @CI" 1 cHkeHHbIH ypoBeHb AMI

cHIKeHHBIH ypoBeHb PCI'u nobleHHbIH ypoBeHs AMIT

CHIDKeHHBIH ypoBeHb JII' u ®CI’

MOBBIIICHHBIN YypoBeHb AMI

320

Hns naumnenTos ¢ cungpomom [e JIa [lanenns xapakTepHsl cleayOIINEe TOPMOHAJIbHBIE
[IOKA3aTeNIH

noBbIIeHHBIN ypoBeHb DCI', HOpMaJIbHBIN WM CHUKEHHBIA YPOBEHb TECTOCTEPOHA

cHKeHHBIN ypoBeHb JII'T u OCI’

MOBHIIIICHHBIN YPOBEHb TECTOCTEpOHA M MHrMOWHa B

HOPMAJIbHBIN YPOBEHb TOHAJOTPONMHOB U TECTOCTEPOHA

321

[lepBruyHOE NopakeHHEe KIIyOOUKOro anmapara Ho4ek OTMEHaloT PH CHHAPOMAX

Henuc-/Ipema u ®pespe

Caailepa 1 HEUYBCTBUTEIBLHOCTH K aHAPOTCHAM

[TepemeBckoro-TepHepa

TECTHKYJIAPHOH (peMuHM3aum

322

MoOHOTr¢HHBEIM HapymeHuem q)OpMI/IpOBaHI/Iﬂ 1oJia ¢ X-CICIJICHHBIM THIIOM HaCJICJ0BaHHUA
ABJIACTCA CUHAPOM

TECTHKYJIIPHON (heMUHH3AINH

NEPCUCTCHIINHU MIOJ'IJ'IepOBa IIPOTOKa

Csaiiepa

[ITepemeBckoro-TepHepa

323

HepnocraTounocTs 5-anbha-peaykrassl a2 IpUBOJNT K

46,XY napymenuio GOpMHUPOBaHHMS 10JIA BCJICACTBUE JeQHUINTA AUTHIPOTECTOCTEPOHA

46,XY HapymieHU0 GOPMHUPOBAHUS T10J1a BCJICJCTBHE HEUYBCTBUTEILHOCTH K aHIPOreHAM

46,XX HapymeHU0 GOPMHUPOBAHUS 110J1a BCJICACTBHE U30BITOUHOM MPOAYKIIUN aHIPOTCHOB

46,XY HapymeHuio GOpMHUPOBAHHS T0JIa BCIEACTBUE HapylieHus AudHepeHIMpOBKY TOHA 10
MYKCKOMY THITY

324

[Tpuunnoii cunapoma Caaiiepa ABISIOTCS

JIEJICTINH U TATOT€HHBIC BapuaHThl TeHa SRY

JIeJIeIINH U MaTOTeHHbIe BapuaHThl reHa SOX9

NaTOreHHbIE BapuaHThl reHa SRDSA2

MaTOTeHHBIE BapuaHThl reHa AR

325

ITpuunnoii cunapoma Jle JIs anmens sBasSOTCS

CyOMHMKpPOCKOIIMYECKHE TPAHCIOKAMH (parMeHTa Y-XpoMOCOMBI, coaepskaiue red SRY

JIeJIeIIMU U MaTOTeHHbIC BapuaHThl reHa SRY

MaTOTeHHBIE BapuaHTHI reHa AR

MaToreHHbIe BapuaHThl TeHa SRDSA2

326

bonesnn KpOHa B OOJIBIIIMHCTBE CJIY4acB SABJISACTCA 3a00JIeBaHUEM

IOJIMT'CHHBIM

MOHOT'CHHBIM
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MH(EKIIMOHHBIM

BPOXICHHBIM

327

I'unepTpoduueckast KapaIHOMHUOIIATHS B OOJBIIIUHCTBE CITy4YaeB SBISIETCS
3a00JIEBaHUEM

MOHOTI'CHHBIM

TIOJIUT CHHBIM

HH()EKITHTOHHBIM

BPOXICHHBIM

328

K rpynmne monmureHHbIX 3a001€BaHI OTHOCUTCS

TUTIEPTOHWYECKAsT OOJIC3Hb

(eHUNKETOHYpHUS

reMounus a

MYKOBHCIIU]IO3

329

K rpynmne monmreHHbIX 3a00eBaHI OTHOCUTCS

HIIeMHYecKas O0JIe3Hb cepliiia

rematut A

MetaduzapHas xouapoauctpodus [munra

aTakcuu TeneaHruoskrasuu Jlyn-bapp

330

HacnencTBeHHBIM pak MOJIOYHOMN XKENE3b SIBISETCS 3a00IeBaHuEM

MOHOI'CHHBIM

TIOJIUT CHHBIM

OJIMT OT'CHHBIM

proOpEeTEHHBIM

331

OcHOBHOI1 IpuuKHOM cMepTHOCTH B Poccru cpeait B3pOCIOro HaceNeHUs IBJISIFOTCS

CCPACYHO-COCYANCTHIC 3a00JIeBaHUs

OHKOJIOTHUECKHE 3a00J1eBaHUs

WHQEKIMOHHBIE 3200JIeBaHsI

TpPaBMbl

332

I[J'IH MOJUTEHHOTO 3a00JIeBaHUS XapaKTepHa

BBICOKAs 9aCTOTa B MMOITYJISIITUA

B3aMMOCBA3b C I/IH(i)eKHI/IOHHBIM IIponecccoM

B3aUMMOCBA3b C TpaBMaMH1

HU3KAA 4aCTOTa B MNONYJISAIUN

333

Lenesoii yposenr XC-JIITHII y nanueHnToB ¢ HHMAPKTOM MHOKap/ia COCTaBISIECT MEHEe
MMOJIB/JT

14

1,8

2,0

2,6

334

BripakeHHOE MOBBIIIEHUE YPOBHS XMJIOMUKPOH KPOBH XapaKTepHO IS THUIA
THNEPIUNHUIEMHUN 110 Kilaccuukanu GppeapruKkcoHa

1

2
3
4

335

BI)Ipa)KeHHOC TOBBIICHUEC YPOBHS JIMIIOIIPOTCUHOB HHU3KOM INIOTHOCTH KPOBHU XapaKTCPHO IJIA
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TUIA TUOCPJIUITUACMHUU T10 maccmbnkaunn (bpel[pI/IKCOHa

AW ELIN

336

[TanMeHTH ¢ HacIeACTBEHHBIM MOHOTEHHBIM 3a00JIEBAHUEM - CEMEHHOM THIIEPXO0JIeCTepUHEMUCH
HanOoJIee 9aCTO UMEIOT THIT THICPIUTTAACMIH 110 KJ1acCubuKaruy Gpeapukcora

2

1
4
5

337

[1aTOrHOMOHUYHBIM CUMIITOMOM CEMEHHON TUIIEPXOJIECTEPUHEMHH, 00YCIOBICHHON MyTaIlleH B
reae LDLR, sBisgercsa Hammame

CYXOXXHJIbHBIX KCAHTOM

TUTICPXOJCCTCPUHEMU N

SPYNTUBHBIXE KCAHTOM

KCaHTCJIa3M

338

3 TUTI THIIEPIUIHIEMHUH TI0 K1acCU(UKAIIMU QpeapruKkcoHa acconnupoBaH ¢ reHotunioM APOE

e2/e2

e3/e3

ed/e4

e3/ed

339

Myrtanuu B reie APOB npuBojsT K pa3BUTHIO ceMeHHON

TUIEPXOJIECTEPUHEMUN

TUNOATb(PATUIONPOTEHHEMHUH

KOM6HHHpOBaHHOﬁ THIepJIUIUACMUN

THOCPTPUTIULHCPUACMUN

340

K cemeitno#i runepOera u npeGeTaTUNONPOTENHEMHUH TPUBOIST MYTAILIMU B T'eHE

APOE

APOB

APOC3

APOA5

341

K cemetinoi a6eTaJ'II/IHOHp0T6PIHCMI/II/I MNPUBOAAT MyTAllU B I'CHE

MTTP

APOB

PCSK9

CETP

342

Myrtanuu B rene PCSK9 npuBoasT K pa3BUTHIO ceMEHHON

TUIEPXOJIECTEPUHEMUN

rUNoaNTb(paTunonpOTENHEMHUN

KOM6HHHpOBaHHOﬁ THOepJIUIUuaACMUN

THOCPTPUTIULHCPUACMUN

343

Mytanuu B rene CETP mpuBozsT K pa3BUTHIO CEMEHHOM

TUIepatb(aTUIonpPOTEHHEMIH

FHHO&HLq)aHHHOHpOTeHHeMHH

KOM6HHHpOBaHHOﬁ TrHnepaunuacMun

TUNEPTPUTIIHLIEPUAE MU

75




344

CurocreponeMus HacJIeoyeTcs 1o TUILY

ayTOCOMHO-PEIIECCHBHOMY

AyTOCOMHO-JOMHWHAHTHOMY

X-CHEeIUIEHHBbIA JOMUHAHTHBIN

Y -crenIeHHbIA

345

CewmeiiHas runepaibQalumonpOTEHHEMIs HACIETYyeTCs IO TUTTY

AyTOCOMHO -JOMWUHAHTHOMY

AYTOCOMHO-PELIECCHBHOMY

X-CIeTIIeHHOMY JOMHHAHTHOMY

Y -cuierieHHOMY

346

Haubomee yacThIM OCIIOKHEHHEM HaCJICACTBCHHOI'O ILC(bI/II_II/ITa JIMTIONPOTCUHJINIIA3EI ABJISACTCA

OCTpLIﬁ TMAaHKPCATUT

nIeMrdecKast 00Je3Hb cepa

KUPOBasi O0JIE3HP TIEYSHU

BapuKo3Has 00JICHb

347

Hanbonee 4acThIM OCIIO)KHEHHEM MPH a0ETATUIIONPOTEHHEMUH SIBIISIETCS

crearopest

OCTpPBII MAHKPEATHT

XKHUPOBasi 00JIC3Hb MEYEHU

caxapHbIi nuabet

348

HaunOonee xHU3HEYTrpOXKaIOIIMM OCJIOKHEHHEM NPH a0ETAIMIONPOTENHEMUH SIBIISICTCS

aTaKCHs

aKaHTOILIUTO3

KCaHTOMAaTO3

NBC

349

Hanbonee )H3HEYrpoKaIOIMM OCJIOKHEHUEM MPH THI0ATb()aTHIIONPOTEHHEMHH SIBIISIETCSI

NBC

aKaHTOILIUTO3

KCaHTOMAaTOo3

aTaKCHs

350

PacnipocTpaH€HHOCTh CEMEWHON TUIIEPX0JIECTEPUHEMUU COCTABIISIET YEJIOBEK

1:250

1:500

1:1000

1:2500

351

PaCHpOCTpaHéHHOCTB HaCJICACTBCHHOI'O ,Z[e(i)I/II_[I/ITa JIMIIONPOTCUHIIUIIA3bI COCTABJIACT
YCJIOBCK

1:1000000

1:100000

1:10000

1:1000

352

K HaCJICACTBCHHBIM reMOTJI00MHOATHAM OTHOCUTCS

CCPHNOBUIHO-KJICTOYHASA aHEMMUA

anemusa OPaHKOHU

0oze3ns BuneOpanna

6one3np Panmro-Ocnepa

76




353

W3 nepeuynciieHHbIX PepMEHTONATHI K HACICACTBCHHBIM 0O0JIE3HSIM CHCTEMBI KPOBH OTHOCHUTCS
nedunmT

TIII0K030-6-(hocdar neruaporeHassl

(hepMeHTa OMOTHHUIA3BI

KHUCJION altb(a-TIFoK03uIa36l

(dhepmenTa 2 1-THIPOKCHITA3HI

354

npu E)pI/ITpOHI/ITapHI)IX MeM6paHOHaTI/I$IX IMMPOABJICHUC IIATOJIOTHHU CO CTOPOHBI ICUCHHU
3aKJIIOYACTCA B Pa3BUTHUHU

HaAIICYCHOYHON KEIITYXH

MIEYCHOYHOH (MEXaHUYIEeCKON) JKeNTyXH

MOJNEYCHOYHOM (00TypalOHHON) KENTYXH

HOpTaJII:HOfI TUNCPTCH3NN

355

K HacneacTBeHHBIM réMOIMTHYECKUM aHEMUSIM OTHOCHUTCS

aKaHTOILIUTO3

MMMYHOTCMOJIUTUYICCKAA aHCMUA

MapOKCH3MaJIbHasl HOYHAsl TeMOTTIOOMHYPUSI

MapuieBas reMorJIoOuHypUs

356

HenocraTtounocTts T1r0K030-6-hocdar aeruaporeHassl MPUBOANUT K HEXBATKE (1), uro, B
CBOIO O4epelib, IPUBOAUT K 2)

(1) NADPH, (2) HakoruieHn o MepeKucrH BOAOPOIa U TIOBHIIICHUIO CKOPOCTH OKUCIIEHUS
reMoriio0rHa B METTeMOTTIO0ONH

(1) FAD, (2) 3ameasieHHI0 Tiporiecca OKUCIUTEIBHOTO (OochOPHUIIMPOBAHUS B MUTOXOHIPHSX
SPUTPOLUTOB ¥ CHUKEHHUIO YHEPTETHUECKHUX 3a1aCcOB KIETKH

(1) GTP, (2) mpexpaiiieHIIO CHHTE3a HYKJICOTHOB U HYKJIEHHOBBIX KHCIOT

(1) FAD, (2) HapymieHHsIM IIPOILIECCOB 00€3BpeKMBAHISI OMOTEHHBIX aMHUHOB

357

OCHOBHBIM KJIMHUYECKHM ITPOSBICHUEM HEJIOCTATOYHOCTH TIII0K030-6-hocdar aeruaporeHassl
CO CTOPOHBI CHCTEMbI KPOBH SIBJISICTCS

reMOJIUTHYEeCKasi, HOPMOIIUTAPHAS U HOPMOXPOMHAsI aHEMHU S, BOZHUKAIOIIAs 110 BO3IEHCTBHEM
CTUMYJIHPYIOIIETo hakTopa (Kpr3bl)

TEMOJINTUYECKAS, HOPMOITUTApHASI U HOPMOXPOMHAsI aHEMUSI, TIPOSBIISIONIASICS HA MPOTSHKCHUH
BCEH JKU3HU

reMoJInTHYecKast, MUKpoc(hepouTapHasi 1 THIOXPOMHAs aHEMHS, BOSHUKAIOIIAs IO
BO3/ICHCTBHEM CTUMYJIHpYIOLIero dakTopa (Kpu3bl)

reMoJInTHYecKast, MUKpoc(hepoluTapHas 1 THIIOXPOMHAs aHEMHUS, TIPOSIBIISIFOIIAsICS Ha
MPOTSKEHHUU BCEH JKU3HU

358

Mytauus B rene G6PD (rimoko30-6-¢ochat neruaporenasbl) B reT€pO3ZUTOTHOM COCTOSHUH
00yCIIOBIMBAET YCTOMYMBOCTh HOCUTENS K

MaJIIPUU

PAa3BUTUIO CAPKOMBI KallOIIN

WHPEKIHOHHOMY MOHOHYKJIE03Y

KJICIIEBOMY SHIEaINTy

359

CHUMIOTOMOKOMILIICKC HCOJOCTAaTOYHOCTHU I‘J'IIOKOSO-G-(I)OC(i)aT ACTUAPOIrCHAa3bl IIpU
TEMOJUTHYCCKOM KPHU3C BKIIKOYACT

MOBBIIICHUE TEMIIEPATYPhl, IOTEMHEHUE MOYH, JKEIATYXY

TIOTEPIO CO3HAHMS, JKEJIE30ICPUITUTHYIO AaHEMHIIO

0J1e€THOCTh, JIOMKOCTh KOCTeH

Cyaoporu, nIOMYTHCHHUC CO3HAHUA
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360

PasBurue aﬂB(ba-TaJ'[aCCCMI/II/I CBs3aHO C

MO/IaBJICHUEM CHHTE3a ajib(a-1ernei riioouHa

TTOBBIICHHBIM CHHTE30M allb(a-Tiere riroomHa

TTOBBIICHHBIM CHMHTC30M 6€Ta-HGHCﬁ riaoouHa

MOJaBJICHUEM CHUHTe3a OeTa-1iereil riaoouHa

361

OCHOBOW MPUIHON Pa3BUTHS TEMOJIMTHUCCKON aHEMUH IPH aTb(ha-TaIaCCEMUH SBIISCTCS

Meperpy3ka SpUTPOIUTOB JKEIE30M

MOBBIICHUC COACPIKAHUA HOHOB BHYTPHU KJICTKH

nehopMarliysi SpUTPOLUTOB

MOTePs] OTPHULIATENHEHOTO 3apsa SPUTPOIUTAMHU

362

Y 80% mnanmeHToB ¢ anb(a-TanacceMrei MOMUMO TeMOJTUTHYECKO aHEMUH BO3HUKAET

CINICHOMCT aJInA

nedopmarivisi CKeneTa

TOKCHYecKast He(hyporaTHst

aTpodus 3pUTEITHHOTO HEPBa

363

OnHO¥ U3 IBYX KIMHUYECKH 3HAYMMBIX (OPM allb(ha-TaIacCeMUU sIBISICTCS

Hb Bart cunipom

HbE HenocraTouHOCTH

nedurt HbB

HbA HenmocTatouHoCTh

364

Ilo kIMHMYECKUM IPOSABJICHUAM OeTa-TaaacCceMHMIO NoapasaciiAr0T Ha

MaJyto, OOJBIIYI0, CPETHIOKO

BO-Tamaccemuto, B+ - TamacceMHIO

MHWHHUMAJIbHYIO, OCHOBHYIO

0ECCUMIITOMHYIO, SIPKOBBIPAKEHHYIO

365

Ilo crenenn HapymceHUsI CUHTC3a OeTa-rIoOMHA OeTa-TaJacCEMHMIO noApasacIsAr0OT Ha

BO-tanacceMuto, B+ - TaTACCEMHIO

JIETKYI0, TSDKEIYI0, CPEHETSKEITYIO

MHWHUMAJIbHYIO, OCHOBHYIO

0ECCUMIITOMHYIO, SIPKO BBIPAKEHHYIO

366

XapakTepHoii (hOpPMOIt SPUTPOLIUTOB MPH OETa-TAIACCEMHUH SIBIISICTCS

MHIICHCBUIHAA

CCPHNOBUAHO-KIJICTOYHAA

cepuueckas

JIMCKOBUIHAS

367

CHUMIITOMBI CepHOBHHHOKHeTOqHOﬁ AHCMHWH BKIHOYaT

6J'I€}.IHOCTB, CINICHOMCT AJINI0, 3aKYIIOPKY COCYAOB 3JIEMCHTAMU SPUTPOLIUTOB, YTHETCHUC
HNMMYHHUTCTA

0JIeJHOCTh, ehOopMaIlHIO CKelleTa

HapylIeHNE 3pUTEIbHBIX (PYHKITHIT, aHEMHUIO

YrHECTCHUC UMMYHHUTCTA, ae(bopMaumo CKE€JICTa, aHEMHUIO

368

FCMO(l)I/IJ'II/ISI a 06YCJ'IOBJ'ICH3 HCJOCTAaTKOM

VIII dakropa

¢ubpuHOreHa

IX dakropa

X ¢axropa
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369

I'emodunmst b 00ycnoBIeHa HETOCTATKOM

IX daxropa

(hubpuHOTEHA

VIII ¢akropa

X ¢axropa

370

Habop cuMniToMoB 1ipu TeMo( K BKIIFOYAET

réMapTpo3bl, IEMATOMBI, KPOBOU3JIUAHUA

NETCXHUHU, S9KXNMO3bI

HOCOBBLIC KPOBOTCUCHU A

CUMMETPHUYHBIE TeMOPpParuu

371

OCHOBHBIC U3MECHCHUS KoaryJjiorpaMMbl Ipu FEMO(I)I/IJ'II/II/I BKJIIOYAIOT

yBeIMUeHHE BpeMeHH CBEPTHIBaHUSI KpoBH, yBenuueHue AUTB, yBennuenne TpoMOMHOBOTO
BpPEMEHH

yBeJMUYEHIE BpEMEHH CBEPTHIBAaHUS KpoBH, yMeHbIIeHue AUTB, yBennyenne TpoMOUHOBOTO
BpEMEHHI

yMEHBIIIEHNE BpeMEHH CBEPThIBaHUS KpoBH, yMeHblIeHne AUTB, ymeHbIeHne TpoMOMHOBOTO
BPEMEHHU

yBeNMUYEHNE BpEMEHH CBEPTHIBAHUS KpoBH, yMeHbIIeHue AUTB, ymenbieHre TpOMOHHOBOTO
BpPEMEHHU

372

Ha nmomto man6oinee yactoii mpu reMoQWINY a MyTaluy (MHBEPCHUS HHTPOHA 22) IPUXOTUTCS
MIPOLICHTOB

40-50

10-20

80-90

5-10

373

TskENMbIM OCIIOKHEHUEM JICUITUTA TIII0K030-6-pocdar geruaporeHassl ABISCTCS

moyc€yHasa HEA0CTATOYHOCTh

IICYCHOYHAas1 HEJOCTAaTOYHOCTD

pa3BUTHE CY10pOT

caxapHbIil tuader

374

Y CTOWYMBOCTBIO K MAJISIPUH 00J1aJat0T

TOMO3UTOTEI U TETEPO3UT'OTEI 110 CepHOBHI[HOKHeTO‘IHOﬁ AHCMHH

TOJIBKO I'€TCPO3UTOTHI 110 CepHOBPII[HOKJ'IeTO‘IHOfI AHCMHUH

TOJIBKO TOMO3HUI'OTHI I1O CepHOBH,Z[HOKIIeTO‘lHOﬁ AHCMHHU

30POBLIC, HC ABJISIOINNUECS HOCUTCIIAMU CepHOBHILHOKHeTOqHOﬁ AHEMHUHU

375

K 31moxauecTBeHHBIM HOBOO6paSOBaHI/IHM ACTCKOI'0 BO3pacTa OTHOCUTCA

pCTI/IHO6HaCTOMa

HelpobiacToma

onyxoJib BunbMca

pakKk MOJIOYHOM JKeJIe3bl U SHIHUKOB

cunapoM JIu-Opaymenn

376

U3 nepeunciieHHpIX 3a00lieBaHNi K rpynie (aKoMaTO30B OTHOCHTCS

Helipodudpomaros

TyOEpO3HBIi CKIIEPO3

cunpoM ¢on Xunmenb-JInaaay

cuHpoM JInHga

riaroomacToma
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377

YMepeHHO MEeHEeTPaHTHBIM F€HOM MPEAPACTIONOKEHHOCTA K CEMEHMHOMY paKy MOJIOYHOM KEJe3bl
/ paKy sSIMYHHUKOB SIBIISICTCS

ATM

RADS50

CHEK2

BRCAZ2

BRCAl

378

YMCpeHHO NEHETPAHTHLIM I'CHOM HNPCAPACIIOIOKCHHOCTH K CeMeﬁHOMy PaKy MOJIOYHOM KeJIe3bl
/ PaKy AMYHUKOB ABJISACTCS

BRCA2

BRCAl

CFTR

ATM

CHEK2

379

B ocHoBe 00se3HEN DKCIIAHCHHU JIEKUT

pOCT YKcia KON KOJUPYIOUINX U HEKOJUPYIOMKX MOBTOPOB HykieoTu10B JJHK

OIIMOKA PETUTUKAIINN

ommnoOKa peKOMOWHAITII

aMIUT()UKAIHS TeHa

omuOKa penapamnun

380

[To ayTocomMHO-perieccUBHOMY THITY HacleAyIOTCsl TaKue CUHAPOMBI HapyIIEHHUs CepAeYHOr0
pUTMa, KaKk

KAPBAXAJIb

Haxkcoc

Hu Txopmxu

Tumotn

AHIAEPCEHA-TABUMIJIA

381

PeneccuBHOM, clierieHHON ¢ X-XpOMOCOMOM, aHOMaIUEN SBJIIETCS

reMOQUIIHSE

MpOrpeCCUBHAA MbIIICYHAA ,Z[HCTpO(l)I/IH JAIOIMICHHA

HEJ0CTAaTOYHOCTh TITFOK030-6-(hocdatnerumporenassl (r-6-¢m)

CUHJIPOM XaHTepa

(heHUITKeTOHYpHS

382

B X-xpomMocoMe HaXxOoaaTCs FeHbI, MyTallMH B KOTOPBIX PUBOJIAT K PA3BUTHIO CIIETYFOIIUX
3a00eBaHnit

reMounu A

remodunru B

LIBCTOBOﬁ CJICTIOTHI

Muouctpodun Jomena

cunapoma Mapdana

383

MynbTudakTopuaibHas IPUPOJa U3BECTHA IPU CIEIYIONINX 3a00JIeBaHHUAX

paK JKenysKa

caxapHbli 1uabeT

a3Ba 12-niepCTHOM KHUIIKA

mu30QpeHus

(eHUNIKeTOHypuUs

384

JJ11 MabuMKOB C apEeHOTEHUTAIBFHBIM CHHIPOMOM XapaKTEPHBIM SIBIAETCS COUETaHNE
MIPU3HAKOB
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HMHTEPCEKCYyaJIbHOE CTPOCHHUE TEHUTAINH

HU3KUI pOCT

3aa€PKKa KOCT-HOI'O BO3pacTa

MPEIKACBPEMCHHOC MTOJIOBOC PA3BUTUC

YBCJIMYCHUC TCCTUKYJI U MOABJICHUC CIICPMATOTICHE3a

XapakTeprucTHKa HACIEeICTBEHHBIX 00JIle3HeH: XpOMOCOMHEIE 00JIE3HN

Komrmuiekc n3menenunit B Bue THAPOIEQaIni, KOCOIANIOCTH M HapyIIeHns (DYHKITH OpPraHOB
MAaJIOro Ta3a y peOeHKa cO CHMHHOMO3TOBOM IPhIKEH ClieyeT pacleHUTh KaK

CIeICTBHE (CEKBEHITUIO)

CHHIPOM

aCcCoanuio

HSOHHpOBaHHLIﬁ TIOPOK pa3BUTHA

CHMIITOMOKOMIIIEKC, BKIFOYAIOIIUI HU3KUH pOCT, KOPOTKYIO LIEI0 C KPBIJIOBUIHBIMU
CKJIaJIKaMH, 3[IUKAHT, ITO3, KUJIEBUIHYIO Ae(OPMALIUIO TPYAHON KIETKH, BPOKACHHBIN TOPOK
cep/ua, KpUNTOPXU3M; HEA0OPAa3BUTHE MOJIOBOTO WieHa, CHUYKEHHBIH WHTEIJIEKT, BBISIBICHHBIH y
Maiburka 11 ser, mo3BosisieT NOCTaBUTh IMAarHo3 CHHJIpOMa

Hynan

XYY

Mapruna-bemn

HayHa

ITopok pa3BuTHS, BCTPEUYAIOLIUICS KAK CAMOCTOSITENBHO HACIEAYEMBIM MMOPOK C ayTOCOMHO-
JOMUHAHTHBIM TUIIOM NE€PEAayy, TaK ¥ KaK CUMIITOM IPH JPYTUX CHHAPOMAX, Ha3bIBaeTCs

SKTPOJIAKTUIIUS

rupouedans

arutazus OOJIBIIOTO Iaabla

KPUITOPXHU3M

['umnormasust CKyJOBBIX KOCTEH, aHTUMOHTOJTIOMIHBIN pa3pe3 Iiia3, KoJo00MBI BEK, ITOPOK
pPa3BUTHS YIIHBIX PAKOBUH SIBJISIIOTCS XapaKTEPHBIMU NPU3HAKAMU CHUHIPOMA

DpaHvyecKeTTH (HIKHEYEITFOCTHO-ITUIIEBON JH30CTO3)

Kpy3ona (uepenHo-nuueBoil 1u30cTo3)

Amnepa (axporiehaIoCHHIAKTHUIINS)

["onpaenxapa (OKyJI0-aypHKYJI0-BepTeOpaibHas TUCTIIAa3HsI)

VY marnuenTtoB ¢ cuaapoMoM CeTpa-HoT3eHa (akporedanoCuHIaKTHITIS ) HE
oOHapyKHBACTCS

YMCTBCHHAA OTCTAJIOCTh

KpaHHUOCTCHO3

1ITO3

HOpPMaJIbHBIN POCT

HpI/I BBIABJIICHUH CUMIITOMOKOMIIIICKCA, BKIIFOYAIOIICTO HU3KHUHU POCT, MI/IKpO(i)TaJ'II)MI/IIO,
TUIIOILIA3HIO HIDKHEH YCIIOCTH, y3KHI7[ HOC, «IITUYbC JIULO», TUIIOTPHUXO03, KaTAPAKTY,
HOpMaJ'IBHLIﬁ HWHTCJIIICKT, Hanbomee BCPOATHBIM AUArHO30M ABJIACTCSA CUHAPOM

Xamepmana-IITtparida

JyboBuTtiia

Cexkensa

PyOunmreiina-TeitOu

HOJII/I}IaKTI/IHI/ISI HEC BCTPECHACTCA P CUHAPOME

Jlanrepa-I'uneona

bapne-bunis
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Mexkkens

akpornehaTonoJUCHHIAKTHINN

CoueTaHKE IOCTaKCHAILHOM NOJINAAKTHUIINHN KI/ICTGI\/'I, CUMMETPHUYHOTI'O YKOPOUYCHUA KOHEYHOCTEH
)48 BpO)KI[eHHOfI JUCILIIa3nuun HOT'TEH SBIISICTCS XapaKTCPHBIM JIJI1

cunapoma Dmrca—Ban Kpesenpia

AXOHOPOIIIa3un

CUHIApOMA «HOI'TH—HAAKOJICHHUK

CUHApPOMA «KKOPOTKHUEC pe6pa—HOJ'H/II[aKTI/IJ'II/I$I»

Kaxoii BpoxI€HHBII TOPOK pa3BUTHS (OPMHUPYETCS BO BpeMs IUIOAHOTO mepuoza (mocie 9
131 (19

TIO3HMIMOHHAsAY KOCOJIAIIOCTh

paciiennHa ryobl/Heba

aHO(TATBMIIST

aHdHIedamus

10

[Tpumepom Manb(hopManny sIBISIETCS

ansHIedanus

anomanus [lotrep

riarnonedanis (AaCHMMETPHsI Yepera)

TIO3MIIMOHHAsI KOCOJIAIIOCTh

11

PaCHlCHI/IHy Heba BCJIICOCTBUEC BI)Ipa)KCHHOﬁ MUKPOTCHHUHU U I'IOCCOIITO3a CICAYCT paClICHUBATh
KakK

CJIECTBUE

MaJb(opMaIfio

JA3PYILHIO

JIUCILIA3HIO

12

Tun BposkI€HHBIX TOPOKOB Pa3BUTHS, K KOTOPOMY OTHOCHTCS TaJTUAOMHIHAs IMOpHONaTHS,
Ha3bIBAECTCS

TU3PYIIIUS

Mab(popManus

CJIICACTBHUC

nedopmarius

13

Tun BpokICHHBIX IOPOKOB Pa3BUTHS, K KOTOPOMY OTHOCATCS IIOPOKH IIpU cuHApoMe Mapdana,
Ha3bIBACTCS

JUCILIIa3usd

nedopmarius

CJIICOCTBHUC

TU3PYIIHUS

14

Hanmune cimHHOMO3rOBO#M TPBIKH, paclieMHBI HEOA U BPOXKIEHHOTO TTOPOKa Cepala y
HOBOPOXXAEHHOTO, MAaTh KOTOPOTO CTPAAAET 3IUIICTICHEN U TPHHUMAET IPOTHBOCYJOPOKHBIE
MIpenapaTsl, MO3BOJIIET NOCTABUTh INArHo3

(heTabHBIN BaJIBIPOATOBBIA CHHAPOM

tpucomus 18 (curmpom DaBapca)

(heTabHBIN ATKOTOJIBHBIN CHHIPOM

HeKknaccupuuupoBaHHblid Komiuiekc BITP

15

MyrTarmn reHa aktopa pocta Gudpo06IaCTOB XapaKTEPHBI JISI

TaHATO()OPHON IUCILIA3HU

KapJMKOBOCTH JlapoHa
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cunapoma HyHnan

cuaapoma Cvura-Jlemmmm-Ornunria

16

HOpOKI/I Ppa3BUTHA NAJIBIEB PYK U HOT' B COUCTAHUU C yMCTBCHHOI\/'I OTCTAJIOCTBIO BCTPCUAOTCA
IMPpUCUHAPOMEC

Kopuenuu Jle Jlanre

IIpanepa-Buin

Bunbsmca

bekBura-Bunemana

17

[Topoxu pa3BuTHA ANBIEB PYK U HOT B COYETAHUH C YMCTBEHHON OTCTAIOCTHIO BCTPEUAIOTCS
MIPUCHHIPOME

bapne-bunns

bekBura-Bunemana

IIpanepa-Buin

Mapdana

18

ITopoku pa3BUTHS NAJIBLEB PYK U HOT B COYETAHUU C YMCTBEHHOW OTCTAJIOCTBIO BCTPEYAOTCS
HPUCUHAPOME

Cwmura-Jlemmu-Onurna

Onwurna-®puaca (GBBB)

Bunnamca

Hynan

19

CunzpoMm Aapckora HacJaeayeTcs Mo TUITY

X-CIICTUICHHOMY

ayTOCOMHO-PEIIECCHBHOMY

ayTOCOMHO-JOMHWHAHTHOMY

MyJIbTH()AKTOPHATIBHOMY

20

Cungapom COFS (ITenps—Illokeiipa) Hacneayercs o TUITY

ayTOCOMHO-PEIIECCHBHOMY

ayTOCOMHO-JOMHWHAHTHOMY

X-CIETUICHHOMY

MYJIbTH(AKTOPHATIBHOMY

21

Cunnpom EEC (3kTponmakTiiius, SKToAepMalibHas AUCIUIa3us, paclleinHa ryosl 1 Heba)
HacJIeIyeTcs 10 TUILY

ayTOCOMHO-JOMHWHAHTHOMY

ayTOCOMHO-PEIIECCHBHOMY

X-CIETUICHHOMY

Y -CIIeTUICHHOMY

22

CHC]_II/I(I)I/I‘{HLIMI/I IIOPOKaMHU B KJIMHHYECKOM KapTHUHC TaJII/I,I[OMI/IZ[HOﬁ 3M6pI/IOHaTI/II/I SIBJIAFOTCA

PENYKIIMOHHBIE TOPOKU KOHEYHOCTEUN

pacieirHa ryobl/He0a

BPOKIECHHBIN TOPOK CepALa

TUIIOCIIa s

23

[Tpu cunapome Pobeptca (IceBIOTATHAOMUAHBIN CUHAPOM) HE BBISBISIOT

TenaToOCINICHOMET AJTUIO

TeTpadh OKOMEIIHIO

pacuienuny ryosl 1 Heba

CUMMETPUYHOE NOPAKEHUE KOHEUHOCTEN
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24

Jnst peTanbHOro MUTOMEraJIOBUPYCHOTO CHHIPOMa HE XapakTepHa

KayJaJlbHasA OUCIIasus

MHKpOITedais

BPOXJICHHAs KaTapaKTa

MUKPODTAIbMHS

25

Coueranue paciiennHbl ryOpl/HE0a ¢ SMKaMH Ha CITU3UCTON TTIOBEPXHOCTH HIDKHEH TyObI
MIPEACTABIISIET COOOM

MOHOT€HHBIN cuHIpoM Ban nep Byna

M30JIMPOBAHHYIO ()OPMY PACHICIMHBI TYOBI/HEOA MYTETU(HAKTOPUATEHOMN STHOJIOTHH

TOPOK T€PATOTCHHOW NPUPOIbI

XPOMOCOMHBIN CHHAPOM

26

CI/IMHTOMOKOMHJ’ICKC, BKJIFOYAIOIIHM TpeX(baJ'IaHI‘OBI)II\/’I OOJIBIIION najern, y3Kue jieuu u
BPOXICHHBIC AaHEMUH, ITIO3BOJIACT IMPEAIIOIOXKUTE CUHAPOM

Aaze

Aapckora

Kpy3zona

[xekcona-Belitca

27

«IIlaneBuaHast MOLIOHKA» U HU3KUU POCT, B coueTaHuu ¢ mytauueid B rene FGD1, nmo3Bomiser
3a1o03pUTh CUHAPOM

Aapckora

Amepa

Cexkens

Hayna

28

Myrtanus B rene TWIST1 sBnsgercs npuanHoil cuHapoma

Cerpe-Hot3eHa

Jlexxena

Bouba-XupurxopHa

IIpanepa-Buin

29

Myrtanus B rene FGFR2 MoxeT MpUBOAUTE Kak K CHHAPOMY Arepa, Tak U K Pa3BUTHIO
CHUHIPOMOB

[paiipdepa nu Kpysona

[ayna u Ilatay

Aapckora u Aaze

Xonra-Opama u Cerpe-HoT3eHa

30

K akporiieaiocCHHIaKTHIINSAM OTHOCSTCS CHHIPOMBI

Anepa, [1daiidepa, Cerpe-UoTsena

Aapckora, ['onpaenxapa, Tpuuepa-Konnunza

Hayna, OnBapaca, Ilpagepa-Bunnn

Bnyma, nannuronennn ®ankonu, Xarunacona-I uindopaa

31

CHUMITTOMOKOMIIIEKC, BKIIFOYAROIINH YEPEIHON CHHOCTO3, THIIEPTENOPHU3M, SK30()TaJIbM, HOC,
HalOMUHAIOLIUN «KJIIOB MOMyTas» B coueTanuu ¢ myrtanueit B rene FGFR2, no3Bosser
TIPEATIONOKUATH CHHIAPOM

Kpyzona

Aapcxkora

Aaze

Jlyu-bap

32

CHMIITOMOKOMILIEKC, BKJIIOYAOIIMH THITOMJIA3UI0 HIDKHEH YEIFOCTH 0 TUIY «(ppaHdecKeTTh,
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AHTUMOHTOJIOUTHBIN pa3pes a3, TUIIO- WK allIa3uio JIydeBOM KOCTH | i MAJIbIa KUCTH,
XapaKTepeH AJisl CHHIpOMa

Harepa

Mekkensa

Opumena-Illengona

Arepa

33

CoueTaHue MPU3HAKOB YEITIOCTHO-TTUIIEBOTO JU30CTO3a C HEIOPAa3BUTHEM | mmajbIia KUCTH U
JIy4EBBIX KOCTEH XapaKTEPHO AJI1 CHHIPOMA

Harepa

JIyu-bap

T'onbnenxapa

Kabykn

34

ATakcHs ¥ TeIeaHTHAKTa3Us XapaKTCpPHBI 1)1 CHHAPOMaA

JIyu-bap

bexsura-Bunemana

Bnoxa-Cynbideprepa

BunnsamMmca

35

CHMITOMOKOMIIIEKC, BKIFOYAIOINI HU3KUHI POCT 3a CYET YKOPOUEHHS TPOKCUMANIBHBIX OTIEIIOB
KOHEYHOCTEH, BRICTYIAIONIHIA 3aTHUIOK | JI00, 3aIaBIIYI0 IEPEHOCHILY, CUMIITOM «Tpe3yOiay,
XapakTepeH A

AXOHAPOIIa3un

TUIIOXOHOPOIIa3uU

runodachaTeMun

(hpOHTOHA3ATBLHOW AUCIIIA3UU

36

CUMITOMOKOMITICKC, BKIFOUYAIOIIUI MPEHATATbHOE U TIOCTHATAILHOE OTCTAaBAaHHE B POCTE,
MUKporiedaito, HeoObIYHOE JTUIIO (CKOMICHHBIH JI00, THTIOTUIa3Usl HaJOPOBUH, MTO3,
oseapohumMo3) U PK3EMATO3HOE MOPAKEHUE KOXKH, HAUOO0JIee XapaKTepeH JIJIsl CHHIpOMa

Jy6oBuia

Jlapcena

Hayna

Paccena-CunnBepa

37

MuHUMAaJTbHBIC THArHOCTHYECKHIE MIPU3HAKH, TAKUE KaK, HU3KHI POCT, YMCTBEHHAS OTCTAJIOCTh U
XapaKkTepHOE JIMII0, HATTOMHHAIOIIEE MACKY aKTEPOB SITOHCKOTO TeaTpa, XapaKTepHBI s
CHHIPOMA

Kabykn

Kimmmmens-Tpenone-Bebepa

Hayna

Kopuennu ne Jlanre

38

CHMIITOMOKOMIIIEKC, BKITFOYAIOMINH 0()TaTbMOIUIETHIO C ITO30M BEPXHETO BEKa,
MPOTPECCUPYIOLIYIO CIA00CTH MBIIII TPOKCUMAIBHBIX OTEJIOB KOHEUHOCTEH, MMTMEHTHYIO
JIETEHEPAIIMIO CETYATKH, XapaKTepeH JUIsl CHHApPOMa

Kepuc-Ceiip

Kanpmana

Koxkkeiina

[Tatay

39

MuHuManbHble AMATHOCTUYECKHUE TPU3HAKH, TAKUE KaK, ACCHMETPUYIHAS THIEPTPOPHs
KOHEYHOCTEH M reMaHTHOMBI, HanboJee XapakTepHbI AJIsl CHHAPOMA

Knunnens-Tpenone-Bebepa
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Mapdana

Maprtuna-bemnn

Jlapcena

40

CHUMITOMOKOMITIEKC, BKIFOYAIOIINN HU3KOPOCIOCTh, «CTAPUYECKOE JHII0Y, TUTMEHTHYIO
JiereHepaIyio CeTIYaTKU, MUKPOIIe(aHio, TYTOyX0CTh, YMCTBEHHYIO OTCTAJIOCTh, OBBIICHHYTO
YYBCTBHUTEILHOCTH KOXH K COTHEYHOMY CBETY, MO3)KEUKOBBIE PACCTPOICTBA, XapaKTepeH AJIs
CHHIPOMA

Koxkkeiina

Kopuenuu ne Jlanre

Aaze

Opumena-Illengona

41

MpamopHasi Koxka, CHHO(PH3, TOHKHE Tyr000pa3HbIe OPOBH, [UIMHHEIC 3aTHYTHIC PECHULIBI U
THUIEPTPUX03 HanboIee XapaKTePHbI ISl CHHAPOMA

Kopnenuu ne Jlanre

EEC

JlyOoBuiia

[Ipagepa-Buman

42

CUMIOTOMOKOMIIIEKC, BKIIIOYAIOIIUI IJIOCKOE JIMIIO C BAABICHHON CIIMHKOM HOCA U
BBICTYIAIOIIMM JI0OM, MHO)KECTBEHHBIE BBIBUXH CYCTaBOB, OCOOCHHO KPYITHBIX CYCTaBOB,
HWIHHIPAYECKYIO (OpPMY HaNbIEB, XapaKTepeH sl CHHAPOMA

Jlapcena

Konua

Cexkkensa

Munnepa-Jlukepa

43

I[I/IaFHOCTI/I‘ICCKI/Ie IIpU3HaKH, TaKUE KaK, O)KUPEHUE, TUIIOTOHAAN3M, YMCTBEHHAs OTCTaJIOCTh,
IMUTMCHTHAaA ACTCHEpallnd CETYATKU U MOJUOAKTUIINA, Hanbosee XapaKTCPHLbI JJIs1 CHUHAPOMaA

bapne-buyis

Munnepa-Jlukepa

Hayna

JlapceHa

44

CHMIITOMOKOMIIIEKC, BKIFOYAIOIINI YMCTBEHHYIO OTCTAJIOCTh, OOJIBIINE OTTONBIPEHHBIE YIITHBIE
PaKOBHHBI, BBICTYIAIOLIH JI00, MACCUBHYIO HUKHIOIO YEJTIOCTh, MAKPOOPXH3M B COUETAHUH C
JIOMKOCTBIO X-XpPOMOCOMBI B CETMEHTE (28, MO3BOJISET 3a0JJO3PUTH CHHIPOM

Mapruna-bemn

Aapckora

Mapdana

Hynan

45

MuHUMaIbHEIC AUAarHOCTHUYCCKHUE ITPU3HAKHU, TAKUC KaK, BBICOKUH POCT, apaxXHOIaKTHUIINA,
THOCPHOABUKHOCTD CYCTAaBOB U IMOJIBBIBUX XPYCTAJIMKA, HaunboJee XapaKTCPHBI 4JI1 CHHAPOMaA

Mapdana

Hynan

HayHa

ITatay

46

CI/IMHTOMOKOMHJ’ICKC, BKJ'IIO‘{aIOH.[I/Iﬁ MNOJIMAAKTUINIO, CIMHO-MO3TOBYIO I'PBIXKY U IMOJIUMKHUCTO3
ITOYCK, IMMO3BOJIACT 3a110J03PUTE CUHIPOM

Mekkens

Cexkkensa

Harepa
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Kopuenun ne Jlanre

47

K okyno-mananOynodanuaassHOMy CHHAPOMY OTHOCHTCS CHHIPOM

Xamnepmana-IlItpaiida

Arnepa

JIyn-bap

Kpy3ona

48

MarneHbKoe TpeyroJibHOE JIUIO, BEICOKHI BBICTYMAIOIIUH J100, BRICOKOE HEOO, MaJICHBKU I
MOI00POJIOK, OMYIIICHHBIC YTOJIKK PTa, Y3KUE TyObI, TaTepalibHYI0 aCCUMETPHIO Tella XapaKTePHBI
JUIS CHHJIpOMa

Paccena-CunnBepa

Opumena-Illengona

HayHa

Hynan

49

CUMITOMOKOMIUIEKC, BKIIOYAIOIIUI pelyKIIMOHHbIE IOPOKU KOHEYHOCTeH (TeTpadokomMenus),
pacienuny ryosl 1 HeOa, TUIEBYI0 TeMaHTHOMY, CepeOpHCThIe BOJIOCH M PE3KOE OTCTaBaHUE B
pocte, HanboJee XapaKTepeH Ul CHHIPOMa

PoGeprca

HayHa

Bonbha-XupuxopHa

Jlexxena

50

«JIMLIO II0Aa» (BBICTYHAIOIIUI 7100, INPOKas IEPEHOCULIa, THIICPTEIOPU3M, SITHKAHT)
XapaKTepHBIN CUMIITOM IIPU CHHAPOME

PoGunoBa

Jlexxena

Aaze

Armepa

51

CHMIITOMOKOMILIEKC, BKIFOYAIONIUN HU3KUH POCT, KITFOBOBHIHBIA HOC, MUKPOIE(aIIHIO,
YMCTBEHHYIO OTCTAJIOCTh M aHOMAJIMH CKeJIeTa, HanOoJiee XapaKTepeH JIsi CHHAPOMa

Cexkkens

Cotoca

Perta

Aapckora

52

K kpanmno-kapno-Tap3ajabHON AUCIIIA3UN OTHOCUTCS] CHHAPOM

Opumena-lllengona

Armepa

bexBura-Bunemana

Kopnuenuu ne Jlanre

53

OTHONOTHYIECKUM (haKTOPOM XPOMOCOMHEIX OOJIC3HEH SIBIISIFOTCS

YHUCJIOBBIE U CTPYKTYPHBIE AHOMAJIUU XPOMOCOM

TOJILKO YMCJIOBBIC AHOMAJIMH XPOMOCOM

TOJIBKO CTPYKTYPHBIC aHOMAJIMU XPOMOCOM

VM3MEHEHUS B pa3Mepe MPOTSHKEHHBIX T€TePOXPOMATHHOBBIX OJIOKOB XPOMOCOM

54

XpoMocoMHBIe 00JIe3HN 00yCIIOBJICHBI

TCHOMHBIMU U XpPOMOCOMHBIMHU MYTAUAMU

TOJILKO TCHOMHBIMU MYTAallUAMHA

TOJIBKO XpOMOCOMHBIMH MyTallUAMH

MOJIMMOP(HU3MOM B YHCIIE KOMHH MPOTSHKEHHBIX YYaCTKOB XPOMOCOM
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55

K xareropmuu reHOMHBIX MyTalllii OTHOCSTCS

AHCYTIJIONIUHN U NOJIUITITIONIUN

TOJILKO aHCYIIJIOU AN

TOJIBKO ITOJIHUITIION AN

TCHHBIC MYTalluH, CIIy4aiiHbIM 00pa3oM pacipeeseHHbIe IO Pa3HBIM XPOMOCOMaM Habopa

56

XpOMOCOMHBIe AHCYIIJIONIUN MOT'YT BOSHUKATL BCJICACTBUEC

oIIMOOK Meo3a I u H, a TaKKC B PE3YyJIbTATC HAPYUICHHA CETpEraui XpoMOCOM B MUTO3C

HWCKIIOYUTEILHO OIIMOOK Meiio3a |

HMCKIIOYNUTEIHLHO OMIMOOK Meiio3a 11

HCKJIIOUHUTEIIBHO OIIMOO0K cerperaiuu XpoMOCOM B MUTOTUYCCKOM ACIICHUN COMAaTHYCCKUX
KJICTOK

57

K KaTCropu XpoMOCOMHBIX MyTaIlI/Iﬁ OTHOCATCA BCC

BUJBI CTPYKTYPHBIX abeppanuii XpoMocoM

BapHAHTHI AaHEYIUIONIUH XPOMOCOM

THUIIBI ITOJIUIIIONINHN

BAPUAHTHI YUCJIOBBIX U CTPYKTYPHBIX HAPYUIEHUI XPOMOCOM

58

K cTpykTypHBIM nepecTpoiikaM XpOMOCOM OTHOCSITCS

HWHBEPCUH

TPUCOMUU

TETPACOMHUHU

MOHOCOMHH

59

PobGepTcoHOBCKas TpaHCIOKALMS TIPEJICTABIISIET BAPUAHT

XPOMOCOMHOW MyTalUU

T€HOMHOW MyTaluu

TEHHOM MyTaluu

TTOJIUITIIION AN

60

Tpurionaus B KApUOTHIIE YETIOBEKA MOXKET OBbITh MPE/ICTABIICHA CICAYIOIIMMH KOMOMHAIIUAMHI
TIOJIOBBIX XPOMOCOM

69, XXX, 69,XXY, 69, XYY

69, XXX, 69,XXY, 69,YYY

69, XXX, 69,XYY, 69,YYY

69,XXY, 69,XYY, 69,YYY

61

BosauknoBenue TPUILJIONJIHOT'O KapUOTHUIIA ABJIACTCA PE3YJIbTATOM

JUCIIEPMHOTO OIUIOJOTBOPEHUS, CIIUSHMSI TATIJIONTHOM U FaIlJIOUIHOM raMeT, 3HI0PEIIMKALINN
OJIHOT'O U3 POJIUTEIBCKUX POHYKJIEYCOB B 3UI0TE

HUCKIIFOUUTCIIBHO AUCIICPMHOT'O OIIJIOAOTBOPCHUSL

TOJBKO CIUSHUN TUILUIOUIHON U ralIONIHON TaMET

SHIOPEAYTUINKAINH MTPOHYKIIEyCa B 3UTOTE

62

JIOTIOJTHUTENbHBIN TalIONTHBIH XPOMOCOMHBIM HA0OP B TPUILIIOWIHOM KapHOTHIIE

MNPCUMYHICCTBCHHO UMCCT OTHOBCKOC IMPOUCXOKIACHHUC

MNPCUMYHICCTBCHHO MMCCT MATCPHUHCKOC IMTPOUCXOKICHHUC

PaBHOBEPOATHO MOXET UMETHh MAaTCPHUHCKOC MJIN OTIIOBCKOC IMMPONUCXOKICHUC

BCCTZIa BOSHUKACT B PE3YJIbTATC PEAYIINIMKAINY MaTCPUHCKOTI'O IMPOHYKIJIEyCa

63

CootHoeHne kapuotunoB 69, XXX u 69,XXY cpeau CIOHTaHHBIX a0OPTYCOB IIEPBOTO
TpuMecTpa 6epeMEHHOCTH COCTABIISET

1:2
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64

DEHOTUIINYECKOE IMMPOABJICHUC TPUILUIOUMAWU B IICPBOM TPHUMECTPC 6epeMCHHOCTI/I MpeaACTaBJICHO

YaCTUYHLIM ITY3bIPHBIM 3aHOCOM

TIOJIHBIM ITY3BIPHBIM 3aHOCOM

6I/Ip0I[I/ITCJ'H:CKI/IM TTOJIHBIM ITY3BIPHBIM 3aHOCOM

MMOBTOPAIOIIUMCS ITY3bIPHBIM 3aHOCOM

65

I[OJ'IH TPHUINIONIUN B MaTCpHaJI€ CIIOHTaAaHHBIX a60pTyCOB C aHOMAJIMAMU KapHUOTHUIIA HAXOJUTCA B
JUara3oHe ITPOLICHTOB

15-20

10-15

5-10

1-5

66

BO3HHUKHOBEHHE YaCTHYHOTO IMy3BIPHOTO 3aHOCA B IIEPBOM TPUMECTPE OGEpEeMEHHOCTH
00yCJIOBJICHO

JUaHAPUEH ¢ cCOXpaHEHHEM MAaTEPUHCKOI0 FalNIONHOTO Habopa B 3UTOTE

JUaHApHUeH ¢ yTpaToil MaTEPUHCKOTO ramIouAHOro Habopa B 3UroTe

JUTUHUEH ¢ COXPaHEHUEM OTIIOBCKOTO TaIlJIOUHOTO Habopa B 3UTOTE

JUTHHHEH C yTPaTOl OTIOBCKOTO TaIUIONIHOTO HA0Opa B 3UTOTE

67

HI/ITOFGHGTI/I‘IGCKI/IM MAapKEPOM YaCTUYIHOT'O ITY3bIPHOTI'O 3aHOCA ABJISCTCS

TPUILTOUTHBINA KAPUOTHUI C JOMOIHUTENFHBIM TalJIOUTHBIM XPOMOCOMHBIM HA0OPOM OTI[OBCKOTO
MIPOUCXOXKICHUS

TpI/IHJIOI/II[HI)II‘/'I KapuoTHIl C JOIMMOJHUTCIBbHBIM IralllIoOuIHBIM XPOMOCOMHBIM Ha60pOM
MATEPHUHCKOT'O ITPOUCXOKIACHU A

HHHHOHHHBIﬁ KapuoOTHIl, Hpe,[[CTaBJ'IeHHLIﬁ ABYMS TCHOMAMMU OTHOBCKOI'O ITPOUCXOXKICHUS

JIMTTOUIHBIN KapUOTHIL, TPEACTABIECHHBIN IBYMSI TEHOMAaMH OTIIOBCKOTO MPOUCXO0XKICHUS

68

HI/ITOFGHeTI/ILIeCKI/IM MAapKEpOM IMOJHOTI'0 IMY3bIPHOI'O 3aHOCA ABJISACTCS

HHHHOHHHBIﬁ KapuoOTHIl, Hpe,[[CTaBJ'IeHHLIﬁ ABYMS TCHOMAMHU OTHOBCKOI'O ITPOUCXOKACHUA

HHHHOHHHBIﬁ KapuOoTHII, HpeZ[CTaBJ'IeHHHﬁ ABYMS TCHOMAMHU OTIHOBCKOI'O ITPOUCXOKIACHUA

TPHUILIOWIHBIA KAPUOTHUI C JOMOJHUTEIIbHBIM TallJIOUTHBIM XPOMOCOMHBIM HA0OPOM OTI[OBCKOTO
MIPOUCXOXKICHUS

TpI/Il'IJ'IOI/I,I[HHﬁ KapuOTHII C JOIIOJIHUTCIBbHBIM IrallslIONIHBIM XpPOMOCOMHBIM Ha60pOM
MAaTCPUHCKOT'O NPOUCXOKICHUA

69

ITpy 4acTHYHOM Iy3BIPHOM 3aHOCE BO3MOXHBI KAPUOTUIIBI

69, XXX, 69,XXY, 69, XYY

69, XXY, 69, XYY

69,XXY, 69,XYY, 69,YYY

69, XXX, 69,XXY, 69,XYY, 69,YYY

70

HpI/I ITOJIHOM ITY3BIPHOM 3aHOCC BO3MOYKHBI KAPpUOTHUIIBI

46,XX, 46,XY

69,XXX, 46,XX

69,XXY, 46,XY

69, XXX, 69,XXY

71

BupoauTensckuil mOTHBIN My3BIPHBIA 3aHOC 00YCIIOBIICH HAPYIIEHHEM

YCTAHOBJICHHA T'€CHOMHOT'O UMIIPUHTUHI'A B OOI'CHE3C

YCTAHOBJICHWS TCHOMHOT'O UMITPUHTHUHIA B CIIEPMATOTICHESEC

89




CTUpaHUs TCHOMHOI'O UMITPUHTHHI'A B OOI'CHE3C

CTHUPpaHUs TCHOMHOI'O UMIIPUHTHUHI'A B CIIEPMATOI'CHE3C

72

HaCJ’IeI{CTBCHHLIe (pOpMI)I 6I/Ip0HI/IT6J'ILCKOF O IIOJIHOI'O ITY3bIPHOT'O 3aHOCA CBA3aHbl C MyTallUIMU B
TCHax

NLRP7, KHDC3L

IGF2, H19

KCNQ10T1, CDN1C

NLRP2, NLRP5

73

CerMmeHTHas OJHOPOAUTEIbCKAA JUCOMUS XPOMOCOM SBJISICTCA PE3YJIbTATOM

MHUTOTHIECCKOW PEKOMOMHAITIH

MEHOTHYECKOr0 KPOCCHHIOBEpa

HEUYETHOI'O YHnciia CCCTPUHCKHUX XPOMATUAHBIX 00MEHOB

4ETHOIO YKCia CCCTPUHCKHUX XPOMATUIHBIX 00MEHOB

74

KoHnrmemnus 0THOPOAUTENLCKOTO HACTCIOBAHUS XPOMOCOM TEOPETUYECKHU Obllia 000CHOBAHA B
1980 romy

Opukom DHreneMm

Amnnoii @eprioccoH-CMuUT

Asumom Cypanu

piiBopom Conrepom

75

OIUreHETUYECKUM CICACTBUEM OILHOpOZ[HTCJIBCKOﬁ JAUCOMHHU XPOMOCOM SBJISICTCA

HapylmeHue Oananca A03bI UMITPUHTHPOBAHHBIX I'CHOB, JIOKAJIM30BAHHBIX Ha XpOMOCOMaAX,
BOBJICYCHHBIX B OMTHOPOAUTEIHLCKYIO JUCOMUIO

HapyIeHne 0anaHca 036l UMIPUHTHPOBAHHBIX T€HOB M0 BCEMY F€HOMY

YMCHBIICHHUE YMCJIa KOITui HMIPUHTUPOBAHHLIX TCHOB

YBEJIIMYCHUE YHCIa KOIIHH UMIIPUHTUPOBAHHBIX I'CHOB

76

K rpynmne moBbIIIeHHOTO pHCKa MO HAIMYHIO OJHOPOAUTEIHCKON JUCOMUH XPOMOCOM OTHOCSATCS

TUTO/IBI C BHYTPUYTPOOHOH 3a/IeP’KKOM Pa3BUTHS M IPEHATAIBHO MTOTBEPIKICHHBIM
OrpaHMYEHHBIM IUIALICHTAPHBIM MO3aUIIM3MOM

HOBOPOXACHHBIE C TPUCOMUSIMU IO XpoMocomam 13, 18 unu 21

HOBOPOXJACHHBIC C MHOXXCCTBECHHBIMU BPOKACHHBIMU IIOPOKAMHU PA3BUTHUSA

HOBOPOXJCHHBIC C MUKPOJACIICIIMOHHBIMU CUHAPOMAaMHU

77

Bo3aukHoBeHue TETPAIIIOUIHOTO XPOMOCOMHOI'O Ha6opa B 3M6pI/IOHaJ'H:HOM MEPUOAC pA3BUTHUA
ABJIACTCS ITPEUMYIICCTBEHHO PE3YJIbTATOM

6n01<a;u,1 IMUTOKMWHE3A ITPU NEPBLIX NCICHUAX )Z[pO6JIeHI/ISI

SHJIOPEAYIUIUKAIIUU TIPOHYKJIEYCOB B 3UTOTE

TPUCHICPMHOI'O OINIOAOTBOPCHUSA

CIIMAHUA JUITJTIOMJIHBIX TaMCT

78

JIOMUHHPYIOIIAM IIUTOTCHETHUECKIUM MEXaHU3MOM (POPMUPOBAHHUS ayTOCOMHBIX TPUCOMHUIA,
PETUCTPUPYEMBIX Y CIIOHTAHHBIX a00PTYCOB, SIBISIETCS

HCPACXOXKACHUC TOMOJIOTHYHBIX XpPOMOCOM B meiiose 1 Yy MaTtepu

HCPACXOXKJACHUC CCCTPUHCKUX XpOMATU B meiiose 11 Yy MaTepu

HEpPACXO0XkJIEHNUE TOMOJIOTMYHBIX XpOMOCOM B Meiio3e I y oTia

MOCT3UTOTUYCCKOC HEPACXOKICHUE XPOMOCOM

79

CJ'IGI[CTBI/ICM MOCT3UTOTHYECKUX OIIUOOK cerperauv XpoMOCOM SBJIACTCA

,ZLI/IHHOHZLHO-aHCYHJIOI/I,Z[HLIﬁ XpOMOCOMHLIﬁ MO3auIn3M

JIATLTOUTHO-TPUILIOUIHBIN MO3anuIIN3M

ZII/IHHOHZIHO-TCTpaHJIOH)IHblﬁ MO3auIIn3M
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XpOMOCOMHBIﬁ XUMCPU3M

80

Bapwuarmu B yricne Konuii y9acTKOB JHK (cnv — copy number variation) Ha3pIBalOTCsI

W3MEHCHHMS B YHCIIC KOIIH OTACIIbHBIX Y4aCTKOB HHK, MMPOTAKCHHOCTLIO 6oiee 1 T.II.H.,
OTINYAIOIIMECA IO YUCITY KOIINii B pe(bepeHCHOM TCHOMC

VM3MEHEHUS B YMCIIe KOMuil oTneipHbIX yuacTkoB JJHK, nporsokenHocThIO 601ee 1 MTH.ILH.,
OTIMYAIONTHECS IO YUCITY KO B pe)epeHCHOM TeHOME

AHCYIIJIOU AU XPpOMOCOM

COUYeTaHUe KJIETOK C TPUCOMHUEH 1 MOHOCOMHMEH 1O OJTHOM U TOH K€ Mape roMOJIOTMYHBIX
XpOMOCOM Y HHIUBUAA

81

CerMeHTHEIC AYIUIMKaOWU I€HOMa MPEACTABIIAIOT coboii

0J10KM HU3KOKOMUKHBIX TOBTOpoB JIHK, npotsskeHHOCTHIO 10 500 T.I1.H., UMEIOIYIO BEICOKYIO
cTerneHb romoioruu (6omnee 98%), CKOHIIEHTPHUPOBAHHBIE IPEUMYIIIECTBEHHO B
HNPULEHTPOMEPHBIX U TEIIOMEPHBIX pallOHAX XPOMOCOM

CCTMCHTHBI OTACIIBHBIX XPOMOCOM B KapHUOTHUIIC YCJIOBCKA, IPEUMYIUICCTBEHHO 3YXPOMAaTHUHOBEIC,
4aCTO BOBJICKAOIIUCCA B AYIIJIMKAIIWMHU, MTPUBOAAIINEC K XPOMOCOMHBIM 3a00JIeBaHUSIM

MHOXKXCCTBCHHBIC CHy‘IﬁﬁHHG YBEJIMYCHUA KOIIMMHOCTH OTACIBHBIX XPOMOCOMHBIX PETHOHOB

COYCTAHHUC IMOJTUINIONINH C aHGYHHOHHHGﬁ 110 OTACJIBHBIM XpOMOCOMaM Ha60pa

82

OTHONOTHYeCKUM (PaKTOPOM, MPUBOASAIINM K 3aKOHOMEPHOMY BOSHUKHOBEHUIO MUKPOJIEIEIHN 1
MHKPOAYIUIMKALMK B IIPEAeIax OJHOr0 XPOMOCOMHOI'O PErMOHA, SIBISIETCS

HCAJJICJIbHAsA rOMOJIOTHYHaA p6KOM6I/IHaLII/I$I MEXIY OJIOKAaMH CEerMEHTHBIX I[yl'[J'II/IKaLII/Iﬁ

B3aMIMHEII 0OOMEH WACHTUYHBIMH ITOCIIEA0BATEIHHOCTIMHA TOMOJIIOTHYHBIX XPOMOCOM
(MEHOTHYECKUI KPOCCUHTOBED), MPOXOSAIINN MEXKY OJIOKAMH CETMEHTHBIX JTYIUTMKAIUN

IC¢HHad KOHBEPCHU B YHACTKAX XpOMOCOM, q)HaHKI/IpOBaHHI)IX 0JI0KaMM CETMEHTHBIX [IYHHI/IKaHI/Iﬁ

npockanb3biBanue perumukanin JJHK B ygacTkax, ¢puraHKHpOBaHHBIX OJIOKAMH CErMEHTHBIX
JTyTUTAKALI

83

K xaTeropuu MUKpOJIEICIIMOHHBIX CHHIPOMOB TPAJAUIIMOHHO OTHOCSIT XPOMOCOMHBIE
3a0o0neBaHus1, 00YCIOBJICHHBIE JENEIUIMH XPOMOCOMHBIX Y9aCTKOB, pA3MEPOM MEHEe nap
HYKJIEOTHJIOB

5 MUJUIMOHOB

10 MIJUTHOHOB

1 MuIHOHOB

100 TBICSY

84

I/ICTOpI/IquKI/I TMEPBBIM HUTOI'CHETUYCCKU OXapPaKTCPU30BaAaHHBIM CUHAPOMOM, O6yCJIOBJIeHHLIM
neneuneﬁ XPOMOCOMHOT'O pEruoHa, ABUJICSA CUHAPOM

KOIIa4Ybero KpukKa

KOIIA4YbCro rjasa

Macku u3 HabGmyca

DHreapMaHa

85

NcTopudecku nepBbIMU OMUCAHHBIMHM CUHAPOMAMH PELUITPOKHBIX XPOMOCOMHBIX MUKPOAETIEINN
1 MUKPOAYIJIMKAIMHA CTaIu CHHIPOMBI

Cwmut-Marenwnc u Ilotoku-Jlynckn

Munnepa-Jlukepa 1 Mukpoayniaukanuu 17p13.3

Bunesmca-bolipena u mukpoaymimkanuu 7q11.23

Ju JIKOpKY M TPOKCUMAJIBHOM MUKpoaymmkanuu 22q11.2

86

HepBBIMI/I HaCJICACTBCHHBIMH 3a6OHeBaHI/I$IMI/I, MIPOAEMOHCTPHUPOBABIIMMHU 3HAYNMOCTD
CETMCHTHBIX ;[yrmm(aunﬁ réHOMa B BOBHUKHOBCHUH XPOMOCOMHBIX MI/IKPOI[CJ'IGL[I/Iﬁ u
MHKpOI{yHHI/IKaHI/Iﬁ, SIBUJIUCH

6onesnb lllapko-Mapu-Tyc, Tum [A u HeliponaTus ¢ mapaaudaMu OT CIaBJICHUS
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cuaapom [pagepa-Bunu u cunapom Mukpoayminkanuu 15q11-g13

cuaapom Deman-Mak/lepmua u cuHIPOM MUKpoayTUIHKaIuy 22q13

cuaapom PerTa v CHHIPOM MUKpOAyIUTHKAuA Xq28

87 | 3epkanpHblE KIMHUYECKHIE MPU3HAKH Y MAIEHTOB C CHHAPOMAaMH PELUIPOKHBIX XPOMOCOMHBIX
MHUKpPOAETICHUI U MUKPOIYIUIMKALUI MOTYT ObITh 00YCJIOBJICHBI
HapyLICHHUIMH YKciia KOIUHA J0303aBUCUMBIX T€HOB, 3aTPOHYTBIX XpOMOCOMHOM abeppauueil
pa3HOHANpaBJIEHHBIMU U3MEHEHUSIMHU aKTUBHOCTH BCEX I'€HOB, IIONAJAIOIINX B PETHOH
XPOMOCOMHON MHUKPOAETEIMH WIH MUKPOTYTIITUKALIUU
cnenn(pUIEeCKUMHA U3MEHEHUSIMH B TEHHOH SKCIPECCHH, BOZHUKAIOIIUMHU MIPU yTpaTe OJHON
KOIIMH XPOMOCOMHOT'O PErHOHA
cenn(pUIEeCKUMHA U3MEHEHUSIMH B TEHHOH SKCIPECCHHU, TPOUCXOISIIUMHU MPH YBETUICHUT
KOIUIHHOCTH XPOMOCOMHOT'O PETHOHA

88 | Hambosee pacmpocTpaHeHHBIM XPOMOCOMHBIM HAapyIIEHHUEM B IPYIIIIE MAMEHTOB C SITMIICTICHEH
SIBIISIETCS] CHHJIPOM
Mukpojeneuuu 16p13.11
Mukponeneuuu 17p13.3
MUKponymukauuu 17q21.3
Hayna

89 | Cpenuss wim TsDKeNnasi CTENeHb YMCTBEHHOM OTCTalIOCTH, APYKEIOOHOE OBEICHHUE,
YAJIMHSAEMOE C BO3PACTOM JIMLIO, TOHKHE, BHIOLIUECS BOJIOCHI, BEHTPUKYJIOMETANNS XapaKTEPHBI
JUIsl TALIMEHTOB C CHHAPOMOM
Kynena — ne Bpu
MUKpoaymiaukanuu 17q21.31
qymukanuu 7q11.23
JucTanbHOU MuKpozeneunu 22ql11.2

90 | mukpoaenenuu B jokyce 15q11-q13 Ha XpoMOCOMe MAaTEPUHCKOT'O IPOUCXOXKACHUS IPUBOMIST K
(hOopMHUPOBaHUIO KIIMHHYECKOH KApTHHBI CHHIPOMA
OHreneMaHa
[Ipagepa-Bumau
Mapruna-bemn
Perra

91 | Mukponenennu B okyce 15q11-q13 Ha XxpoMocoMe OTIIOBCKOTO MPOUCXOXKACHUS IPUBOIAT K
(hOopMHUPOBAaHUIO KIIMHHYECKOH KapTHHBI CHHPOMA
IIpanepa-Buin
OHrenpMaHa
Maptuna-benn
Perra

92 | OmHOPOAMTENBECKOE HACTIEIOBAHUE XPOMOCOMBI 15 MaTEPHHCKOTO MPOUCXOXKIICHHS SBIISIETCS
STHOJIOTHYECKUM (DaKTOPOM CHHAPOMA
[Ipanepa-Bumn
OHrenpMaHa
Paccena-CunnBepa
Karamu-Orara

93 | OnHOpOOUTENBCKOE HACIEIOBAHUE XPOMOCOMBI 15 OTIIOBCKOT'O IPOUCXOKACHUS SIBISETCS

STHOJIOTMYECKUM (haKTOPOM CHHAPOMA

DHreapMaHa

[Ipanepa-Bumn

Paccena-CunbBepa
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Temmna

94 | Nymmukarmu 11p15.5 Ha XpoMocoMe OTIIOBCKOTO MPOUCXOXKICHHS SBISTFOTCS STHOJIOTUIECKAM
(hakTOpOM CHHIpOMA
Bunemanna-beksura
Paccena-CunnBepa
Karamu-Orara
MakKrrona-Onopaiita

95 | oOMmIKM 3THOIOTHYECKUM MUTEHETHIECKUM MEXaHU3MOM JJIsl CHHAPOMOB BUIeMaHHa-0E€KBHUTA U
paccena-cuiabBepa SIBISIOTCS
TUIEPMETIIINPOBAHUE U THIIOMETHINPOBaHIE [IEHTpa UMIpUHTHHTA B Tokyce IGF2/H19
(11p15.5), cOOTBETCTBEHHO
OJIHOPOJIUTENIBCKOE HACIeI0OBaHUE XPOMOCOMBI 11 OT 0TIIa M MaTepH, COOTBETCTBEHHO
OJTHOPOAUTENILCKOE HACTIEJOBAHNE XPOMOCOMBI 7 OT OTLIA M MaTEPH, COOTBETCTBEHHO
Henernuu nentpa nmnpunatiara IGF2/H19 Ha xpoMocoMax OTIIOBCKOTO W MaTEPHUHCKOTO
MIPOUCXOKJIEHHUS, COOTBETCTBEHHO

96 | 3ameprkKa MHTEIUICKTYaJIbHOTO Pa3BUTHS, CHHAPOM Ae(UIINTAa BHUMAHHS U TUIIEPAKTUBHOCTS,
MICUXWYECKUE paccTpoiicTBa ((poOHH, TPEBOXKHOCTH ), BPOKIEHHBIE TIOPOKH cepala (TeTpaaa
(hayso, KoapKTalys AyTH a0pThl) XapaKTEPHBI JJIs MAIMEHTOB C CHHAPOMOM
MpOKCUMaIbHON MUKpoaeneryu 22q11.2
mukpogeneunn 17q21.31
Mukpogeneuuu 15q24
Mukponeneuuu 17pl1.2

97 | c memenysiMU TEJIOMEPHBIX U CYOTEIIOMEPHBIX Y4aCTKOB XPOMOCOM CBSI3aH CIIe YOI
MHUKPOAEICLUOHHBINA CHHAPOM
®enan-Makaepmug
IIpanepa-Buuin
Cmur-Marenuc
Bunbsimca-boiipena

98 | INarorene3 X-cueruieHHOTO cuHApPOoMa Perta 00ycioBieH
HEJI0CTATKOM METHIIIMTO3MH-CBs3bIBatoniero oenka MECP2 B HelipoHaxX roj0BHOTO MO3ra
THIEPIPOAYKIIUEH METHIIIMTO3WH-CBsi3bIBaronero oenka MECP2 B HelipoHax roJoBHOTO MO3ra
Moudukanueii koHpopmarnu 6eaxka MECP2 B HelipoHax roJJOBHOTO MO3ra
AKTHBHBIM BbIBeJIeHUEM U3 HeHpOoHOB rojgoBHoro mo3ra MPHK rena MECP2

99 | Tskenast cTeneHb YMCTBEHHOW OTCTAJIOCTH, JIMIEBBIE AUCMOpGIH, [1-TamacceMust, aHOMaTUH
MOYETIOJIOBOH CHCTEMBI XapaKTEPHbI Ul NALMEHTOB C CHHAPOMOM
ATRX
CLOVES
CHARGE
CRI-DU-CHAT

100 | Myranuu rena skcunsnonHoi penapaunu ERCC6 cBsizaHbl ¢ pa3BUTHEM
1epedpo-okyno-nune-ckenetHsiit cuaapoma (COFS) u cuaapoma KokkaitHa (Tim B)
cuaapomoB ICF1 u ICF2
aHemuu PaHKOHH U cHHApOM biryma
cunapoma Beprepa u cunapoma Hulimerena

101 | IuToreHeTHueCKMM MapkepoM cuHapoma biyma siBnsieTcst

YBCIMYCHUEC YaCTOTHI CCCTPUHCKUX XPOMATHIHBIX 0o0OMeHOB

ACKOMIIAKTU3alUs I'CTCPOXPOMATHHOBBIX HOCHC,I[OBaTGHBHOCTCﬁ B KPYITHBIX O1okax
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reTepoxpomMaTuHa Ha xpoMocomax 1,9, 15,16 u’Y

WHAYKIUSA MHOXCCTBCHHBIX XPOMOCOMHBIX TpaHCJIOKaI_II/Iﬁ

XPOMOTPHIICUC

102

CHUMIITOMOKOMILIEKC, BKIFOYAONIUI HAHU3M, KPBUIOBUIHBIE CKJIAJIKU Ha IIee, 00YKOOOpa3HYIO
TPYAHYIO KJIETKY B COYETAHUH C KapuOTHIIOM 45, X, TO3BOJISIET TUarHOCTHPOBATHh CHHAPOM

Illepemenckoro-TepHepa

DnBapaca

Jlexxena

[Taray

103

Kputnueckoit 00:1acThi0, OTBETCTBEHHOM 32 MPOsIBIICHUE (PeHOTHITa CHHAPOMa bekBuTa-
Bunemana, snsercs

11p15.5

4p16.3

5p15.1

21022

104

IIpu cunnpome bekButa-Buaemana nospexaacTces J0Kyc KOPOTKOTO Iuieya
XpOMOCOMBI

11

8

15

1

105

CUMITOMOKOMIIIEKC, BKIIOUYAIOIIUI oMdaroLeie, MaKporioCCHI0, MAaKPOCOMHUIO, B COUETaHUH C
Mukpoaymiaukanueil Ha yyactke 11p15.5, IIO3BOJISET nuarHoctupoBath CHHAPOM

bekBura-Bunemana

Paccena-CunbBepa

Perta

Cexkkensa

106

K cunnpomy AHrenbmaHa MOXKET IPUBOANTH MyTaIHsl TeHA , YHacJIeZIOBaHHAs OT
MaTepu

UBEA3

RAI1

NSD1

JAG1

107

Cunznpom AHrenbMaHa BCIIEJICTBHE XapaKTEPHBIX OCOOCHHOCTEH (DEHOTHITA Ha3hIBAIOT
CUHAPOMOM

«CYACTIIMBOMU MAapHUOHCTKN» WUJIN KICTPYHIKWY

«aujieMa rpe€4eCKoro BOMHa»

(KOMIAYBET'O0 KPHUKa»

«KOIIAYbEro rja3ar

108

Hucaﬂue(banm[, BbISABJIICMas Mpu MaFHI/ITHO-pe3OHaHCHOﬁ TOMOFpa(bI/II/I, SABJIACTCA XapaKTCPHBIM
IIPpU3HAKOM CHUHJApOMaA

Munnepa-Jlukepa

HayHa

[Tatay

Jlexxena

109

Hannire mupokux nepBbIX NalbIeB KHCTEH U CTOI B COYETAHUN C KAPHOTHIIOM
46,XY,del(16)(p13.3) mo3BoJIsIET NOCTABUTH JUATHO3 CHHAPOMA
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PyOunmreiina-TeiOu

AwnrennMana

Bonsha-Xupnrxopra

Jlexxena

110

KpuTnuaeckoii 001acThio, OTBETCTBEHHOM 3a MpOosiBIicHHE (DeHOTHIIA CHHIpOoMa PyOuHmTeiHa-
Teiibu, apnsercs

16p13.3

4p16.3

1p36

5p15.1

111

K cunnpomy PyOunmireiina-TeliOn MOXKeT NPUBECTH MyTallusl B TEHE

CREBBP

RAIL

UBEAS

NSD1

112

HauGosee 4acThIM CHHAPOMOM TEPMUHAILHOM JCJICIIUY SBIISETCS CHHIPOM

1p36

WAGR

Munnepa-Jlukepa

PyOunmreiina-TeitOu

113

BrIsiBIICHYE OMYyXOJH MTOYKH W aHUPHIUK Y HOBOPOXKIEHHOTO, B COUCTAHUM C KAPUOTHPOM
46,XY,del(11)(p13) mo3BonsieT TMAarHOCTUPOBATH CHHIIPOM

WAGR

IIpanepa-Buin

[Tatay

Hayna

114

Ja nuarnoctuku cuaapomMa WAGR nmpumenstor IHK-ananus rena

WT1

RAIL

NSD1

JAG1

115

Kpurtnueckoii 001acThio, OTBETCTBEHHOH 3a mposiBienue heHoruna cuaapoma WAGR, siBisiercst

11pl3

4p16.3

21922

5p15.1

116

CUMIOTOMOKOMIUIEKC, BKIIIOUAIOIIUNA HU3KUH POCT, TUIIOTOHUIO, 0XKUPEHUE, MATICHbKUE KUCTU U
CTOIIbI, MUH/IAJICBUIHBIC [J1a3a B coueTaHuu ¢ KapuoturioMm 46,XY,del(15)(q11.2-13), no3BossieT
JTUArHOCTHPOBATH CHHAPOM

[Ipanepa-Bumm

AHrenpMaHa

DnBapaca

Cortoca

117

Dnuiencus He SBIACTCS XapaKTCPpHbBIM CUMIITOMOM JJI1 CHHApOMA

«(KOMIAYbET0 KpHUKa»

Boubha-XupurxopHa

Munepa-Jlukepa
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1p36

118

CHMITTOMOKOMILIIEKC, BKITFOYAOIINH 33/IEPKKY POCTa, CYyIOPOTH, OCOOEHHOCTH CTPOSHUS JIUIIA,
HalOMUHAIOIINE «IIUJIEM I'PEUYECKOT0 BOMHAY, BBIABIACTCS Y HAIlUEHTa C CUHIPOMOM

Bonbha-XupuxopHa

Coroca

1p36

Jlexxena

119

TKaHCCHCHI/I(bI/I‘lHI)II\/’I MO3auIU3M SBJIACTCA XapaKTCPHBIM MPU3HAKOM CUHAPOMA

ITanmucrepa-Kunnunana

DnBapaca

HayHa

[Taray

120

[Ipu npoBenennuu nuddepeHnnanbHON TMarHoCTUKH CHHAPOM COoToca MOYKHO HCKIIIOUUTh U3
NEPEYHs NPEANOoIaraeMpIX IMarHo30B, €CIM y NalKueHTa

HHU3KUI pOCT

BBICOKUH POCT

00JIBIIAs TOJIOBA C BRICTYHAIOIINM JIOOM

KOCTHBII BO3pAcCT ONEPEKAET NaCHOPTHHIN

121

Kputnueckoit 00:1acThi0 OTBETCTBEHHOM 32 MPOsIBICHUE (PeHOTHTIA CHHIPOMA COTOCA SIBIISIETCS

5435

22q11.2

21022

4p16.3

122

K cunnpomy coToca MOTyT IPHUBOAMTE MyTallud B FeHE

NSD1

WT1

JAG1

RAI1

123

CHHI[pOM ]_Iep66paJ'H>HOI‘O TUTaHTHU3Ma OoIucall

Cotoc

Hayn

Jlexen

[Tatay

124

K cunapomy Cmut-Marennca MOTyT IpHUBOANTH MYTaIliH B FeHE

RAI1

NSD1

JAG1

BDNF

125

KpuTnueckoii 061acTbio, OTBETCTBEHHOM 3a MposBieHne henoruma cuaapoma Cmur-Marennca,
SIBIIETCS

17p11.2

1p36

21922

4p16.3

126

Arpeccus ¥ CKIIOHHOCTh K CAMOMCTSI3aHHIO B codeTanuu ¢ kKapuotunoM 46,XY, del(17)(p11.2)
MMO3BOJISET IUArHOCTUPOBATh CHHAPOM
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Cwmur-Marenuca

HayHa

Hu Txopmxu

Bounbha-XupuxopHa

127

CI/IMHTOMOKOMHJ’ICKC, BKJIFOYAIOITHM MI/IKpOLIe(baJ'II/IIO, pacieJInHbI FY6I)I u He6a, IOJINAAKTHUIINIO
HJIN CUHITIOJIMJAAKTHUIINIO, IIOPOKH Ppa3BUTUA MOYETI0JIOBO CHUCTEMBI, ITO3BOJIACT IIPEAIIOIIOXUTD
CUHAPOM

[Taray

HayHa

DnBapaca

Coroca

128

CHUMITTOMOKOMIUIEKC, BKIIIOYAIOIINIT «HABHCAIONIHIA 3aThIJIOK», MUKPOTHATHIO, XapaKTEPHOE
HaJIO)KEHHE BTOPOTO M IISITOTO MANBIEB KUCTH, BPOXKAEHHBIE TIOPOKH Pa3BUTHS BHYTPEHHUX
OPraHoB, MO3BOJISIET 3aMI0A03PUTh CHHAPOM

DnBapjaca

Bonbha-XupuxopHa

[Tatay

Cortoca

129

CHMITTOMOKOMILIEKC, BKIIFOYAKOIIUEH Opaxuliedalivio, INIOCKOE JIUI0, MOHTOJIOUIHBINH pa3pes
TJ1a3, MIAPOKYIO MEPEHOCHILY, MAaKPOTIIOCCHIO, BPOKICHBIN MOPOK CEP/Ia U YMCTBEHHYIO
OTCTAJIOCTh, MTO3BOJISIET MPEATIONIOKHATH CHHIIPOM

HayHa

Hu Txopnxu

ITaray

OnBapaca

130

JIst GeHOTUITMYECKH 3I0POBOT0 HOCUTEISI pOOSPTCOHOBCKOW TPAHCIOKAIMY XapaKTepeH
KapuoOTUIL

45,XX,der(14;21)(q10;q10)

46,XY ,der(14;21)(q10;q10)

46,XY,der(14;21)(q10;q10),+21

45,XY,der(14;21)(q10;q10),+21

131

Jnst 6ospHBIX ¢ cuHApoMoM Bosbda-XupmxopHa XxapakTepeH KapHOTHIT

46,XX,del(4)(p16.3)

46,XY,del(5)(p15.2)

46,XY,del(22)(q11.2)

46,XX,dup(4)(p16.3)

132

I[J'IH q)eHOTI/IHI/I‘ICCKI/I 340pOBOI'0 HOCUTCJIA peLIHHpOKHOfI TPAHCJIOKAIINU XapaKTCPECH KapUOTHUII

46, XY t(2; 6) (q33; q13)

45,XY,der(14;21)(q10;q10)

46, XX

47,.XXX

133

Jis 6onpHBIX ¢ cuHApoMoM JleskeHa XapakTepeH KapuOTHII

46,XY,del(5)(p15.2)

46,XX,del(4)(p16.3)

46,XX

47,XY,+18

134

Jiist 6onpHBIX ¢ cuHApoMoM Jlu JIKOp KU XapakTepeH KaprOTHIT
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46,XY,del(22)(q11.2)

46,XX,del(4)(p16.3)
47, XXY
45,X/46, XY
135 | JInsa 6onpHBIX ¢ cuHapoMoM BunbsMmca-boiipena xapakTepeH KapuoTun
46,XY,del(7)(q11.23)
46,XY,del(22)(q11.2)
46,XY.del(5)(p15.2)
46,XX.del(4)(p16.3)
136 | dus 60spHBIX ¢ cuHapoMoM CMHUT-MareHuca xapakTepeH KapruOTHUIT
46,XY,del(17)(p11.2)
46,XY.,del(7)(q11.23)
45,X/46,XY
46,XY.,del(5)(p15.2)
137 | 3anmcs del(1)(p36) MoxkHO pactmpoBaTh Kak AeJICHUs
niecToro 09H1a, JOKaTM30BAaHHOTO B TPEThEM palioHe KOPOTKOTO Ijieya XpPOMOCOMBI |
TPHUIIATH IIECTOTO O3Ha KOPOTKOTO IJyieya XpOMOCOMEI |
MEepBOro 03HJa KOPOTKOTO IjIeya XpOMOCOMBI 3
TpeThero 03H1a JJIMHHOTO IIeYa XPOMOCOMBI 1
138 | 3anmcsk del(4)(p16) MoxkHO pactmbpoBaTh Kak AeJCIUsS
niecToro 09H7a, JOKaJIM30BaHHOTO B IEPBOM pailOHE KOPOTKOTO IJIe4a XpOMOCOMBI 4
LIECTHAAATOr0 03HAa KOPOTKOTrO IIeda XpOMOCOMBI 4
YeTBEpTOro O3HJIa KOPOTKOTO TuIeYa XpoMOCOMBI 16
MepBOro 03HJA, JIOKATM30BAHHOTO B IECTOM paliOHE JUIMHHOTO TIeda XPOMOCOMBI 4
139 | IIpu cuaapome [laTay MOKET OBITH BBISIBIICH KAPHOTHIT
46,XY ,der(13;13)(g10;910),+13
46,XY,der(13;14)(q10;910),+14
46,XY ,der(13;15)(g10;910),+15
45,XY,der(13;14)(q10;910)
140 | IIpu cuaapome JlayHa MOXKET OBITh BBISIBIIEH KAPHUOTHIT
46,XY,der(14;21)(q10;910),+21
45,XY,der(21;21)(q10;910)
46,XY ,der(14;21)(910;910),+14
46,XY ,der(15;21)(910;910),+15
141 | IIpuuuHo¥ Bo3HUKHOBEeHUs cuHApoMa [Ipanepa-Bunnu siBngercs
HMHTepCTUIMabHas aeienus 15q11-13
OJTHOPOAMTENBCKAs TUCOMHSA |5 XpOMOCOMBI
HapyLIEeHHs B IEHTPE UMIPUHTHHIA
myTanuu B rene SNRPN
mytanuu B reie UBE3A
142 | TIprnunHOil BO3HUKHOBEHHSI CHHIIpOMa AHrelbMaHa sIBJISIETCS

WHTepCTUIMaNbHas nenenus 15q11-13

OJTHOPOJUTENHCKAS JUCOMHUS 15 XPOMOCOMBI

mytanuu B reie UBE3A

HapyLIEHUsl B LEHTPE UMIIPUHTUHIA

myTaiuu B rene SNRPN
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143

U3 TMEPCUNCICHHBIX 3a00i1eBaHuil K 00JIC3HAM HMMIIPUHTHUHTA OTHOCATCA

cunjipom Ipanepa-Bumimn

CHUHJIpOM AHrejabMaHa

cuHsipoM bekButa-Bugemana

cuHjipoM Jlayna

cuHJipoM MaptuHna-bemn

144

K MonekymnsipHO-TeHETHYECKIM TIPHYWHAM, TPUBOSIIAM K pa3BuTHIO cuHapoMa [Ipanepa-Bummm
Y CHHJIpOMa AHreIbMaHa OTHOCATCS

Ieenn

OAHOPOAUTCILCKASA TUCOMUS

MyTalluy B HECHTPE UMIIPUHTHUHTA

MYTalliu B TeHEe-KaHAuJaTe

POOEPTCOHOBCKHE TPAHCIOKAITHH

145

(DJ'IIOKTyaIII/ISI 4aCTOTHI BPOXKJACHHLIX IMTOPOKOB PA3BUTHUSA O6YCJ'IOBJ'ICH3

TNOSABJICHUEM HOBOI'O TEPATOI'CHA

00HapyXEHHEM JaBHO CYIIECTBYIOIIEIO TEPATOreHa

MPOSIBIICHUEM CITyYaiiHOU (IIFOKTyanun

YBCJIMYCHUCM KOJIMUCCTBA TCPATOICHOB

YMEHBUICHUEM KOJINYCCTBA TEPATOICHOB

146

[TpuYUHOIA, 3aTPYAHSIOMICH KIMHUIECKYIO THATHOCTHKY XPOMOCOMHBIX CHHIPOMOB
0€3XPOMOCOMHOTO aHAJIN3a, ABJISCTCS

OTCYTCTBUC CTPOI'0 MAaTOrHOMOHUWYHEBIX CUMIITOMOB

TNEPEKPBIBAHNE CUMIITOMOB Pa3JIMYHBIX XPOMOCOMHBIX CHHAPOMOB

MIOPOKH PA3BUTHS, XaPAKTEPHBIE IJIs1 XPOMOCOMHBIX CHHAPOMOB, MOTYT HaOMIOAaThCS U IPU
HOPMaJIbHOM KapHOTHIIE

BapHaOEIbHOCTh NPOSIBICHUS XPOMOCOMHBIX CHHAPOMOB Y Pa3HbIX OOJIbHBIX

Oollee BBICOKAS YacTOTa TECPATOrCHHBIX CUHAPOMOB

147

MynbsTH(aKTOpUalIbHAS TPUPOA U3BECTHA IPHU CICAYIONIMX BPOXKICHHBIX aHOMAITUAX

ansHedanus U spina bifida

paciienuHbl ryobl 1 HEOa

IMUJIOPOCTCHO3

AXOHAPOIJIa3us

148

K MuKpOIeIeIITMOHHBIM CHHIPOMaM OTHOCSTCS 3a00JIeBaHUS

MYKOBHCIIH/I03

BeJI0-Kapano-(hanuanbHBIH CHHIPOM

CUHIPOM (parmwibHON X-XpOMOCOMBI

cuHapoM Buibsmca

peTuHOOIACTOMA

149

[TpuunHo¥ Bo3HUKHOBEHM cuHApoMa IIpanepa-Bunnu sBngercs

MHTepCTUIMabHas neienus 15q11-13

OJTHOPOJUTENHCKAS JUCOMHUS 15 XPOMOCOMBI

HapyLIEHUs] B IEHTPE UMIIPUHTUHIA

myTanuu B rene SNRPN

myTanuu B rene UBE3A

150

IIpyunHON BOZHUKHOBEHUS CUHApOMA AHIeIpMaHa sIBISIETCS

WHTepCTUIMaNbHas nenenus 15q11-13

OOHOPOAUTCILCKAS NUCOMUS 15 XPOMOCOMBI

HapymceHus B HCHTPC UMIIPUHTHUHI'A

myTtanuu B reie SNRPN

99




Mytauuu B rene UBE3A

151 | Jlnsa cuaapoma Mapdana xapakTepHO

AHOMAJIMK OpraHa 3pCHUA

BBICOKUH POCT

AHOMAJIMU PA3BUTHUIA Cep[[e‘lHO-CocyI[HCTOfI CHUCTCMBI

AHOMAJIMU XpOMOCOM

152 | Coueranue npu3HAKOB MO3BOJISIET MTONTBEPINTEL cCHHApoM KiisitHdenbTepa

HHU3KUI pOCT

BBICOKUH POCT

YMCTBEHHAas OTCTaJIOCTh

TUIIOICHUTAJIN3M

MOPOK cepAla

153 | Ans cuanpoma Kpy3oHa xapaKTepHBI CIEAYIONINE TPH3HAKU

TUIIEPTEIOPU3M

3K30(TATBM

KpaHHOCHHOCTO3

TUIIOILJIA3US BEPXHEN YENIOCTH

MUKPOI'CHUA

154 | TlopakxeHue KOCTHOM CUCTEMBI XapaKTEPHO JJIsi CHHAPOMOB

Arnepa

Xont-Opama

ITomannma

Kpucra-Cumenca-TypeHa

155 | Makpocomusi 1 Makpouedanus XapakTepHbI AJIsl CHHAPOMaA

bexBura-Bunemana

Jloy

Cortoca

Cexxkensa

Knunmnens-Tpenone-Bebepa

156 | YMcTBEHHAs OTCTANOCTh B COUETAHUH C IATOJIOTUCH 3PpCHUS XapPaKTCPHbI JJIA CUHAPOMOB

Mekkensa

Koxkkeiina

PoGeprca

IlepeOpo-renaTo-peHaIbHOTO

[lepemesckoro-TepHepa

157 | YMCTBEHHas OTCTANIOCTh B COUETAHUU C PACIIEINICHHEM TBEPI0-To HeOa U BepXHeEi ryObl
XapaKTepHBHI JUIsl CHHApPOMA

Mexkkens

Anemun ©ankoHn

PobGeptca

Arniepa

[Tepemesckoro-Tepuepa

158 | YMCTBEHHAs OTCTAIOCTh, 4 TAK)KE AHOMAJIMH TAJIbIIEB PYK M HOT BCTPEYaeTCsl TPU CHHPOMAX

Kapnienrepa

e Jlanre

Jloypenca-Mymna-bapae-buis

Cwmura-Jlemnu-Onuriia
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[ITepemeBckoro-Tepuepa

159 | Cunapom Cetpa-UotseHa (akporieaaloCHHIAKTHIINSA) HIMEET CHMIITOMOKOMILIEKC, /11 KOTOPOI'O
XapaKTEePHBI

ACUMMCTpUS JIMIa

KpaHHOCTCHO3

HOpPMAaJIbHBIA POCT

IITO3

YMCTBCHHAA OTCTAJIOCThH

160 | Hannuue renatocIuieHOMErajiny XapakTepHO JJIs

MYKOIIOJIMCaxapuao3a

0oxe3nu [Nore

cuHjpoma bexkBurta-Bunemana

WMMYHOJC(QHUUIUTHBIX COCTOSIHUN

cunapoma ie Torn—/ledpe—DankoHH

161 | Hannuue MakporiaoCcCUu XapaKTePHO JJIs

MYKOJIMIIH1032

TJIMKOI'CHO3a

THIIOTHPE03a

cunapoma bekBurta-Buaemana

anomanuu [Ibepa PoGena

162 | Hannume atakcus mOATBEPKAAET AUATHO3 TSI

0ose3nu [Norre

cunjipoma Jlyn-bap

sHIIEe(HATO—TPUreMUHATILHOTO aHTHOMATO3a

muonatuu JromeHHa

cuHapomMa Mopkuo

163 | [NopaxeHus CyCTaBOB IMOATBEPKAACT JIUATHO3

cunjipoma Jlapcena

cunapoma Ilenpsa-Illokeiipa

CUHJIpOMa THACTPO(UIECKON AUCIIIa3UN

cunapoma @pumena-lllennona

cunapomMa Menbauka-Humica

164 | IlonmumakTuims XapakTepHa ISl CHHIpOMa

Harepa

Ommnca Ban Kpesensaa

Mekkens

IIpanepa-Buin

Jlanrepa-I'maeona

165 | Hanuune y pebeHka aHOMaITU pa3BUTHSI MOXKET OBITh pacIleHEeHO KaK

BpPOXKICHHOE 3a00JIeBaHNe

HaCJ'Ie}.'[CTBeHHBIfI CUHAPOM

MyJbTH(AKTOPHATIBLHBIN AedeKT

PE3YIbTAT TCPATOTCHHOI'O BO3HCﬁCTBHﬂ

pHOOpEeTEeHHAs! TATOJIOTHS

166 | Criopagudeckue cirydan HacleJACTBEHHOTO 3a00JIEBaHUS 3TO

(heHoxonuu

cerperupyromntie aeeKThl
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CBCIKUC MyTallun

MTOBTOPSIIOIINECS CEMEMHbIE CIyJdan

cilyyail 3a007€BaHus OCIe MIPOIYCKa MOKOJICHUS

167

HpI/I3HaKaMI/I HaCJICACTBCHHBIX 3a00JIeBaHuUll B OCJIIOM SABJIAIOTCA

BOBJICUCHHE B MTATOJIOTUUCCKUI MpoueccCC HE-CKOJIBKUX CUCTEM U OpPraHoB

cerperanys CUMIITOMOB B CEMBAX

MHKPOAHOMAJINU ¥ HOpMaJIbHBIE BAPUAHTHI ()e-HOTHUIIA B POJIM AMATHOCTUIECKHUX MPHU3HAKOB

BBICOKas TEMIIEpaTy-pa Teaa

HCOOHOIICHHOCTH

168

OCHOBHBIMH IIpU3HaKaMM1 HaCJICACTBECHHBIX 3a00JIeBaHUM SBIISIFOTCS

HEZ0pa3BUTHE WM Ype3MEepHOE Pa3BUTHE OTJIENBHBIX YacTel Tera

HEeOO0JIBIION pa3dpoc BO BpeMEHU MaHHU(eCTaI[Ml CUMITOMORB 3a00JICBaHUS

MMPOrpeCCUPOBAHUC MATOJOINICCKOro npouecca

TTOJIOKUATENBHBIN 3((EKT 0T JTeueHus

OJIaronpHUATHBINA NPOTHO3 KU3HU

169

OOmUMY MPU3HAKAMU XPOMOCOMHBIX 00JIE3HEH SBIISIFOTCSI

HM3Kasi Macca Tejla IIpU JOHOIIECHHOH OepeMEeHHOCTH

COYCTAHHUC yMCTBeHHOfI OTCTAJIOCTH C BPOXKACHHBIMU TIOPOKAMH Pa3BUTHS

COKpalI€HUEC NPOJOJDKUTCIBHOCTH ) KU3HU

JCIIUT'MCHTAMs KOXH

creru(UUecKrii 3arax MoYu

170

TepmuH “cuHIpPOM™ BKIFOYAET B c€0s1 CIEAYIONINE MOHITHS

YCTOMYMBOE COUYETaHHE IIOPOKOB PA3BUTHUS Pa3HBIX CUCTEM U OPTaHOB

OIMMMCAaHNEC Y HECKOJIBKUX OOJILHBIX Pa3HbBIMH aBTOpaMU

YHUKAJIbHOC OITMCAHUC q)eHOTI/IHa

OJIMH MOPOK PAa3BUTHUS HHAYLMPYET MOSIBICHUE APYTHX aHOMAIHUH

CHy‘IaﬁHO@, BIICPBBIC OIMMMCAHHOC COYUCTAHNC ITPU3HAKOB

171

st 6one3nn [layHa XxapakTepeHbl MPU3HAKU

HEOOJIBIION POCT

e OopMUpPOBaHHBIE YIIN

MTOPOK CepAla

MOHT'OJIOUJIHBIN pa3pes rias3

Ta3oBas I104YKa

172

Bonee 50% GospHBIX ¢ Oone3HbI0 [layHa uMeroT

MBIIICYHYH T'HIIOTOHHIO

HU3KUI pOCT

1Q ot 25 o 50%

IMUTMCHTHYIO JCTCHCPAILIMIO CCTYATKU

TYTOYXOCTh

173

bosnesnp [layHa MOXET SIBISITHCS. PE3YJIBTATOM

TPaHCIOKAITIH

MO3aul3Ma

pEryJsipHON TPUCOMHH

nepeHeceHHON NH(EKITNU

IIprueMa TOKCHYCCKUX JICKAPCTBCHHBIX ITPLEIapaToB

174

OOumMu npu3Hakamu ajsi TpucoMud 21 u 18 XpoMocoM SIBISIIOTCS

IIOPOKHU cepAala
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YHCII0 XpoMocoM 47

OTCTaBaHHUC B (bl/ISI/I‘-IeCKOM " IICUXUYCCKOM pPa3BUTUHN

MTOPOKH TIOJIOBBIX OPTaHOB

TIOPOKHU IJ1a3

175

VY GonpHBIX ¢ cunapoMoM KnaliHdenbTepa MOKHO OOHAPYKUTh

kapuoTun XXY

kapuotun XXXY

XPOMATUH—TIOJIOXKUTCIIbHBIC KJIICTKU

MATHA TUIICPIIMTMCHTAIIU N

HM3KHUI pOCT

176

Y 6onpHBIX ¢ KapuoturoM 47, XXY BcTpedaercs

THUHCKOMACTHA

YMCTBCHHAA OTCTAJIOCThH

Oecruroaue

BPOXXICHHBIC ITOPOKH JIMIIA

TUIEPTPUXO3

177

XapakrtepHsle npu3Haku cugapoma lllepemesckoro-TepHepa

BBICOKUU POCT

KPBUIOBUHBIC CKJIAJIKH Ha IICC

onurodpenus

OTCYTCTBUC BTOPHUYHLIX ITOJIOBBIX IPU3HAKOB

TUTNICPIUTMEHTHUPOBAHHBIC ITIATHA

178

Cungpowm IllepemeBckoro-TepHepa quarHoCTHPyeTCs 0OBIYHO B ITyOepTaTHOM MEPHOIE U
XapaKTepu3yeTcs

aMeHopeen

ITOJIOBBIM I/IH(I)aHTI/IJ'H/BMOM

HU3KHUM POCTOM

BbIPpaKCHHBIM CHW)KCHUCM MHTCIIJICKTA

TYTOYXOCThIO

179

J1st OOJIBHBIX C CHHAPOMOM TPHUCOMHH—X XapakTepHO

onurohpeHus

BTOpHUYHAasd aMCHOPECA

KPBIJIOBUAHBIC CKJIAJIKM HA 1ICC

pacmennnaa Heba

AHOMAJIMU ITOBCACHUA

180

Y JKEHIIIMH C CHHAPOMOM TPUCOMUH—X YaCTO HAXOJAT

Oecruroane

YMCTBCHHYIO OTCTAJIOCTh

MIEPBUYHYIO aMEHOPEIO

BBICOKUHN POCT

AHOMAJIMH YIIIHON PAKOBUHBI

181

BpO)KI[eHHI)Ie IIOPOKHU cepalla MOT'YT HACJICAOBATLCA 11O

AOMHUHAHTHOMY THUITY

pPELECCHBHOMY THILY

X-CLIEIJICHHOMY THITY

MyJIbTH(AKTOPHATIHLHOMY TUITY

VY-cuenjaeHHoMy THITY
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182 | K mynpTH(]aKkTOpHaTBEHBIM BPOKACHHBIM aHOMAIUSM OTHOCSTCS

pacrennHaa ryosl 1 HeOa

aHdHIEh AU

BpO)KI[eHHI:IfI BBIBUX 6eI[pa

MAJIOPOCTCHO3

KayJaJibHas perpeCCus npu q)eTa.]'ILHOM AJIKOT'OJIbHOM CUHAPOMEC

183 | I'myxoTa coderaercsi ¢ aHOMAIMSIMU HAPYXHOTO yXa IPH CHHAPOME

Tpuuepa-Konnunza

l'onbnenxaapa

TayHca-bpokc

Pybunmreiina-Teiou

Illepemenckoro-TepHepa

184 | K mynpTH(daKkTOpHaTBHBIM 3a00J€BaHUSIM OTHOCATCS

XpOMO-COMHBIE 00JIe3HI

W30JIMPOBAHHBIC BPOXKACHHBIE IOPOKH Pa3-BUTHS

CUHAPOM MHOKCCTBCHHBIX BPOXXJCHHLIX ITOPOKOB Pa3BU-TUA

XpOHHYECKUE HeMH(DEKIIMOHHBIE 3a00JICBaHNS B3POCIIBIX

XPOHUYECKUE UHPECKITUH

185 | U3 BHyTpHyTpOoOHBIX MH(MEKINH K TITyX0TE MOTYT IPUBOJIUTH

cudumc

KpacHyxa

TOKCOIIJIa3MO3

ypearuiazmos

BUPYC I'punna

186 | TeparorenHsiM 3ppeKTOM B OTHOIICHUH BPOXKIEHHOM ITyXOTHI 00JIaAaI0T

CTPpCOTOMUILINH

XWHHUH

TaJIAJOMHUT

aHaJIbI'MH

HO-1IIIIa

187 | dnsa cuaapoma Hlepemesckoro-TepHepa XapakTepHbIMUA NPU3HAKAMH SIBISIIOTCS

TNEpBUYHAA aMCHOPCA

kapuotun 45,X

BBICOKU POCT

KPBIJIOBUAHBIC KOXHBIC CKJIAJKU B 00J1acTH IIeH

kapuotun 47, XXY

188 | K cunapomMaM 4aCTUYHBIX aHEYIUIOUIMA OTHOCSTCS

CUHApPOM DaBapiaca

cuaapom Bosbga-XupuixopHa

CHUHJIPOM TPHILIO-X

CHUHJIPOM “KOIIIaybhero Kpuka”

189 | Kimuanuecku 111 XpOMOCOMHBIX O0JIe3HEH XapaKTepHO

HAJINYUC BPOXKJICHHBIX IMTOPOKOB PAa3BUTHA

OTCTaBaHMWEC B YMCTBCHHOM PAa3BUTHUHU

HaJINMYUC MHOXCCTBCHHBIX ITPU3HAKOB III/I3M0p(1)OFeH633

HEOOBIYHBIH [BET U 3aIlaX MOYHU

TOMYTHCHHC POTrOBHIIBI
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190

Hocwurtenn poOepTCOHOBCKUX TPaHCIOKAITHHA

MMEIOT KapUOTHUII, COCTOSIIHN U3 45 XpoMoCcoM

KIIMHUYCCKH 3J0POBBI

WMEIOT MOBBIIICHHBIH PUCK POXKJCHUS peOEeHKa C XPOMOCOMHOM 00JIe3HBI0

HUMCIOT BPOXKXJICHHBIC ITIOPOKU PA3BUTHA

191

YkaxxuTe BO3MOXKHBIE (DOPMYITBI KApUOTHIIA TIPU CIIEAYIOIEM CUMITTOMOKOMILIIEKCE: HU3KUN
pocT, KopoTKas 1miesi, 009ko00pa3Hast rpyIHas KJIeTKa, HeI0pa3BUTHE MOJIOBBIX OPTaHOB U
BTOPUYHBIX MOJIOBBIX MPU3HAKOB

45X

46,X,i(X)(q10)

46,XX/45,X

47 XXX

[TpodunakTrka (MeIUKO-TEHETUIECKOE KOHCYJIBTUPOBAHNE, CKPMHUHI. MOHUTOPHHT) U JICUCHHUE

CKpI/IHI/IHF HOBOPOXICHHBIX Ha HACJICACTBCHHBIC 0O0JIE3HU SBIISICTCS MCTOJAOM

PO UITAKTHKH

JUAarHOCTHUKHU

JICUCHUA

MOHHMTOPHHTA

HporpaMMm MAaCCOBOI'O CKpUHHMHI'A IPOBOAATCA

0e3BBI00POYHO

Cpcau rpynrl JIMIl ¢ BBICOKMM PHCKOM pa3BUTUSA IIATOJIOTHUH

B NOMYJIIMSAX HEOOJBIIOTO pa3Mepa

pu OTCYTCTBHH (P (EKTUBHOTO METO/IA JICUSHHS 3a00TIeBaHM

HporpaMMm CCJICKTUBHOI'O CKpYHHHI'A ITPOBOJAATCSA

Cp€au I'pymil JI1I] C BEICOKUM PUCKOM Pa3BUTHSA IMATOJIOTHU

IIpu OTCYTCTBUH 3(1)(1)6KTHBHOFO METOZA JICUCHUA 3a00JIeBaHUs

JJIs1 BBIABJICHUSA IIUPOKO paCHpOCTpaHéHHBIX 3a00JIeBaHUM

MpU OTCYTCTBHHU 3 (HEKTUBHOTO METOo/Ia JieueH s 3a00JIeBaHHs

CeneKTUBHBIN CKPUHMHT NOAPa3yMEBaeT

JIUII U3 T'PYyHIibl pPUCKA 11O JAHHOMY 3a00JIeBaHUIO

BCCX HOBOPOKIACHHBIX

BCEX JIKOAEH, HACEISIOIUX JAHHBII PErMOH

BCCX JIMI PEITPOAYKTUBHOI'O BO3pacTa

HpOBeI{eHHe MacCCOBOI'0 CKpHHHHTa Hanbojee uenecoo6pa3H0 IIpHu 4aCTOTC 3a00J1eBaHUs HE peiKe
qeM

1:10 000

1:50 000

1:10 0000

1:10 00000

[IporpaMMbl CKpUHUHTA HA IEPBOM 3TaIle O3BOJISIOT

C(i)OpMHpOBaTL rpyniny pyuckKa 1o pa3BUTHUIO MMATOJIOTHUH

YCTAHOBHUTL JUATrHO3 HACJICACTBCHHOI'O 3a00JIeBaHUs

YCTAaHOBUTH 4aCTOTY HACJICACTBCHHOI'O 3a00sIeBaHus

MOATBEPANUTE AMArdH0o3 HACJICACTBCHHOI'O 3a00JIeBaHNs

HpI/I pa3pa60TKe TCCTa MJIA IMPOrpaMMm MacCOBOI'0 CKpMHHWHT'A JOITYCKACTCA HAJIMINC

JIO’KHOTIOJIOXKHUTENBHBIX PEe3ybTaToOB He Oonee 1%

JIOXHOMIOJIOXKUTENTFHBIX Pe3yNbTaToB He Oornee 5%
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JIO)KHOOTPULIATEIBHBIX pe3yabTaToB He Oosee 1%

JIO’)KHOOTPHLIATENIFHBIX PE3yJIbTaTOB He bonee 5%

8 [Ipu npoBeaeHNN CKPUHHUHTA OIS JIO)KHOOTPHIATENBHBIX PE3YJIHTATOB MOXKET COCTABIIAThH HE
Oonee (B mporeHrax)
0
0,5
1
3

9 IIpu npoBeneHNN CKPUHUHTA AOIYCTUMAs 1Ol JIOKHOIIONOXKUTENbHBIX PE3YJIBTATOB MOXKET
COCTaBJIATh He 6boee (B mpomeHTaX)
1
0,5
2
3

10 | IIporpaMMbl CKpUHHMHTA KaK MPaBUJIO HAPABJICHBI HA BHISIBJICHUC
ayTOCOMHO-PELECCUBHOM NATOJIOTUN
ayTOCOMHO-ZOMHHAHTHOM MTATOJIOTUU
CHEIUICHHOU ¢ X-XpOMOCOMOM MaTONOrUU
MHTOXOHHpHaHLHOﬁ IaToJIoIrnun

11 | OcHoBHBIMHU TpeOOBaHUSMH JJIsl BHEAPEHUSI TPOrPaMMBl MACCOBOT'O CKPUHHHT'A SIBJISIOTCS
BBICOKAs YacToTa 3a00JIeBaHMs B MOMYJIALUH, HAJTHYKE Ja00paTOPHOTO METOMA, IPUTOAHOTO IS
MacCOBBIX 00cienoBaHmi, Hanure 3((HEeKTUBHOM Tepanuu, THKEI0e HHBATHAN3UPYOIIee
TedeHue 3a00J1eBaHus IPH OTCYTCTBHU JICUCHUS, HAIMUME 00pa30BaTeNbHOTro 0JI0Ka, CONUABLHO-
sKoHOMHUYecKast 3h(HEeKTHBHOCTH
HU3Kas 4acTOTa 3a00JIeBaHMsl B OMYJISILKH, HAINYHE pa3padOTaHHOTO METOAA AOPOIOBOM
AUarHOCTUKH, HAJIMYUC CUMIITOMATUYCCKOI'0O JICUCHUS, TAXKEI0€ MHBAJIUIN3NPYIONIEC TCUCHUE
3a00J1eBaHus Ha OHE MMPOBOIUMON Tepanuu, HeJOCTaTOYHAst HHPOPMHUPOBAHHOCTH HACEICHUSI,
HEI0CTAaTOYHAsl OCBEAOMIIEHHOCTh Bpadyen
0o0JBLION pa3Mep MOMyJISALUH, HU3Kast YacToTa 3a00J1eBaHuUs, HAIMYNE CEPHH MOCIICA0BATEIbHbIX
J1Ja0OPATOPHBIX METOOB, IPUTOIHBIX JUISI MACCOBBIX 00CIIC/IOBaHMIA, BapradebHas
3¢ GEKTHBHOCTH MPOBOIMMON TEpaIni,
MAaJIbIH pa3Mep MOIMyJISIIHUY, HATMYKE J1a00paTOPHOTO METOAa AJIst 00CIIeI0BaHUS MOIYJISLIH
MaJIOH YMCICHHOCTH, BapuadenbHas 3¢ (heKTUBHOCT IPOBOANMOM Tepanuu, HeA0CTaTOYHAS
WHGOPMHPOBAHHOCTH HACENEHUSI, HEIOCTATOYHASI OCBEIOMIIEHHOCTh Bpauel

12 | OcHoBHas 1ejIb MPOrpaMM MacCOBOTO HEOHATAIBLHOTO OMOXMMHYECKOI0 CKPUHUHTA
BBISIBJICHHE JIMI] C TATOJIOTHYECKUMH T€HOTUIIAMU Ha JOKIMHUYECKON CTauH
TUTAHUPOBAHMUE 3aTPAT Ha PEaOMIIUTAIUIO U CO/IepP)KaHHUE TIAIIMEHTOB C HACJIeICTBEHHON
[1aTOJIOTUEN
OLIEHUTH PACHPOCTPaHEHHOCTH HACIEACTBEHHOTO 3a00J1€BaHusl B MOMYJISIIAN
IUTaHUPOBaHUE 00BEMA METMKO-TEHETHYECKOM MOMOILM CEMBSIM, OTATOILIEHHBIM HACJIEICTBEHHOM
1aTOJIOTHEN

13 | OcHoBHOE TpeboBaHMeE, MPEIBSIBISIEMOE K TPOrpaMMaM HEOHATAJIbHOTO CKPUHMHTA
JOCTYIHOCTD JICUCHHS! BBISIBICHHBIX OONBHBIX
BBICOKAs 4acTOTa 3a00JIEBAaHHUHN B MOMYJISIHH
SKOHOMMHYECCKAas BbIT'OJa
HeOOJIBIION pa3Mep MOMyIAINN

14 | IIporpamMMbl MACCOBOT0 HEOHATAIBHOTO OMOXUMHUYECKOIO CKPUHUHIA B POCCUH MPOBOJSTCS HA

(hEeHUIIKETOHYPHIO, MyKOBHUCIIHI03, BPOKAEHHBIN THIIOTHPEO03, aIPEHOTEHUTAIBHBIA CHHIPOM,
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TaJJaKTO3CMHIO

HEJ0CTATOYHO OMOTHHUAA3bI, MUTOXOHPHAIBbHbBIC 00JIC3HH, IEPOKCHCOMHBIC 0O0JIC3HH,
JIM30COMHEIE OOJIE3HHU

xopero [ eHTHHTTOHA, MPUOHHBIC 00JIe3HH, 00JIC3Hb AJIBIreiMepa, CITMHOIEPEOCIUIIPHBIC
atakcuu, 0one3ns [lTproMmens

cunapom JlayHa, cuaapom Perra, cuaapom MaprtuHa-bem, cuaapom AHrenbsMaHa, TPUTUIOUIHIO

15 | IIporpamMmma MaccoBOro CKpHHHMHTA Ha (DEHWIKETOHYPHIO ObliIa BHEAPEHA B poccun B TOJy
1987
1983
1990
1996

16 | [Iporpamma MaccoOBOr0O CKPHHHMHIA Ha BPOXIEHHBIN THIIOTHPEO3 ObljIa BHEIPEHA B poccuu B

TOy

1994
1990
1986
1998

17 | TIporpaMMbl CKpHHHHTA Ha MYKOBHCIIUI03, 8[pCHOTCHUTAIILHBIN CHHIPOM H TaTaKTO3EMHIO
ObLIM BHEJpEHBI B poccun B rogy
2006
2008
2002
2004

18 Bzsarue KpOBHU [JIA HCOHATAJIbHOTO CKPMHHUHIA Y JOHOLICHHBIX HOBOpO)KI[éHHI)IX OCYIICCTBIIACTCA
HA  JICHb XKH3HHU
3-5
1-2
6-7
8-9

19 | B3sTHe KpoBU ISl HEOHATAIBHOTO CKPHHUHTA Y HEJIOHOIIEHHBIX HOBOPOKAEHHBIX
OCYIIECTBJISCTCS HA  JICHb KU3HU
7-14
21-28
3-5
15-20

20 | OCHOBHBIM YUYpPEXKJICHUEM, B KOTOPOM ITPOBOAMTCS 3200p 00pa3lioB KPOBH P MPOBEICHUU
MacCcOBOTO 00CIIeIOBAHUST HOBOPOXKICHHBIX JICTSH HA HACIICICTBEHHBIC 3a00JICBAHHS, SIBISCTCS
pOZII/IHBHI)II\/’I I0OM, UJIN UHOC IroCyaapCTBEHHOC UJIKM MYHHUIHUIIAJIBHOC YUPCIKICHUC
3IpPaBOOXPaHEHHUsI, OKa3bIBAIOIIEE MEIUIIMHCKYIO TOMOIIb KEHIIMHAM B TIEPHO]] POJIOB
JIETCKAas TMOJIMKIIMHUKA TI0 MECTY JKUTENBCTBA (TIPY OTCYTCTBUH B IOKYMEHTAITHH
HOBOPOXKJICHHOTO peOCHKa OTMETKH 0 3200pe 00pasiia KpOBY B POJIMIIEHOM JIOME)
CTaIlMOHApP, B KOTOPKIN peOCHOK TIEPEBEICH IT0 MEIUIIMHCKUM TIOKa3aHUsAM (TIPH OTCYTCTBHH B
JIOKYMEHTAIIMH HOBOPOXKJICHHOTO peOeHKa OTMETKH 0 3a0ope 00pa3iia KpOBH B POJAMIIHLHOM JIOME)
TOPOJICKast OJMKJIMHUKA TI0 MECTY YKHUTEIhCTBA POJUTEIICH HOBOPOKIEHHOTO

21 | JlabopaTopHoe MCClIeJOBaHHE 00Pa3I0B KPOBH HOBOPOXKICHHBIX JIETEH NMPU CKPUHUHIE HA

HaCJICACTBCHHBIC 0oie3Hn IIPOBOJUTCS B

MCIHUKO-T' CHETUYCCKOU KOHCYJIbTalluN

POANTIBHOM JOMC
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JKCHCKOH KOHCYJIbTallun

TTOJIMKJIMHUKE 11O MECTY XKUTCJIBCTBA

22

HOHTBep)KIlaIOHIaSI AWarHoCTHKa Ha BTOPOM 3TaIl€ nmporpaMmm MacCoOBOT0O HCOHATAJILHOT'O
CKpHMHHHTI'A MIPOBOAUTCS B

pPErHOHAIFHOM [IEHTPE CKPHHHUHTA

(hemepalbHOM MEINKO-TEHETHICCKOM IICHTPE

MEIINKO-TCHETHIECKOM KaOWHeTe paifoHHO# O0IhHHIIE

NeAUATpUICCKOM CTAllMOHAPC

23

[lepBrIit ypoBEeHb MacCOBOTO 0OCIIeIOBaHNSI OEPEMEHHBIX KSHIITMH Ha BBISIBICHUE MTaTOIOTUH
J10]1a POBOST OpraHU3aINH CITYKOBI

aKyIHepCKO-I‘HHGKOJ’IOFI/I‘IGCKOI‘/'I

MCIHUKO-T' CHETHYCCKOM

TeparneBTUYECKOM

eJUaTPUUECKON

24

OCHOBHOI1 3a/1a4eii IEPBOro YPOBHS MAaCCOBOT'O 00CIICIOBaHUS OEPEMEHHBIX KCHIIUH SIBJISICTCS

(dhopMHpOBaHUE TPYIIIBI PUCKA M0 BHYTPUYTPOOHOH MAaTOJIOTHHU TI0JA

IpeHaTajJIbHasg JUarHoCTHKa XpOMOCOMHOﬁ IIaTOJIOTMH I1JI0OJA

IpeHaTajJIbHasg JUarHoCTHKa MOHOT€HHOH IMaTOJIOTUH IIOIA

InpeHaTajibHad JUarHOCTUKa BpO)KILéHHBIX ITOPOKOB PAa3BUTHUA IJI0JA

25

Ha nepBom ypoBHE MaccoBOro o0cie10BaHusl OCPEMEHHBIX JKCHIIIMH MTPOBOSTCS

YIBTPa3BYKOBOE HCCIIEIOBAHME IO/ M OLIEHKA YPOBHS CHIBOPOTOYHBIX MAPKEPOB B KPOBH
OepeMeHHOM JKEeHITIHBI

LIUTOTEHETUYECKOE U MOJICKYJISIPHO-TEHETHYECKOE UCCIICIOBaHUs 00Pa3Il0B, IOJYYCHHBIX MTPH
OHMOIICUM XOPHOHA

IMUTOICHETHYICCKOC U MOJIEKYJIAPHO-TECHETUIECKOEC 06CJ'I€,I[0BaHI/I$I 6epeM6HHOﬁ KCHIIHMHBI

HCHMHBA3MBHOC MPCHATAJIBHOC TCCTUPOBAHNC M MHBA3HMBHAA MPCHATAJIbHAA JUATHOCTHUKA

26

Btopoii ypoBeHb MaccoBOro 00ciie10BaHUs OCPEMEHHBIX JKEHIIMH Ha BBISBJICHUE MATOJIOTHH
IJ10/1a OCYHIECTBIISIIOT OpraHu3aluu ciryx0bl

MCIHUKO -TCHETHYECCKOM

aKyIIEepPCKO-TMHEKOJIOT HUECKOM

TepaneBTUYECKOU

MeIMaTpUIeCcKoi

27

OCHOBHBIMU 3aa4aMi BTOPOr'0 YPOBHA MaCCOBOTO O6CJ'IG,Z[OBaHI/I$I 6€peMeHHBIX KCHIIIMH
SIBIIAFOTCA

AUMarHoCTHKa KOHKPETHBIX (1)OpM MOpaXXCHUA 11J10/1a, OLICHKA TAXKECTU IIaTOJIOTUH, IIPOTHO3 JJIA
JKHM3HU U 310POBbS pe6eHI<a

YTOUYHCHHC CPOKaA 6epeMeHHOCTI/I, IIJIAHUPOBAHUC OAThlI pOAOB

(hopMUpOBaHHUE TPYIIIBI PUCKA 110 BHYTPUYTPOOHOH HATOJIOTMH IJIOAA U COCTABJICHUE TIaHa
obcnenoBanus 6epeMEeHHON KSHITUHBI

BBISIBIICHHC YaCTOIl MOHOI'€HHOM IIaTOJIOTHUU Yy I1oJa

28

HpI/I MaCCOBOM ayJUOJIOTUYECCKOM CKPUHHHIC HeO6XOlII/IMO HUCCICa0BaTh

00a yxa Ha ()OHE MOJHOro MOKOos peOEHKa

OJTHO yXO0 Ha (hOHE MOIJHOTO MOKOsI peOEHKA

00a yxa npH 1iadye peoEHKa

OJTHO YXO TIPH IJ1ave peOeHKa

29

OCHOBHBIM METOJOM ITPOBEACHUA IIEPBOI0 dTara MaCCOBOT'0O ayANOJIOTHYCCKOIr0 CKpMHHUHT'a
SIBIIACTCS
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OIICHKa BBI3BaHHOM OTO&KyCTH‘lCCKOﬁ OMHCCHH

MCTOJ PETUCTPpaAllM KOPOTKO-JIATCHTHBIX CJIYXOBBIX BBI3BAHHBIX ITOTCHI[MAJIOB

MOBEJCHYECKUI ayTUOTECT

AJITOPUTM «aHaJIn3a (I)aKTOpOB PUCKa»

30

MOHGKynSIpHO -TCHETUYCCKUM CKPHUHHHT PCKOMCHIOYCTCA

IIpyU OTCYTCTBUU HaJaEKHOTO OHMOXMMHUYECKOT0 HIIH HHOTO MCTOIA

CYTIPYXXECKHUM T1apaM, IIIaHAPYIOIIM OepeMEeHHOCTb, B TOM YHCIIE C HEOTATOMIEHHBIM CEMEIHBIM
aHaMHE30M

ITpHY UCIIOJB30BAHNN JOHOPCKHUX MOJIOBBIX KJIICTOK

BCEM HOBOPOXIEHHBIM

31

OHHI/IM 13 OCHOBHBIX Tpe60BaHHI71 JJ11 BHCAPCHUA MIPOTrpaMMbl MaCCOBOI'O CKPUHHUHT'A SABJISICTCSA

BBICOKAs 4acTOTa 3a00JIEBaHUS B MOmyJIsAnun

HM3Kas 4acToTa 3a00JIEBaHUs B nonyJsinnuun

0OJIBIIION pa3Mep MOMYISIIAN

MaJIbI pa3Mep NONyJsiHuU

32

OIIHI/IM 13 OCHOBHBIX TpC6OBaHI/H71 JJ11 BHCAPCHUA IPOTrpaMMBbl MaCCOBOI'O CKpYHHWHT'A SABJISACTCSA

HaJM4Iue 1ab0paTOpPHOTO METO/Ia, IIPUTOTHOTO JUTsl MACCOBBIX 00CTIeIOBaHHHA

HaJM4Iue pa3paboTaHHOTO METO/1a IOPOAOBON TUATHOCTUKH

HAJIMYKE CEPHHU MOCIIEA0BATE/ILHBIX JA00PATOPHBIX METO/I0B, IPUTOIHBIX JUIST MACCOBBIX
00cae10BaHuH

HaJIMYHUe JJAOOPATOPHOTO METOJIA JIJIsl 00CIEA0BaHUS TOMYJISIIUN MaJIol YHCICHHOCTH

33

OnHUM 13 OCHOBHBIX TpeOOBaHUH JJIsl BHEAPEHUSI IPOrPaMMbl MACCOBOI'O CKPUHMHIA SIBJISCTCSI

Hannune 3QQeKTHBHON Tepanuu

HaJIMYUC CUMIITOMATUYCCKOI'O JICUCHUA

BapmnabenpHast 3¢ ()EeKTUBHOCTH MTPOBOAUMOM TEparv,

OTCYTCTBHUC 3(1)(1)CKTI/IBHLIX METOA0B JICUCHUA

34

OIIHI/IM 13 OCHOBHBIX TpC6OB3HHI7[ JJ1 BHEAPCHUA NIPOTrpaMMbl MaCCOBOI'O CKPYHHWHT'A ABJIACTCA

TSKEJI0€ MHBAJMAU3ZHUPYIOIEe TeUeHHEe 3a00JIeBaHMsI IPH OTCYTCTBHHU JICUEHUS

TAKCIIOC MHBATUIN3HUPYOIICC TCUCHUC 3a00JIeBaHUs HA (1)0He HpOBO,I[HMOﬁ TCpaInn

BapuabenbHas 3P PeKTHBHOCTh MPOBOIUMOM TEPaTUH

HaJINn4yue CepI/II/I IIOCJICA0OBATCIIBHBIX na60paT0pHHx METOA0B, HpHFO]IHBIX JJ1s1 MaCCOBBIX
00cIe10BaHui

35

OILHI/IM 13 OCHOBHBIX Tp660BaHHﬁ AJI BHCAPCHUS IIPOTrpaMMbl MACCOBOI'O CKpUHUHTA SIBJISICTCS

HaJIM4Ynue 06paSOBaT6J’IBHOFO O1oka

HEAO0CTAaTOYHAasA I/IH(bOpMI/IpOBaHHOCTB HaCCJICHUA

BapuabesbHast 3()EKTUBHOCTD TPOBOJIUMOM TEpanuu

HEJI0CTAaTOYHAs OCBEAOMIIEHHOCTh Bpa‘leﬁ

36

JlmeTorepanus mpu MEPOKCUCOMHBIX 3a00JIEBAHMSIX TPHUMEHSIETCS TIPH

6oxe3nn Pedpcyma

cunjipome Ilenserepa

HEOHATAJIbHOH aApeHOJICHKOJUCTPOhHH

aKaTajla3CMHUH

37

[IpuMeHeHre TIMIMHA C 11E/IbI0 BBIBEICHHUS TOKCHYECKUX METa00IMTOB Hanboiee 3hhekTuBHO
MIPU OPTaHUYECKUX alluAYPHUSIX

H30BAJICPUAHOBAS allUAYypPUs

METHJIMAJIOHOBAs AUy PHSI

MPONMOHOBAS AlUAYPHUs
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TIIyTapoBast anuaypust Tuml

38

K TEHHOM Tepanuu OTHOCUTCS TEPaneBTHUECKUN MOIXO0]T

IOoJaBJICHHA WUJIN BOCCTAHOBJICHUSA (pYHKL[I/II/I I'€Ha

IO JaBJICHUA q)epMeHTaTI/IBHOI‘/II AKTUBHOCTH OeKa

HCIIOJIB30BAHUS aHTI/I6I/IOTI/IKOTepaHI/II/I

TPaHCIUVIaHTAIlUH 3J0POBBIX KJIETOK B3aMCH IMOBPCKICHHBIX

39

K MIaTOIrCHCTUYCCKOMY JICUCHUIO HACJICACTBCHHBIX 0oJte3Hel OTHOCUTCS TepaHeBTI/I‘IeCKI/Iﬁ
18(6719.C0 )i

TTOAaBICHIS (EPMEHTATHBHON aKTHBHOCTH OEIIKa

TIOJABJICHUA WJIN BOCCTAHOBJICHUSA (byHKI_II/II/I Tr¢Ha

HCIIOJIb30BAHUS aHTI/I6I/IOTI/IKOTepaHI/II/I

npepbIBaHus OepeMEHHOCTH

40

OCHOBHOM HEJIOCTAaTOK MCITOIb30BaHUS AJCHOBUPYCOB B TeHHOH TCparinum 3aKJIr09acTCs B

BBICOKOM NMMYHOI'CHHOCTH U HGO6XO,[[I/IMOCTI/I TIOBTOPHBIX KYPCOB JICYHCHUSA

CJIOKHOCTH HU3IrOTOBJICHUSA HCO6XOI[I/IMOFO KOJIMYCCTBA Mpcrapara

BBICOKOM PHUCKE MHCEPIHMOHHOI'O MYyTarcHe3a

PHCKE Pa3BUTHUS LMPPO3a NEUCHH B PE3yJIbTaTe aICHOBUPYCHONH MH(EKINU

41

CuMnTOMaTHYECKOE JICUCHHE HACICACTBEHHBIX Ooe3Hei IMPUMCEHSCTCA

JUTS TXOOBIX HACHEICTBEHHBIX 00JIE3HEN

TOJBKO IJIA 60J'IC3HCI>1, HC UMCIOIIHX MAaTOI'CHCTUYCCKOT'O JICUCHUA

TOJIBKO IS HACJIEACTBEHHBIX OOJIE3HENH OOMEHA BEIECTB

TOJIBKO JJIs1 JICUEHUsI CEeMEHMHBIX (popM paka

42

K CUMIITOMaTH4Y€CKOMY JICUCHHUIO HACJIEICTBEHHBIX 00JIE3HEH OTHOCUTCS TePANICBTHUCCKUH
TTOAXO.

HCIIOJIb30BAHUS aHTI/I6I/IOTI/IKOTepaHI/II/I

NOJaBJICHHA NJIN BOCCTAHOBJICHUA (1)YHKLII/II/I IréHa

noJiaBJieHus GepMEHTATUBHON aKTHBHOCTH Oelka

TPAaHCIUVIAaHTAIIUU 3J0POBLIX KJICTOK B3aMCH IMMOBPCKIACHHBIX

43

OcHOBHOM HCAOCTATOK MCIIOJIb30BAHUA PCTPOBUPYCOB B TeHHOH TCPAIM 3aKIIFOYACTCSA B

BbBICOKOM PHUCKE MHCEPIUMOHHOI'O MyTarcHe3a

BBICOKOW MMMYHOTE€HHOCTH U HEOOXOAMMOCTH ITOBTOPHBIX KYPCOB JICUEHHS

CJIOKHOCTH HU3IrOTOBJICHUSA HeO6XOI[I/IMOFO KOJIMYCCTBA Mpcrapara

pHCKe Pa3BUTHUS LMPPO3a NEUEHH B PE3yJIbTaTe BUPYCHOH MH(EKINU

44

HeunsneunMocTh psijia HaclIeACTBEHHBIX O0JIe3HEH 00yCIIOBIeHA

KPUTHYECKHMH HapyIIeHUsIMUA MOpdoreHe3a B SMOpHOreHese

6BICTpBIM Pa3BUTUCM PE3UCTCHTHOCTH K XUMHOTCPAIINN

BO3HUMKHOBCHHEM MYTaI_[I/Iﬁ de novo B mpouecce JICUCHUSA

ayTOCOMHO-JOMHWHAHTHBIM TUIIOM HACJICAOBAHUA

45

q)epMeHT03aMeCTI/ITeHI)Ha$I TCpaIusAa 1MmoKasaHa aJjis JCUCHU

0ose3nu [Norre

(eHUIKETOHYPUH

MYKOBHCIIT03a

runepdeHnIaIaHIHEMUH

46

TpchnnaHTauI/m MEYEHH KaK CI0CO0 JICUeHHUs TEHETUYECKOro 3a00IeBaHMs MIOKa3aHa pu

0ose3nu Bunscona-KonoBaiosa

cunjipome Bugemana-bexBura
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cunapome Ipanepa-Bunmu

runepdeHuIaIaHUHEMUU

47

K opdannbiM B poccuiickoi denepanyii OTHOCAT 3a00JI€BaHUS C YACTOTON

menee 1:10000 nacenenus

ooxee 1:10000 HaceneHus

meree 1:1500 nacenenus

meree 1:2000 nacenenus

48

anyprnqecxoe JICYCHUC B paMKax CUMITOMATUYCCKOM TCPAIUU ITOKA3aHO IMPU

MYKOIIOJIMCaxapuaosax

(heHUIIKETOHYpHH

runepeHmIaIaHnHEMAN

Cunnpome Maptuna-bemn

49

IIpu cemeiiHON runepxoecTepruHEeMUN IPUHLIUI TUETOTEPANINH 3aKI0YAETCS B OTPaHUUCHUN

XKHPOB

JIAKTO3bI

0O€JIKOB

MCTHOHHWHA

50

[Ipu HacaencTBEeHHON HENEPEHOCUMOCTH (PPYKTO3bI IPUHIIMIT AUETOTEPAINHY 3aKII0YAeTCs B
OTrpaHUYeHUU

(bPYKTO3HI

XKHPOB

O€JIKOB

MCETHOHHHA

51

[Tpu ranakrozeMuu 1-ro THIa OPUHIUI JTUETOTEPANTUH 3aKII0YAETCsl B OTPaHUYEHUHU

TaJIaKTO3bI

XKHUPOB

OEJIKOB

MCTHOHHWHA

52

HpI/I HCAOCTATOYHOCTH NUPYBATACTUAPOICHA3bI ITIOKA3aHa AUCTA C O'PAHUYCHUEM

YIJIICBOJAOB

KHUPOB

OEJIKOB

COJIn

53

[Ipu dheHnIKeTOHYPHHU IPUHIUI JUETOTEPAITUH 3aKIF0UACTCS B OTPAaHHYCHUH MTOCTYIIICHUS B
OpraHu3M

(deHnnanannHa

JIN3MHA

MCTHOHHWHA

apruHUHa

54

HpI/I TUPO3UHEMUU 1-ro Tuna MNPUHIUII AUCTOTCPAIINHA 3AKIIOYACTCA B OTPAaHUYCHUN
MOCTYIJICHUSA B OpraHu3M

TUPO3UHA U (PeHWIIATaHUHA

JIN3MHA 1 MCTUOHHHA

MCTHUOHHWHA U AapTMHHUHA

JIN3MHA U aprUMHUHa

55

HpI/I zxe(beKTax IUKJIa MOYCBHUHBI ITOKa3aHa JUE€Ta C OrpaHUYCHUEM
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O€JIKOB

KUPOB

YTIIEBOJIOB

COJIn

56

HpI/I TJTIMKOI'CHO3aX IIOKa3aHa JUCTa

BBICOKOYTJIEBOAHAA

HU3KOYTJICBOAHAA

BBICOKOOEJIKOBas

HU3KO0EIKOBAs

57

NurunbupoBanue GpepMeHTOB, HAXOISAIINXCS BBIIIE METAOOIHMIECKOTO OJI0Ka, HCITONB3YIOT B
Teparnuu

TUPO3UHEMHUN 1-ro Tuna

(eHUIKETOHYPUH

cunapoma Bunemana-bekButa

6oxe3nn Pedcyma

58

WNurnbupoBanue GepMEHTOB, HAXOISIINXCS BBIIIE META0OINIECKOro OJIOKA, UCIIONB3YIOT B
Tepanuu

JIM30COMHBIX OOJIE3HEH HAKOIIICHUS

cunjipoma LlenbBerepa

cuHjipoma Bugemana-bekBura

MUTOXOHJIpUAIBHBIX 00JIe3HEH

59

Bocnonnenne HegocTaromero npoaykTa 6JI0OKMPOBaHHOH (hepMEHTHOH peakLny UCIONb3YIOT B
Tepanuu

HapymeHHﬁ CHUHTEC3a CTCPOUJHLIX TOPMOHOB

runepdeHnIaIaHUHEMUH

CeMEHHOU runepxojaecTepUuHEMUN

HACJI/ICTBEHHOH HEMEPEeHOCUMOCTH (PPYKTO3BI

60

KodepMeHTh TPUMEHSIOTCS B JICUCHHH HACIIEICTBEHHBIX O0JIe3Hel 00MeHa BEIECTB st

CTUMYJISIIIAA PaOOTHI TeeKTHOTO (hepMeHTa

CHIDKEHHSI TOKCHYHOCTH METa00IUTOB

BBIBCACHUA TOKCUYHBIX METa0O0IUTOB

YBEJIMYSHHS MTOCTYIUIEHHUs CyOCTpaToOB

61

Bricokue J103bI OHMOTHHA HA3HAYAIOT JJI JICHCHUSA

neduTa OMOTHHI A3

METHJIMAJIOHOBOH allMAeMHUHU

TOMOLICTHHYPHH

TIIyTapoOBOW aluAypuu

62

TerparumpoOruonTepruH UCTIOIB3YETCS B JICUCHUH

runepdeHnIaIaHIHEMUH

METHJIMAJIOHOBOH allMAeMHAHN

TOMOLUMCTUHYPUHA

TIIyTapoOBOW aluAypuu

63

OCHOBHBIM OTpaHWYCHUEM IPUMEHEHHs QepPMEHTHOM 3aMECTUTENILHON TEPaITuy SBISIETCS

HEBO3MOXKHOCTh POHUKHOBEHHS (PepMEHTa uepe3 reMaTodHIehaIniyeckuii baprep

OBICTpOE pa3pylieHue GpepMeHTa

HHU3Kasd aKTUBHOCTb (bepMeHTa B TKAHAX

MMMYHHBIH OTBET Ha BBeACHUE ()epMEHTa
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64

[Moxxo/ kK Tepanuy HACIEACTBCHHBIX 00JI€3HEH 0OMeHa, HallPaBJICHHBIA Ha OrpaHYCHHUE
MIOCTYINIEHUE cyOcTpara OIOKUPOBAaHHOW PEeaKIUK U3 TIHIIN Ha3bIBAETCS

AUCTOTCpaInus

cyOCTpar peayuupyomias Tepanus

AKTHUBallsl MUHOPHBIX MeTabOIUICCKIX HYTCﬁ

Tepanus (PapMaKOJIOTHIECKUMH IalepOHAMHU

65

dapMakoIornyecKue manepoHsl MPeCTaBISIOT co00M

MOJICKYJIbl, CTAOMIM3HUPYIOIINE H3MEHEHHBIH (hepMEeHT

OenkH, 3aIHIAIINe APYTHe OSNKH OT pa3pyIIeHHs IPHU HarPEeBaHUH

TPaAHCIIOPTHBIE OENTKH, IOMOTatoIIe (PepMEHTY MPOHUKATH Yepe3 TeMaTOdHIEhATHnIECKUI
Oapbep

0COOBIE CUTHAJILHBIE MOJICKYJIbI, U3MCHAIOIINEC MMaTOreHETUYCCKUM Kackanjg peaKuMﬁ npu
HACIIECTBEHHBIX 00JIC3HIX

66

VY NalMeHTOB ¢ TrajlakTO3eMHEH HaXOASIIUXCS Ha TUETOTEpaNuy HaOmroaaeTcst 1euIuT
BUTaMHHA

D

A

B12

C

67

J1s BEIBEICHUST N30BAJIEPHAHOBON KHUCIOTHI TP N30BAIEPHAHOBOM alliIeMUH (aIlUAyPHUH)
MIPUMEHSIOT

TJIMIIMH

JIEBOKAPHUTUH

OHMOTHH

BuTamud B12

68

HHH BBIBCJICHUA aMMOHUS ITPU HAPYHICHUAX MUKJIAa MOYCBUHBI HA3HAYAIOT

OeH3o0at HaTpHsl

TIIALAH

JICBOKAPHUTHUH

TJIIOKO3a

69

@epMeHTHaH 3aMECTUTECIIbHAasA TEpaIvsd NPpUMEHACTCA IJ1d JICUHCHUA MYKOIIOJIMCaXaprua030B
THUIIOB

LILIVAVIVII

LILIHIAIVAVI

LILIIB

LILINA, VI

70

TpancrutanTayst TEMOTIOITHIECKUX CTBOJIOBBIX KJIIETOK MMPUMEHSCTCS TTPH HEKOTOPHIX
JIEHKOTUCTPO(DHUIX, B TOM YHCIIe OOJIC3HH

Kpab6e

Anekcanuepa

KanaBana

[Temummyca-Menbiibaxepa

71

TpaHcIUTaHTaMsA TEMOMOATUYECKUX CTBOJIOBBIX KJIETOK MPUMEHSIETCS IPH HEKOTOPBIX
JNEUKOIUCTPOPHSIX, B TOM YUCIIE

METaxXpOMAaTHYECKON JISHKOMCTpOhUH

Oone3Hn AneKkcaHaepa

0oxne3nu Kanasana
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6onesnu [lennunyca-Menpnbaxepa

72

TpancrutanTanys MeYeH SBISETCS OJHAM U3 ITOAXOA0B K JICUCHUIO TaKOH aMHUHOAIIHIOTIATHH,
Kak

HCAOCTATOYHOCTH OpHI/ITI/IHTpaHCKap6OMI/IIIaSI)I

(heHUITKEeTOHYpHSI

TOMOIMCTUHYPUSL

TUIIEPOPHUTHHEMUS

73

HpI/I MMPOBCACHUU (bepMCHTHOfI 3aMECTUTCIbHOM TCparnn ypoOBCHb I'N'TMKO3aMHWHOITIMKAHOB MOYH

CHMIXACTCA

0CTaeTcs CTaOMILHBIM

IIOBBIIIACTCS

HEC I/IH(bOpMaTI/IBeH IJIsL KOHTPOJIA JICUCHUA

74

I[J'IH BBIBCACHHUC TOKCUYHBIX MeTab0JIUTOB IIPpY OPraHuvdCCKUX aluaypuiax NpUMEHAIOT

JICBOKAPHUTHH

TIIMLEPUH

MaJIbTOACKCTPUH

KYKYPY3HBIH Kpaxmai

75

Anba-n-MaHHO3a AJ1s JIeUeHHsI BPOKICHHbBIX HAPYIIEHNH TMKO3WINPOBAHUS

MIPUMCHACTCH, NJIA TUIIA 1B

MMPUMCHACTCH, NJIA TUIIA la

MPUMCEHSCTCS, IJId TUIIA lc

HE NMMPUMCHICTCSA

76

[IpenapaToM ayist pepMEHTHON 3aMECTHTEIBHOMN Tepauy MyKOIoJIucaxapuao3a | Tuna seisercs

JIapoHKa3a

uaypcynbdasza

rancynbhaza

cebennmnasa

77

[IpenapaTom 1t hepMEHTHON 3aMeCTUTENBLHON Tepanuy MyKononucaxapuaosa Il tuna sBisiercs

uaypcynbdasza

JlapoHuaa3a

rajicyibgasa

anocyibhasa

78

[IpemapaTom anst pepMEHTHON 3aMECTHTEIHHON Teparnuu MyKoromcaxapunos3a [VA Tuma
SIBIISIETCS

anocyibhasa

rajcynbdaza

rancynbdaza

uaypcyibdasza

79

[IpemapaTtom anst pepMeHTHON 3aMECTHTEIHHON Tepanuy MyKomonncaxapuaosa VI tuna
SIBJISIETCS

rancynbdaza

JIapOHK /132

uaypcyibdasza

cebennnasa

80

[IpenapaTom 1t hepMEHTHOM 3aMEeCTUTENBHON Tepaniy Npy AeUINUTE TU30COMHON KUCION
JIUTIa3bI SABIISIETCS

114




cebennmnasa

JapOHUIa3a

aNTIIIOKO3MIa3a anbda

rancynbdasa

81

Hper[apaTOM JJIA (bCpMGHTHOﬁ 3aMEeCTUTEIBLHOMN TCparum 1nmpu 00JIE3HHU TTOMIIE SIBIISIETCSI

aNTITIIOKO3MIa3a anbda

cebennmnasa

rancynbdasa

anocyibgasa

82

Haunbonee panarMy N3MEHEHUAMY TIPY IPOBEACHNN (PePMEHTHON 3aMECTHTEIHHOMN TepaIy MpH
MYKOIOJIUCAXapUI03€ SBISETCS

CHMIKCHHC YPOBHA I'AT" B Mmoue u YMCHBIICHUEC PA3MCPOB NCUCHU U CCIC3CHKU

YIAYUHICHHUEC TOABMIKHOCTH CYCTABOB M CHUJILI MBIIII]

MOBBIIIEHNUE KU3HEHHON EMKOCTH U 00IIEr0 00BhEMa JIETKUX

CHMJ)XKCHHC aKTHBHOCTH IICYCHOYHBIX @epMeHTOB

83

[Ipu npoBeneHnn GepMEHTHOH 3aMeCTUTENbHON Tepanuu 0one3Hu Gadpu B KPOBU CHUIKACTCSI
KOHLICHTpAIHs

mm30-Gb3

JIN30C(HUHTOMUETHHA

JIn30-509

dbocharuaunxoauHa

84

Kocrasie neopmanmu npu mykononucaxapuao3ax Ha GoHe pepMEeHTHON 3aMeCTUTENBHOM
Tepanuu

HC U3MCHAIOTCS

ncye3aT Ha poHe PepMEHTHOH 3aMEeCTUTENFHON Tepanuy 4epe3 ToJ1 Iocie Havyaja JICUeHHs

HCYC3aI0T Ha (1)0H6 q)epMeHTHOﬁ 3aMECTUTEIIbHON TCpalru 4€pe3 MIATh JICT IMOCJIC Havdalla
JICUCHUA

HE IPOTPECCUPYIOT HA POHE (PePMEHTHON 3aMECTUTEIBHOMN Tepanuu

85

AnTHTena K pepMeHTY Ipu MyKoIoJcaxapuaose i Tuna GopMupyoreay % mauueHTos

90

50

0

meHee 10

86

AnTHTENA K JepMEHTY IPU MYKOIIOJIUCAXapu103e ii THIa GOPMHPYIOTCS Y % TaIEeHTOB

50

90

0

menee 10

87

Bpewms nmonyxn3Hu (pepMeHTa B IIa3Me KPOBHU Y rajicyib(as3bl COCTABISIET OKOJIO

Tojrydaca

5 gacoB

24 yacoB

2 4acoB

88

Jl1st maToreHeTHYEeCKON Tepanuy HEHPOHAIBHOTO LEPOUIHOTO JTUIOPYCIMHO3a 2 TUTIa
pa3paboTaH npenapar

LepINTIOHAa3a anb(a

cebenmnasa
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AJITJIFOKO3K Ja3a anb(ba

JapOHUIa3a

89

I[J'I}l TCpanununu HG(I)pOHaTI/I‘lCCKOF 0 NMUCTHHO3a NPUMCHACTCA

OUCTCaMHH

AUCTOTCpaIus

ITUPUIOKCHUH

JICBETHUpALICTAaM

90

[IpenapaToM BeIOOpa IpH Tepanuu cuHapoma Jlnaana seusgercs

aMUIIOPHU

MUHEPATOKOPTHKOHIBI

THUAPOXIIOPOTHABHT

CITMPOHOJAKTOH

91

310pOBBIM CYNPYKECKUM NApaM, IIIAHUPYIOIUM OepEMEHHOCTh, MOXKET ObITh PEKOMEHJOBAHO

HCCJIICAOBAHNC HA HOCUTCIIBCTBO MYTaLII/Iﬁ JaCTHIX MOHOTCHHBIX 3a00JICBaHHI

HCCIEN0BAHNE HA HAJTMYHUE MUKPOAEIEHUN Y -XpPOMOCOMBI

MOJICKYJIAPHOC KapUOTUITUPOBAHUC

HCCIIEIOBAHUE MYyTallui B raMeTax

92

[uToreHeTnyeckoe UCCIEAOBaHUE, KOTOPOE MOXKET OBITh PEKOMEHJOBAHO 3I0POBBIM
CYIIPYXKECKUM I1apaMm, IIAaHUPYIONUM OEpEeMEHHOCTb, Ha3bIBACTCS

AHAJIM3 KapuOTHUIla

FISH ananu3 Ha nHTEp(a3HBIX XpOMOCOMaX JUM(OIMTOB

FISH ananu3 XxpoMocoM criepMaTo30MA0B

HCCJICA0BAHMEC MTOJIOBOI'0 XpOMaTruHa

93

Jliis oOcnenoBanus KaHIUAATOB B IOHOPHI MOJOBBIX KJIETOK PEKOMEHI0BAHO

CTAHAAPTHOC NUTOTCHCTUYCCKOC NCCIICAOBAHUC

MOJICKYJIIPHOC KaAPUOTUIIMPOBAHUC

CCKBCHHPOBAHHNC DK30Ma

HCCJIICA0BAHNEC HA HAJIMYMC AaHCYIVIOWANU B raMeTax

94

Cymnpyram, B ciydae OIM3KOPOACTBEHHOr0 Opaka, He00X0IMMO IPOBECTH

aHaJInM3 Ha HOCUTCJIbCTBO YaCThIX MYTaLII/Iﬁ PaACIpOCTPaHCHHBIX MOHOT'CHHBIX 3a00J1eBaHU

AHAJIM3 KapuoTUIia

AHAJIM3 AaHCYIUIOWAWH B raMeTax

TCCTUPOBAHUC HA MMPCAPACIIOJIOKCHHOCTD K paCIIPOCTPAHCHHBIM ITOJIMTCHHBIM 3a00JIeBaHUAM

95

HHH peUICHUA BOIIPOCa ACTOPOKACHHA B CJIydac BBIABICHUA Y CYIPYTH HOCHUTCJILCTBA
poOepcoHoBCKOM TpaHcokaluu (15;15) npu coxpanHOH (GepTUIBHOCTH Y MYy’ka HE0OX0IUMO
PEKOMEHJIOBATh ITPOBEJICHHE

nporpamm OKO ¢ ToHOPCKUMH 0OLIUTaMU

nporpamm OKO ¢ npenMIIaHTallMOHHBIM TeHETHYECKHM TECTUPOBAHUEM SYMOPHOHOB Ha
AHEYIIOUANU

nporpaMM OKO ¢ nporpamMMoii cypporaTHOro MaTepuHCTBA

HpCHaTaHBHOﬁ WHBa3UBHOM LII/ITOFCHCTI/I‘-ICCKOIZ JUArHOCTHKH

96

21_]151 peUICHUA BOIIPOCa AECTOPOKACHHUA B ClIydac BBIABICHUA Y CYIIPYTH HOCUTEILCTBA
pobepcoHoBckoi TpaHcnokaiuu (13;14) npu coxpaHHOH (epTUIBHOCTH Yy MYy’>ka HEOOX0UMO
PEKOMEHJIOBATh

MPOBCACHUC MPCUMILIAHTAITMOHHOI'O TCHECTUYCCKOI'0O TCCTUPOBAHUS 3M6pI/IOHOB Ha aHCYIJIONMUH

nposeaenue nporpamm IKO ¢ TOHOPCKUMH OOIIMTAMHI

nposeaenue nporpamm KO ¢ TOHOPCKUMH OOIIMTAMH U TTPOTPAMMOM CyppOTaTHOTO
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MaTCpHUHCTBA

MEPEHOC JIOHOPCKUX YMOPHOHOB

97 | MyxuuHe, KOTOPOMY MIPOBOJMIN XUMUOTEPAITHIO, IJIsl OLEHKH PUCKa HACIECTBEHBIX
3a00J1eBaHUI y MOTOMCTBA MMOKa3aHO MPOBECTH
FISH ananmu3 criepMaTo30u10B
aHaJIM3 KapUOTHUIIA
aHaJIM3 Ha HOCUTEJIHCTBO NATOT€HHBIX BAPHAHTOB YaCTHIX MOHOTCHHBIX 3a00J1€BaHUI
CEKBEHHPOBAHHE K30Ma

98 | ®akTOopoM pHCKa, CYIIECTBEHHO MTOBBIIIAIONINM PHCK MOHOTCHHBIX 3a00JIeBaHHUH Y IIOTOMCTBA,
SIBIISIETCS
OIM3KOPOJCTBEHHBIN Opak
BO3PACT CYNpyTu crapuie 35 ner
KypeHHe, ynorpebJieH1e aJIKOroJs
HJINYKE TSDKEIIBIX XPOHUYECKUX MYJIbTH(AKTOPHBIX 3a00JIeBaHUN B CEMbE

99 | B ciryuae BBISIBICHHS HOCUTEIBCTBA pOOSPCOHOBCKOM TpaHCIOKauu y cynpyru (21;21)
TEOPETUYECKUI PUCK CHHAPOMA JJayHa Y MOTOMCTBA COCTABJISIET MPOIICHTOB
100
75
50
25

100 | B ciyuae, ecii y My»ka uMeeTcs 3a00J1€BaHNe, BRI3BAHHOE MyTallHSIMH MUTOXOHIPUATHHOHN JTHK,
PHUCK €ro nepefadyy IOTOMCTBY COCTABIISIET (B mpouieHTax)
MeHee 1
5-10
25
50

101 | TToxazaHueM sl IPOBEICHHUS TEHETHYECKOTO TECTHPOBAHMUS JJIsl OTIPEIeTICHNs] HACIIeJICTBEHHON
MPEPACIIONIOKEHHOCTH K PaKy MOJIOYHOM KeJe3bl U SIMYHUKOB SIBISICTCS
HaJIn4re >1 KpOBHOT'O POJICTBEHHHUKA NEPBOM MM BTOPOI CTENIEHU POJCTBA C PAKOM MOJIOYHON
JKeJIe3bl B Bo3pacte <45 nmer
HaJIn4ue >1 KpOBHOTO POJICTBEHHHUKA IIEPBOM MM BTOPOI CTETIEHU POJICTBA C PAKOM MOJIOYHON
XKeJie3bl B JII00OM BO3pacTe
HaJIn4re >1 KpOBHOT'O POJICTBEHHHUKA NIEPBOI MM BTOPOI CTENIEHU POJCTBA C PAKOM MOJIOYHON
’KeJie3bl B Bo3pacTte <55 jer
HaJIn4ue >1 KpOBHOTO POJICTBEHHHUKA MIEPBOM MM BTOPOI CTETIEHU POJICTBA C PAKOM MOJIOYHON
JKese3bl B Bo3pacte <60 ner

102 | TToxazaHueM /sl TPOBEICHHUS T€HETHYECKOTO TECTHPOBAHHMS JJISl ONIPE/ICIICHUS] HACIIeICTBEHHOM
MPEPACTIONIOKEHHOCTH K paKy MOJIOYHOH JKeJle3bl U SIMYHUKOB SIBIISICTCS
HaJIn4re >1 KpOBHOTO POJICTBEHHHKA IIEPBOI MJIM BTOPOil CTENEHH POJCTBA C PAKOM SIMYHHKA
HaJin4re >1 KpOBHOT'O POJICTBEHHHUKA MEPBOM MM BTOPOI CTETIEHU POJCTBA C PAKOM MOJIOYHON
JKeJIe3bl B II0OOM BO3pacTe
HaJIn4re >1 KpOBHOTO POJICTBEHHHUKA ITEPBOM MM BTOPOI CTETIEHU POJICTBA C PAKOM MOJIOYHOU
eJe3bl B Bo3pacTe <60 jer
HaJin4re >1 KpOBHOT'O POJICTBEHHHUKA MIEPBOM MJIM BTOPOI CTETIEHU POJCTBA C PAKOM MOJIOYHON
’KeJie3bl B Bo3pacTte <55 jer

103 | ITokazaHueM AaJisi TeHETHUECKOTO TECTUPOBAHUS SIBIISIETCS

CEMEIHBIN aHaMHe3 BHE3aITHOW CEpJICYHON CMEPTH

YaCTBIC KCITYAOYKOBBIC SKCTPACUCTOJIbI Y MAMCHTA
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HaJIM4uec FHHep’I’pO(l)I/II/I MHOKapJa JICBOI'O XXCJIyJOYKa

CEMEITHBIN aHaMHEe3 apTepUaIbHOM TUIepTEeH3UN

104 | ITokazanuem JJI1 TCHETUYCCKOI'O TCCTUPOBAHUS ABJIACTCA

ceMeHHBIN aHaMHe3 yInHeHHoro unteppaia QT

YaCTBIC KCITYJOYKOBBIC SKCTPACUCTOJIBI Y MAallUCHTA

HaJIM4Iue THIepTpoy MHOKap/a JIEBOTO JKeIyJ09Ka

CEeMEHHBII aHAMHE3 TeMOPParn4ecKoro HHCyIbTa

105 | INokazanuem AJI1 TCHETUYCCKOI'O TCCTUPOBAHUS ABJIACTCA

CeMEeHHBII aHaMHEe3 THIIePTPOOUIECKON Kap AMOMHOIIATHH

YJaCTBIC XKEJTYJOUYKOBBIC SKCTPACUCTOJIBI Y MalluCHTA

HaJIMYUEC TUIIOKWHE3a CTCHKU MHOKapaa JICBOI'0 JKCIIyI09Ka

CEMECHHBIN aHAMHE3 UIIEMHYSCKOr0 HWHCYJIbTA

106 | OgarM K3 CHOBHBIX MTOJXOJIOB K MIEPBUYHON MPOo(HUIAKTHKE UIIIEMUIECKO O0JIe3HU cepria
SBIISIETCS

HEMEIMKAMEHTO3Has! KOPPEKIHs (PaKTOPOB PUCKa

HAa3HA4YCHUEC aCIIMPUHA

TCHOTEpaITusl

OTKa3 OT IpucmMa aJIKOT'OJId

107 | OgHUM U3 CHOBHBIX TIOAXOJ0B K EPBUYHON MPo(HUIaKTHKE UIIEMHYECKOH 00JIe3HU cepaLa
SIBIISICTCS

NpUEM CTaTHUHA

Ha3HA4YCHUEC aCIIMpUHA

reHOTepanus

OTKa3 OT NpHUEMA aJIKOTOJIsI

108 | Haubonee 3HaunmMas u 3pexTuBHas cTparerus npoduiaakTuky O0ye3Hel ¢ HacaeICTBEHHON
HPEIPACIIOJIOKEHHOCTBIO SIBIISIETCSI

CTpaTerrsd BHICOKOI'0 pUCKa

HOHynHHHOHHOﬁ CTpaTerusi

CTpaTerud NPpCHATAJIbHOI'O CKPUHUHT'A

CTpaTerysi BTOpUYHON NpOUIaKTUKU

109 | PaHHee reHeTHUYECKOE TECTHPOBAHKE ONPEJIEINSET TAKTHKY JICUSHUsI TPH

CHUHIpPOME yUIMHEeHHOro uHTepsana QT

HEKOMIIAKTHOM KapAuOMHOIIaTun

PECTPUKTHBHON KapIMOMHONATUH

HenbdepeHITMPOBaHHON KapAMOMUOIIATHH

110 | Jna npodunakTUKK U paHHEH TUarHOCTHKH paKka MOJOYHOM jKeJIe3bl H SMYHUKOB y HOCUTENIeH
MAaTOr€HHBIX U BEPOSTHO MAaTOTCHHBIX BAPHAHTOB B reHax breal u brca2 HeoOxonmumo

KJIIMHUYECKOE 00CIIEqOBaHNE MOJIOYHBIX Kee3 Kaxkable 6-12 Mec HaunHas ¢ 25 JeT

PEKOMECHA0OBATH BCEM MMAITMCHTKAM CaJ'[I)HI/IHI‘OO(i)OpeKTOMI/IIO

PCKOMCHAOBATL BCEM NAIIMCHTKAM MACTOKTOMUIO

¢ 25 ner MPT MoJI0YHBIX ’ke€Je3 ¢ KOHTPACTUPOBAHHEM MM MaMMorpadus (eciau HeT
BO3MOXKHOCTH mpoBecTtd MPT) 1 pa3 B 2 rona

111 | Eciu y nmpoban/ia, My>K4YHHBI, YHACJIEJOBABILIETO TUTIEPTPHXO3 OT CBOET0 OOIBHOTO OTIIA,
poauicsi 00JBHOM CBIH C TEM e 3a00IeBaHIEM, a )KeHa MPOOaHa U BCE €€ POACTBEHHUKU
37I0POBBI, TO BEPOSITHOCTD POKAEHHS OOJIBHOTO ChIHA Y peOCHKA IPOOaHAa COCTaBIsIeT
IIPOLIEHTOB

100

118




75

50
25
112 | Ecnu yacToTa MyKOBHCHIH03a B oy isinuu paBHa 1:10000, To prck poxkaeHns pebeHka ¢ STUM
3a00JIeBaHUEM Y 370POBBIX POAMUTENEH, COCTABIISIET (B TIpoIIEHTaX)
0,01
1
5
10
113 | TIpu pacyere pucka poxJIeHHs OOJIEHOTO PeOCHKA Y CYNPYTOB, CBSI3aHHBIX KPOBHBIM POJCTBOM
HE00XOIMMO JIOTIOTHUTENBHO YYUTHIBATH
KodppHIMEHT MHOPUAMHTA
4aCcTOTY BCTPE4aeMOCTH 3a00JI€BaHUS
BO3PACT CYyNIPYIOB
Hayn4re OOJIbHBIX POACTBCHHUKOB
114 | Puck poxxaeHus pedeHKa C ayTOCOMHO-PELIECCHBHBIM 3a00JIeBaHUEM TIPH KPOBHOPOICTBEHHOM
Opake
MOBBIILIACTCS
MTOHMKAETCSI
0CTaeTCsl TAKHM JKE
3aBHCHUT OT ()OPMBI TAJIAKTO3EMUH
115 | BepoatHocTh poxaeHUsI OONIBHOTO peOeHKa B HOBOM Opake CO 3I0POBBIM MYXYHHOH Y
KEHIIMHBI, UMeIolIel 00pHOTO pebéHka ¢ 6one3nbio Humana-ITnka, Bctpevaromielics B
nomysinuu ¢ 9actotoit 1:40000 cocrasisier (B mpouieHTax)
0,25
0,5
1
15
116 | BepoarHocTh poxaeHus: O0JIBHOTO peOeHKa B Opake 3/I0pOBOH JKEHIIMHEI C 3[0POBBIM
MYXYMHOU, UMEIOINM peb&HKa, OOIBHOTO aHIPEHOTCHUTABHBIM CHHIPOMOM TIPH YacTOTe
3a0oneBanus 1:280, cOCTaBUT _ MpOLEHTA
2,8
4,6
7,5
8,9
117 | BepoatHOCTh poxieHUsI OOIBHOTO peOeHKa B Opake OOIHHOTO TeMO(IIINEH My KIUHBI C
3JI0POBOM KEHITUHON, CEMEHHBIM aHAMHE3 KOTOPBIN HE OTATOMIEH 10 3TOMY 3a00JIEBaHUIO,
COCTaBIISIET MPOIIEHTOB
0
25
50
75
118 | BeposarHocTh poxaeHHS OOJIBHOTO PeOCHKA Y )KEHIIWHBI, HOCUTEBHHULIBI MyTallul B T€HE,

OTBCTCTBCHHOM 3a FeMO(bHHHIO a, B 6pa1<e C 310POBBIM My)I('{PIHOfI COCTaBJIACT

50 % 11 MaJIbYUKOB

25% He3aBHCHUMO OT I10J1a

25 % nig meBodYeK

50% He3aBUCUMO OT IOJIa
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119

BeposTHOCTh MOBTOPHOTO POXKICHUS OOTLHOTO peOeHKA ¢ aXOHIpOIlIa3uell B Opake 370pPOBBIX
HE COCTOSIIIUX B KPOBHOM POJICTBE POJTUTEIICH, MPH OTCYCTBHH APYTHX CIydaeB 3a00JICBaHUS Y

WX POACTBEHHHUKOB M 0€3 yu€Ta rOHaJHOrO MO3aHIIM3Ma, COCTABIISIET MPOLICHTOB
0
25
50
100
120 | B 6pake 6onpHOTO reModuineii A My>KUYMHBI U 3A0POBOH JKEHIIMUHEI, POAOCIOBHASI KOTOPOU He
OTSATOIIEHA 10 TeMO(UIINH, 0)KUIAETCSI, YTO
BCE JIEBOYKHU OYIYT HOCUTEIIHUIIAMH TeHa
BCE MaJIbUUKHU OyayT OOJBHBI
MOJIOBUHA MAIBYMKOB OYIyT OOJIBHBI
BCE JCBOYKH OyAYyT OOJIBHBI
121 | B Gpake 370pOBBIX MY>KYHMHBI U KEHIMHBI, OTEI] KOTOPO# cTpagaeT reMopuiinei A, oKumaeTcs
4TO
50% manpunkoB OynyT 60mpHBI, 50% TeBOYEK HOCHTENHHHUIIBI
100% manpunkoB OyayT 60sbHBL, 100% MTeBOYeK HOCHTENHHHUIIBI
100% manpumukoB OyAyT 3710poBbl, 100% neBodek OymyT OOJIbHBI,
50% neBovek OyayT 60abHBI, 100% ManpuuKoB OYIYT 310pOBBI
122 | BepoatHOCTh poXxIeHUsI OONBHOTO pebeHKa y mpoOaHIa My>KCKOTO 110JIa, CTPATAIOIIETO
aXOH/IPOILIACTHYECKON KapIIMKOBOCTHIO (CIIOPaINYECKH CiIydaii), B ero OyaymieM Opake co
310POBOM KEHIIMHON COCTABIISIET IIPOLICHTOB
50
0
75
100
123 | Y npobaHpaa, My>X4YHHBI, CTPAJAONIero AeeKTOM HOT'TeH U KOJIEHHOW YallleukH, Y61 OTeIl U JIe]T
TaKXe CTpajajiu 3TUM 3aboneBaHueM, a Opat 310poB, BeposTHOCTE poskaeHus: 00JIbHOTO peOEHKa
MIPU BCTYIUICHUU B OpaK co 3/J0POBOM KEHIIMHOW, COCTABISIET  MPOIEHTOB
50
75
100
25
124 | BepoaTHOCTb pOXIeHHS OOJEHOTO MYKOBUCIIHI03M peOEHKA Y 37I0POBBIX POAUTENEH, MMEIOIIHX
JIBYX 3/IOPOBBIX JIeTel (J10Yb U ChIHA) M OHOT'O ChIHA, O0JILHOTO MYKOBHCIIMI030M, COCTaBIISIET
25% He 3aBUCHUMO OT I10JI1a
50% He 3aBUCUMO OT T0JIa
50% a1 novepeit
0 % He 3aBUCUMO OT 10J1a
125 | BepoaTHOCTB pOXIEHHS €Ile OAHOr0 OOIBHOTO PeOCHKA Y 30POBBIX POJAUTENEH, UMEIOIINX TPEX
OOJIEHBIX MYKOBHUCITHJIO30M JIETEH, COCTABJISIET MIPOIICHTOB HE 3aBHCUMO OT I10JIa
25
50
100
0
126 | B Gpake 60bHOIO ayTOCOMHO-PELIECCUBHON (POPMOii albOMHN3MA MY>KYHHBI CO 340POBOH

H(eHHlHHOﬁ, MaTb KOTOpOﬁ TMOpaKCHA TEM KC 3360JI€BaHI/I€M, a 0Te1 310pOB, Puck POXKACHUS
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00bHOTO PeOEHKA COCTABIISIET MIPOLIEHTOB

50

0

25

100

127

Puck poxnenns 601pHOTO peOEHKa B Opake 0OJIBHOM ayTOCOMHO-PELeCCUBHON (hOPMOit
aNpOMHU3MA JKEHIIIMHBI CO 3/I0POBBIM MY>KYMHOH, /1€l KOTOPOTO IO OTIIOBCKOM JIMHUH TAK)Ke
CTpajai Tol ke (opMoii aTbOMHNU3MA, COCTABIISCT

1/4

1/8

1/6

1/2

128

Puck poxnenns 60npHOTO peOEHKA B Opake 00IFHOT0 ayTOCOMHO-PEeCCHBHON (hopMOit
aTpOMHU3MA MYXKXYHHBI CO 3I0POBOM KEHITUHON, OpaT KOTOPOU CTpagaeT Tou e (hopMoit
anbpOMHU3MAa, COCTABJIET

1/3

3/4

2/3

1/2

129

Puck poxnenus 001bHOTO peOcHKa B Opake 3I0POBBIX HE COCTOSIIUX B KPOBHOM POJICTBE
CYIIPYTOB, KaXbIi M3 KOTOPBIX IMEET CHOCOB, IIOPAKEHHBIX OJIMHAKOBOW ayTOCOMHO-
pereccuBHON POPMOI MTUTMEHTHOTO PETHHHTA, COCTABIISCT

1/9

0

1/16

1/4

130

B cembe, nmeromieit pedenka c rpynmnoi kposu 1(0) Rh(-), orenr kotoporo umeer II(A), Rh(+)
rpynmy kpoBu, a Math umeeT I1I(B), Rh(+) rpynmy xpoBu, BepositHOCTE pokaeHust pebeHKa ¢
IV(AB), Rh(+) rpynmoii kpoBu CoctaBusieT

3/16

1/8

1/4

1/2

131

B cembe, nmeromieit pedenka c rpynmnoi kposu 1(0) Rh(-), orenr kotoporo umeer II(A), Rh(+)
rpymmy KpoBu, a Math umeeT I11(B), Rh(+) rpynmy kpoBu, BepostHocTh poxieHus peGeHKa ¢
IV(AB), Rh(-) rpynmoii kpoBu CocTaBisier

1/16

1/8

1/4

1/2

132

Puck poxaenus emeé oHOT0 O0IBHOTO ChiHA Y JKEHIITUHBI, UMEIOIIIECH TBYX CHIHOBEH, OOJIBHBIX
MBITIIEYHOH aucTpodueii J{fomenna, u 37J0pOBYIO 109Yb, COCTABIISET MIPOLICHTOB

50

100

25

0

133

Puck POXIACHUA OOJIBHOr'O ChIHA y ao4depu )KGHII_II/IHBI, YLU CBIHOBBS OOJIBHBI MBIIIEYHON
ZLHCTpO(l)HefI I[IOIHGHHa, COCTaBJIACT ITPOLICHTOB
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25

50

12,5

0

134 | V >KeHIIMHBI, UMEIOIICH OTHOTO 3I0POBOTO ChIHA, POJHOM OpaT KOTOPOUH M IS 10 MaTEPUHCKON
JITHUAY CTPaIaiu MBIMTICYHON AucTpodueii romenHa, Puck poskaeHnst 00JIBHOTO ChIHA
COCTaBIISIET MIPOILICHTOB

16,5

0

12,5

25

135 | Puck poxxaenust 6onpHOTO cbina y Jlouepu 6ompHOr0 remoduineit A, y:xe uMeromien AByx
3JI0POBBIX CHIHOBEH M OIHY 30POBYIO 0B, COCTABIISIET IPOLICHTOB

50

25

12,5

0

136 | Y KOHCYNbTHPYIOLIEHCSI, IBISIOMICHCS JOYEPhI0 OOIBHOTO TeMo(Ieil A, M IMEIOIIEeH IBYX
3JI0POBBIX CHIHOBEH U OJIHY 37I0POBYIO J104b, PUCK pokIIeHUs OOJILHOTO BHYKA OT JI04YECPU
COCTaBIISIET __ TPOLICHTOB

25

50

12,5

0

137 | Y 6onpHOTO DocdaranabeToM My>KIHHBI 0KHUIAETCS, UYTO

100% neBouek OyayT OOJIBHBI, & MAJIbYMKHU 3T0POBBI

100% manpunkoB OyayT OOJIBHEI, & JIEBOYKH 3/I0POBHI

50% neBovek u 50% MabYMKOB OyIyT OOJIBHBI

50% MabuuKoB OyIyT OOJBHBI, & IEBOYKH 3/IOPOBBI

138 | st 310pOBOTO IOHOIIY, /1B JS/IH KOTOPOT'O 0 MAaTEPUHCKON JIMHUU YMEPJIU OT MBIIICUHOM
quctpoduu JlrolieHHa, a YeThIpe POJIHBIX OpaTa 3JI0pPOBBI, OXKUIAETCS YTO

PHUCK OOICTIONYIISIIIMOHHBIN

BCE MAIBYUKHU OYAyT OOJBHEI

BCE JIEBOYKH OYIyT OOJIBHBI

MOJIOBHHA JieTed Oy ayT OOJIbHBI

139 | Puck niis motomcTBa My>KUHMHBI, OIIEPUPOBAHHOTO B AETCTBE MO IOBOLY PETUHOOIACTOMBI U
MPOMCXOISILETO U3 CEMbHU, OTSTOLICHHOW 3TUM 3a00JIeBAHUEM B IPEABLIYIINX TOKOJICHHSX, B
Opaxe co 3JI0pOBO KEHIIIMHOW M3 CEMBH, HE OTATOIIEHHON 3TUM 3a00JIEBaHUEM, C YUETOM
MIEHETPAaHTHOCTH reHa, paBHol 0,7, cocTaBisieT MIPOLICHTOB

35

70

50

5

140 | B Opake TBOFOPOIHBIX CUOCOB, 3I0POBOM CECTPHI U OpaTa, CTPaJarOIero ayToCOMHO-
penieccuBHOM Gopmoit ['yxoHeMoThl, BeposSTHOCTD POXKICHHUS TIIyXOHEMOTO peOeHKa
COCTaBIISIET

1/8

1/2
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1/4

1/16

141 | B Opake qBOOPOIHBIX CUOCOB, 3I0POBOM CECTPHI U OpaTa, CTPAJArOIIEro ayTOCOMHO-
peneccuBHOM Gopmoii 'myxoHeMoThI, BeposaTHOCTE poxkaeHus 00JIEHOTO peOeHKa ¢
ayrocoMHO&#8209;pernieccuBHBIM 3a00eBaHreM (0e3 ydu€Ta JIeTaabHBIX SKBHBAJICHTOB)
COCTAaBJISICT IIPOLICHTOB
18,75
12,5
6,25
25

142 | Puck poxaenus 60npHOTO pedbéHka ¢ ayrocoMHo&#8209;perieccuBHBIM 3a00J1eBaHEM B Opake
JBOIOPOIHBIX OpaTta v CecTpsbl, e KOTOPBIX CTPajal ayTOCOMHO-PELECCUBHON (hOpMOIt
anpOnHN3Ma(0e3 yuéTa JIeTaTbHBIX SKBUBAICHTOB), COCTABIISIET
1/16
1/4
1/8
1/64

143 | JIns moToMcTBa OT Opaka JBOIOPOJHBIX OpaTa v CECTpPHI, e[l KOTOPBIX CTPajail ayTOCOMHO-
perecCUBHON POpPMOH alIbOMHM3MA, PUCK POXKICHHS PeOEHKA C aTbOMHU3MOM COCTABJISCT
1/64
1/4
1/8
1/16

144 | YV 35-neTHero My>K4YHHEI, OTEIl KOTOPOT'O CTpajall Xopeel TeHTHHI TOHA, TIPH YCIOBUH, 9TO K 35
rogam 20 MpoLEeHTOB HOCUTENEH I'eHa 3TOro 3a00JieBaHNUS UMEIOT KIIMHUYECKUE MIPOSIBICHUS,
BEPOSITHOCTH PAa3BUTHSI KIMHUYECKHX CUMIITOMOB Ha TIPOTSHKEHUH MOCIIEYIONIeH )KU3HU
COCTAaBJISIET MPOLICHTOB
44,4
50
28,6
16,6

145 | V 50-neTHEero My>4rHBI, OTELl KOTOPOI'O CTpaJiall XOpeei TeHTUHITOHA, TIPH YCIOBUH, YTO K 50
rogam 60 MPOIEHTOB HOCUTENIEH TeHa 3TOro 3a00JIeBaHHS UMEIOT KIIMHUYECKUE MTPOSIBIICHHUS,
BEPOSITHOCTh PAa3BUTHSI KIMHUYECKHX CUMIITOMOB Ha TIPOTSHKEHUH MOCIIEYIONIeH )KU3HU
COCTAaBJISIET IPOILICHTOB
28,6
50
37,5
16,6

146 | Y 65-neTHEr0 My>K4rHBI, OTELl KOTOPOTO CTPajall XOpeei reHTUHITOHA, TIPX YCIIOBHH, YTO K 65
rogaM 90 MpoOIeHTOB HOCUTENEH TeHa 3TOro 3a00JIeBaHHS UMEIOT KIIMHUYECKUE MTPOSIBIICHMS,
BEPOSITHOCTD PAa3BUTHSI KIMHUYECKUX CUMITOMOB Ha IPOTSHKEHUH [TOCIIEAYIOUIEH )KU3HU
COCTAaBJISIET IPOIICHTOB
9
50
47,4
25

147 | Puck jyist IOTOMCTBA 37I0POBOH JKEHIITUHBI, MaTh KOTOPO ObLIa 00JIbHA PETUHOOIACTOMOM,
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cocrosiei B Opake co 370POBBIM MY>KUYHHON U3 CEMbH, HE OTATOIICHHOW 3THM 3a00JIeBaHUEM, C
y4IETOM TIEHETPAHTHOCTH TeHa, paBHOi 0,7, COCTaBISIET MPOLIEHTOB

5,25

17,5

35

50

148

Puck moBTOpHOTO pOKIEHUS OOIBLHOTO peOeHKa B CEMbe, TIe MePBhIi peOEHOK CTpagaeT
cunapomoM [layHa, a Y otia pe6€Hka Oblia BBISIBICHA cOalaHCUpOBaHHAs TpaHcaokarms 21/15,
COCTaBIISICT (B TIpoTIeHTaX)

2-3

10-11

15-20

25

149

Puck moBTOpHOTO pOXXIeHNUs 0OMBEHOTO pebeHKa B CeMbe, TIe TIepBhIi peOEHOK cTpamaeT
cunapomoM [layHa, a Y ogHOro u3 poautescii peOénka Obula BhIsIBIICHA cOATaHCHPOBaHHAS
TpaHcnokanms 21/21, cocrapusier IIPOLICHTOB

100

50

25

5

150

Puck moBTOpHOTO pOXXIeHNUs 0OMBEHOTO pebeHKa B CeMbe, TIe TIepBhIi peOEHOK cTpamaeT
cunapomoM [layHa, a Y marepu peOEHKa Oblia BBISBICHA COaTAaHCUPOBAHHAS TPAHCIOKALIUS
21/13, cocraBisier MIPOIICHTOB

10-11

25

15-20

3-5

151

BeposTHOCTD TOBTOPHOTO POXAEHHUS peOeHKA C CHHAPOMOM DBap/ca Y MOJIOJBIX POJUTENEH,
HMMEIOIIMX HOPMaJIbHBIA KapUOTUI COCTABIISIET (B mponeHTax)

okomo 0

He 6oiee 1

10-11

25

152

Puck noBTopHOTO pOXKIeHHST O0JILHOTO peOEHKa B ceMbe, TJIe IEPBIi peOEHOK cTpasaeT
cuaapomoM Ilatay, u YV onmHOro U3 cynpyroB Obuia oOHapyskeHa TpaHcaokanus (13/13),
COCTaBIISICT (B mporeHTax)

100

50

25

Meunee 1

153

Purick moBTOPHOTO poskieHHUs 00JILHOTO peOeHKa Y MOJIOABIX POIUTENICH ¢ HOPMAIbHBIM
KapHOTHIIOM, Y TIEpPBOT'O peOEHKa KOTOPBIX 00HApyx)eHa Mo3andHasi popMa TPHCOMHUH &,
COCTaBIISIET (B mporeHTax)

1

5

25

50

154

Puck POXIACHUA pe6eHKa C XpOMOCOMHOﬁ IIaTOJIOTHEH B CEMBC, II€ OTCI] UMCCT MO3aWYHbIN
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kapuotut ¢ 15% knetok 47,XYY, a KapuoTUIl MaTepy HOPMaJbHBII, COCTABISAET (B

MIPOTICHTAX )
10-15
2-3
5-7
25-30
155 | [loBTOpHEI pUCK POXKIIEHUS peOCHKA C CHHIIPOMOM «KOIIAYhEeT0 KPHUKa» Y MOJOABIX POIUTENEH
C HOpPMaJIbHBIM KapHOTHIIOM, UMEIOLIIX OJHOTO 3JJ0POBOTO PeOEHKA U BTOPOro peOEHKa C
CHHJIPOMOM «KOIIaYhero KPUKa» W KOJNBIIEBOH XPOMOCOMOI 5, cocTaBisieT (B MporeHTaX)
1
5
10
25
156 | [loBTOpHEI pUCK poXKIeHUS pebeHKa ¢ CHHIPOMOM JlayHa y MOJIOIBIX pOIUTENEH C
HOPMaJIbHBIM KapHOTHIIOM, HMEIOIINX NIEPBOTO PeOCHKA C CHHAPOMOM JayHa, 00yCIOBICHHBIM
perysipHoOi TpucoMuei 1o 21 xpomocome, cocTaBusieT (B mporeHTaX)
1,0
05
5
7
157 | Puck poxnenus pebeHka ¢ 6oie3nsio Jlayra y marepu ctapiie 40 et cocraBisiet
1:50
1:20
1:100
1:500
158 | [Ipu mpoBeaeHUH OMOXMMHYECKOTO MTPEHATAIBHOTO CKPUHUHTAa 00HAPY)KEHUE Y OepEeMEHHOMN
YKCHIMHBI KOHIIEHTpaIMi anbda-heronporenHa 1 HeKOHBIOTTPOBAHHOTO CTPHOJIA HUXKE
HOPMBI, @ XOPHOHHYECKOT'0 TOHAJOTPOIKHA BbIIIE HOPMBI, TI03BOJISIET IPEAIIONOKHUTE, YTO Y
IJ10/1a IMEETCS
XPOMOCOMHAsI TATOJIOTHSI
nedekt HepBHOU TpyOKH (amdHNedanus, spina bifida u 1.11.)
pacienvrHa ryosl u/minm Heba
MHOECTBEHHbIC BPOXK/ICHHbIE TOPOKU Pa3BUTHS
159 | B kieTkax BarnHaJILHOTO SIHUTENHUS IEBOYKU C CUHIIPOMOM [laTay MOKHO 0OHApYKUTh
BAPPA
OJTHO TEJIbIIe
JIBa TeJIbLa
TPH TeIbIIa
HU OJIHOTO TellbIIa
160 | IIpu oOHapy>keHHuH "JTOXKHOrO" OTLHOBCTBA, YTO MPUHLIMIHAIBHO U3MEHHUT POTrHO3 IOTOMCTBA,
TaKTUKA Bpada-TeHeTUKa B MEJIMKO-TeHETHUECKON KOHCYJIbTAI[UH
TCeHETHYECKHI PUCK COOOIIAETCS TONBKO JKEHIITUHE
WHGPOPMAITUIO O PUCKE MOTYYAET MYK
Oeceia NPOBOAUTCS C ABYMsI CYIIpyTaMu
MYX nostyyaet uHpopmManmo 6e3 yuera "1mokHoro" oTIoBCTBa
161 | Yacrora HaceACTBEHHBIX ¥ BPOXKJICHHBIX 3a00JIeBAaHUN Y HOBOPOXKICHHBIX COCTABIISIET

5%

1%
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10%

25%

162

Yacrora XPOMOCOMHBIX Ooie3uei Y HOBOPOKACHHBIX COCTABJIACT

0,8%

0,1%

5%

10%

163

YacTroTa MOHOTEHHBIX 0O0JIe3HEH B PacucTC HAa HOBOPOKACHHBIX

1%

0,1%

0,5%

5%

164

OnTuMansHBINA pa3Mep MOMYIAIH Ui QYHKITMOHUPOBAHHUS OJJTHOW MEXXPETHOHAILHONW MEIHKO-
TeHETUUECKON KOHCYJIBTAIIMH COCTABIISIET

8-10 M

4-6 MutH

2-3 MiIH

1-1,5 M

165

OntumansHBIN pazMep MOMyJISIUH I PYHKIIHOHUPOBAHUS MEMKO- TeHETHUECKON
KOHCYJIbTAlIUU COCTaBISIET

1-1,5 M

2-3 MiIH

3-4 mi

5-6 Mi

166

(DJ'IIOKTyaI_II/IH HJaCTOT BPOXJACHHBIX ITOPOKOB pa3BUTHA O3HAYACT

MPOsIBJICHHE CIIyYaiiHOHM (iIroKTyauuu

0OHapy)KeHHE J]ABHO CYIIIECTBYIOIIETO TepaToreHa

TTOABJICHUC HOBOI'O TCPATOI'CHA

YBCINYCHUC KOJINYICCTBA TCPATOICHOB

167

K mynpTrdakTopraibHbIM 3a001€BaHUSIM OTHOCSTCS

M30JIMPOBAHHLIC BPOKACHHBIC ITOPOKHU PA3BUTUA

XpOMOCOMHBIE 00JIE3HU

MOHOTI'CHHBIC CUHAPOMBI MHOKCCTBCHHBIX BPOXKICHHBIX ITOPOKOB PAa3BUTHSI

rH(pEKIMOHHBIE 3200JIeBaHUS

168

OIIHI/IM 13 OCHOBHBIX IOAXO0A0B, UCIIOJIb3YEMbBIM JJIs1 c60pa JaHHBIX JJIs1 MOHUTOPHHTA
BPOXICHHBIX ITIOPOKOB pa3BUTHS, ABJIACTCA

KOI‘OpTHHﬁ MCTO/

cOOp JaHHBIX MO0 00paIaeMocTn

(uKcalus cirydaiiHbIX HaXO0JO0K

METOJ] «CIIYYaii-KOHTPOJIbY

169

OCHOBHBIM IMPUHIOMUIIOM OpraHU3alvu SMMUACMUOJIOTHICCKOr0 perucTpa BpOXKACHHBIX ITIOPOKOB
Pa3BUTUA ABJIACTCA

TMOMYyJIAIMOHHAA OCHOBA OpraHus3aln

OONIBHUYHAS OCHOBA

cOOp JTAaHHBIX IMTyTEM BEIOOPOYHBIX HCCIICIOBAHUMA

BBIABJICHUEC OTACIBHBIX CITy4acB BpO)I(lIéHHLIX ITIOPOKOB Pa3sBUTHA
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170

MOHHUTOPUHT BPOXKICHHBIX TOPOKOB pa3BUTHs Harbosee 3PGEKTUBEH B MOMYJISIMU C TOJOBBIM
YPOBHEM POKIAEMOCTH HE MEHee

20000

10000

5000

1000

171

OpHolt U3 33/1a4 MOHUTOPHHTA BPOXKJICHHBIX TOPOKOB PA3BUTHS SIBISIETCS

BbISIBJICHUC HOBBIX TCPATOI'CHOB

JICUECHHE BELISBICHHEBIX OOIBLHEIX

BBIABJICHNEC HOBBIX CHHIAPOMOB

pa3paboTKa METOIOB MPODUIAKTHKH

172

I'maBHOI ICJIBH0 MOHHUTOPUHI'A BPOKACHHBIX NOPOKOB PA3BUTHUSA ABJIACTCH

onpeaCJICHNUEC NOMYJIAINMOHHBIX YaCTOT BPOXKACHHLIX IMOPOB PAa3BUTHA

JICUYCHHE BBISIBJICHHBIX OOJBHEBIX

BBIIBJICHHME HOBBIX CHHAPOMOB

pa3paboTKa MEeTOJI0B TPOPUIAKTHKH

173

OnHOM 13 OCHOBHBIX 3aJa4 MOHUTOPHHI'a BPOXKICHHBIX ITOPOKOB Pa3BUTHUS ABJIAIOTCA

BBISIBJICHHE HOBBIX TEPAaTOI'CHHBIX (pakTOpoB

JICUCHHE BBISBJICHHBIX OOJIBHEIX M conrajibHasA MOoAACPKKa UX cemen

BbISIBJICHUEC HOBBIX CHUHAPOMOB U pa3pa60TKa METOAOB I X TUAI'HOCTHUKHU

pa3paboTKa METOJI0B NPOPUIAKTHKH

174

[IpakTHyecknM nIpruMeHEeHHEM TTPOrpaMMbl MOHHTOPHHTA BPOXKICHHBIX TTOPOKOB paszsutus (BIIP)
ABJISICTCA

OLICHKA BIIMSHUS IIPEHATAIILHOTO CKPUHUHTA U IIpeHaTalnbHOoM auarHoctuku BIIP Ha yactoty
BIIP

JICUCHHE BBISBICHHBIX OOJILHEIX M COoIMaJIbHAA MOAACPIKKA UX ceMmeit

BbIAABJICHUEC HOBBIX CHUHIAPOMOB U pa3pa60TI<a METOAO0B I X JUATI'HOCTHUKHU

pa3paboTKa METOJIOB IPEHATAJILHONW U MPEUMILIAHTAIIMOHHON JUAarHOCTHKH

175

[IpakTH4yeckuM NpUMEHEHHEM NPOrpaMMbl MOHUTOPHHIA BPOXKICHHBIX MOPOKOB pa3sutus (BIIP)
SIBIISIETCS

orieHka 3((deKkTUBHOCTH NIepBUYHON npodunaktuku BITP

colMaibHast oJIJIepXKKa ceMeid, nMeronmx pedbénka ¢ BITP

BbISIBJICHUC HOBBIX CUHAPOMOB 1 pa3pa60TI<a METOAOB I X NTHUATI'HOCTHUKHU

pa3paboTKa METOJ0B NPEKOHUETIMOHHONW NPOQHUIAKTHKH

176

[Tpu MOHHTOpPHHTE BpOKIEHHBIX TOpokoB pa3BuTHs (BIIP) yunteIBatoTcs ciiyuau BOp cpeau

YKUBOPOXKIECHHBIX, MEPTBOPOXKIEHHBIX U JIMMUHUPOBAHHbIX 10408 ¢ BIIP

JKHUBOPOKACHHBIX U CIIOHTAHHBIX a60pTOB

MCPTBOPOKACHHBIX

KUBOPOXKIACHHBIX U MEPTBOPOXKIACHHBIX

177

B cucreme MOHUTOPUHIA PETUCTPUPYIOTCA BpO)KI[éHHBIC TOPOKHU pa3BUTHA, XaPAKTCPU3YCMbIC
KaxK

rpy6He, JICTKO BBISABJISICEMBIC ITIOPOKHU

MTOPOKY BHYTPEHHUX OPTraHOB, TPEOYIOIIHE JOTIOTHUTEIIEHON AUArHOCTHKU

BHCHIHMEC ITOPOKU pa3sBUTHA

MaJIbIC aHOMAJIMU PA3BUTHUA

178

B cucreme MOHMTOpHHTA HE YIUTHIBAIOTCS TaKHE CIIyYad BPOXKACHHBIX TIOPOKOB Pa3BUTHSA
(BITP), kax
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CIIOHTaHHBIC a60pTI>I

JKUBOpOXkeHHbIE ¢ BITP

MepTBOpOXkAeHHbIE ¢ BITP

nHAynrpoBaHHble a00pThl ¢ BIIP, BRIsSIBIEHHBIMU IPEHATATIBLHO

179 | OGHapyxeHre Y HOBOPOXKICHHOTO MOSICHUYHOW CITMHHOMO3TOBOH IPBIKH, THApOLehaIuu 1
KOCOJIAIIOCTH B CHCTEME MOHUTOpHHTA 110 MKO 10, Koaupyercst
TOJBKO KOJOM TMOSICHUIHON CHHHHOMO3TOBOM TPBDKH C THAponedanuei
KOJIOM CIMHHOMO3TOBOM TPBIKH U KOAOM ruaponedamiu
KOJIOM COIMHHOMO3TOBOW TPBDKH M KOCOJIAMOCTH
OTJIENBHO KOJIOM CTHHHOMO3TOBOM T'PBIKH, KOJIOM THIpOIiedaTnyd U KOJJOM KOCOJIAOCTH
180 | OGHapykeHHEe Y HOBOPOXKJICHHOTO PaCIICIUHBI TYOBI 1 HeOa 1 oMdaronese B CuCTeMe
mouutopunra no MKb 10, konupyercst
KOJIOM pacIIeMHBI TYOBI 1 HE0a 1 KooM oMdaoriene
TOJIBKO KOJIOM pacIIeInHbI TyOsl 1 HEOA
TOJIEKO KOIOM oMaoriene
KaK MHO>XECTBEHHBIC TTOPOKH Pa3BUTHUS
181 | IIpu kogupoBaHMH BPOXKACHHBIX AHOMAINN HE BBI3BIBACT 3aTPYAHEHUN
MTOATBEP KJICHHBIN THarHo3
JHUAar"Hos, BBISIBIIGHHBIN TOJILKO IIpU NpCHaTaAJIbHOM HCCJIICIOBAHNN
MPETOI0KUTEIbHBIN THArHO3
MepTBOpOXIeHHBI ¢ MBIIP Ge3 maToaoroaHaTOMUYeCKOT0 UCCIIEIOBaHUS
182 | B MOHHTOpPWHTE HE PETHCTPUPYETCS
paciieneHye sI3plYKa
nradparManbHas rppbka
pacmennnaa Heba
areHe3us MoyeK
183 | MexayHapoIHBIMU CHCTEMaMH PETUCTPOB BPOXKAEHHBIX TOPOKOB Pa3BUTHS SIBISIIOTCS
EUROCAT Network u International Clearinghouse Birth Defects Surveillance Research
(ICBDSR)
London Dysmorphology Database (LDDB) u London Neurogenetics Database (LNDB)
Pictures of Standard Syndromes and Undiagnosed Malformations (POSSUM) u Online
Mendelian Inheritance in Man (OMIM)
National Organization for Rare Disorders (NORD) u The Genetic and Rare Diseases Information
Center (GARD)
184 | Peructpanus BpoxaEHHBIX TOPOKOB Pa3BUTHs B OOJBIIMHCTBE PETUCTPOB OCYIIECTBIISIETCS
110 7 AHEH KU3HU HOBOPOXKACHHOTO
B | 1eHb )KU3HUA
JI0 OJJHOTO ToJia KHU3HU peOEHKa
HEOI'PaHWYEHHBIA CPOK
185 | OCHOBHBIM YCJIOBHEM BKJIFOUEHUS B PETHCTP CIydasi C BPOXKJAEHHBIM IIOPOKOM Pa3BUTHS SIBISECTCS
MPOXXUBaHNE MaTEpU B PETOHE MOHUTOPHHTA B TCUCHHE OEPEMEHHOCTH
(hakTOp MPOKMBAHUS HE YUUTHIBACTCS
BO3PacT MaTepH
BBISIBIICHHE TIOPOKA MPEHATATLHO
186 | [Ipwu BEIsSIBIEHUH Y HOBOPOXJIEHHOTO MHOKECTBEHHBIX BPOXKICHHBIX TTOpokoB pa3sutus (MBIIP)

KOJIUPYIOT

Kax b1l u3 Bxosiumii B MBIIP nopok pa3Butust
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TOJBKO OJJVH CaMBIH TSOKCIIBIN IOPOK

kooM Q89.7 — MHOXKECTBEHHBIC BPOXKICHHBIC aHOMAINU HEKIIacCU(UITMPOBAHHBIEC B APYTHX
pyOpuKax

TOJILKO BHEIIHUH Je(eKT

187

B cnyuae omHOBpeMeHHOTO BEISBICHHUS y peO&Hka muenomenuronene 13-T4, snukanra,
BBICOKOT'0 HEOA, TOTIOTHUTEIBHBIX COCKOB, CIEAYET HCIOIb30BATh KO

Q05.6 — Spina bifida B rpyaHoM oTaene 0e3 ruapornedannu

Q05.6 — Spina bifida BMecTe ¢ 3nMKaHTOM

Q05.6 — Spina bifida BMecTe ¢ BBICOKMM HEOOM

Q89.7 — MHOKECTBEHHBIE BPOXKICHHBIC aHOMAINU HEKIacCU(HUIIMPOBAHHBIC B IPYTHX PYOpUKaX

188

[Tpu anHoManuu bepa poOeHa HCIOIB3YIOT KO

Q87.0 — cuHAPOMBI BPOXKICHHBIX aHOMAJTUH, BITUSIONIMX MPESUMYIIICCTBCHHO Ha BHEIIHUN BUJT
JIHIa

Q35 — pacmienuHa HeOa

Q75.9 — BpokieHHast aHOMaJTUs KOCTeH ueperia M JIMia HeyTOYHeHHas!

Q18.8 — mpyrue yrouHeHHbIE MOPOKK Pa3BUTHsI JIUIIA U [IEU

189

B cnyuae BbIsIBIIEHHS y HOBOPOXKICHHOTO MHUAHLIE(DAINH U aMETIMH BEPXHUX KOHEUYHOCTEH
KOJHUPYIOT

Q00.2 - uadnnedanus n Q71.0 — monHOE OTCYTCTBHE BEPXHUX KOHEYHOCTEH

tospko Q00.2 - naM HIEdanus

T01bK0 Q71.0 — mOJTHOE OTCYTCTBHE BEPXHUX KOHEUHOCTEH

089.7 - MHOKECTBEHHBIE BPOKICHHBIC aHOMAJIMH, He KIIACCH(UIIMPOBAHHBIE B IPYTUX PyOpHKax

190

Ecnu y HOBOpOKIEHHOTO BBISIBIICHBI pacieuHa Iyobl JeBocToponHsis (Q36.9), Tpancno3unus
KpymHBIX cocynoB cepama (Q20.3), okomoymraoit BeipocT (Q17.0), B OKOHUATENBHBIN TUATHO3
BBIHOCSIT KOJIBI

Q36.9 u Q20.3

Q36.9 1 Q20.3 n Q17.0

Q36.91u Q17.0

Q20.3 u Q17.0

191

[Ipu BBISIBJICHUU COYETAHUS TOJOMPO3IHIIE(PAINH C PACIIEIUHON TyOBI CIIEAyeT UCTIONIb30BATh
KOJ

TOJBKO I‘OJ'IOHpO33HLIe(1)aJ'II/II/I

roJIONpo33HUEePATUH U pacIIeIUHbI T'yObl

MHOKECTBEHHBIX BPOXKJICHHBIX TOPOKOB Pa3BUTHS, HEKJIACCH(DHUIIMPOBAHHBIX B IPYTHX PyOpHKaX

ansHIedann

192

HauOonee gacToif ayTOCOMHOH TPHCOMHEH, PETUCTPUPYEMOH y CIIOHTaHHBIX a0OPTYCOB IIEPBOTO
TpUMeCTpa OEPEMEHHOCTH, SIBJISIETCS] TPHCOMUS

16

21

1

18

193

Puck pa3BUTUA 6I/Ip0HI/ITeHBCKOFO IMOJIHOT'O ITY3BIPHOI'O 3aHOCA MMOBBIIICH

B OJIM3KOPOJICTBEHHBIX Opakax

IIpU MPUEMC rOPMOHAJILHBIX KOHTPALICIITUBOB

B MOJIOJBIX BO3PACTHBIX I'pyIiax XCHIIUH

B CTApIIMX BO3PACTHBIX Irpynrax >XCHIMWH

194

YactoTa TCTPAIJIONINHN B I'PYIIC CIIOHTAHHBIX a60pTyCOB C XpOMOCOMHBIMH MyTallUsIMU
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BapbUpPYET B Auana3oHe (B MPOICHTAaXx)

5-10

1-2

10-15

15-20

195

YactoTa TCTPAIJIONINH TTOBBIINICHA B I'PYNIIC

aHPMOPHUOHUI

HEPA3BUBAOIINXCS 6epeMCHHOCTeﬁ

CHOHTAaHHBIX a00PTYCOB

CIIOHTaHHBIX a60pTyc0B OT XCHINWH C IPUBBIYHBIM HCBBIHAINNBAHUEM 6epeMeHHOCTI/I

196

Hamubonee gactoit reHOMHOW MyTaIuei, perucTpupyeMoii B SMOPHOHAITBPHOM MaTepuale Ipu
HEBBIHAIIMBAHUY OCPEMEHHOCTH B IIEPBOM TPUMECTPE, SBISICTCS

TPUCOMMUS I10 ayTOCOMaM

MOHOCOMMS 110 ayTOCOMaM

AHCYTIIJION NS 110 TTOJIOBBIM XpOMOCOMaM

TPUILJIION U

197

C KUBOPOKIACHUEM HE COBMECTHUMBI

MOHOCOMMH 110 ayTOCOMaM

TPUCOMHHU I10 ayTOCOMaM

TPUCOMMUH I10 ITOJIOBBIM XpOMOCOMaM

C6aHaHCI/IpOBaHHI)IC TPAaHCJIOKalln

198

BeposiTHOCTB poXIeHHUs 3J0POBOTO TIOTOMCTBA Y HOCHTENEH POOSPTCOHOBCKOW TPAHCIOKAIINN
MEXy TOMOJIOTHYHBIMU XPOMOCOMaMU paBHa (B mporeHTax)

0

25

100

50

199

BeposiTHOCTD poXkJeHUsT PEHOTUITHYECKH 3I0POBOTO ITOTOMCTBA Y HOCHTEIIEH pOOEPTCOHOBCKOM
TPAHCJIOKAIMK MEXAy HErOMOJIOTHYHBIMUA XPOMOCOMAaMH PaBHA

2/3

1/3

1/6

1/2

200

OCHOBHBIM MEXaHU3MOM JEUCTBHUS NpenaparTa «CIuHpa3a» UCIOJIb3yMOTro NpH JIEYEHUN
CIIMHANBHOW MBIIIEYHOU aTpoduu, 00ycnoBiIeHHbIN MyTanusiMu B reHe SMN 1, siBrisieTcst
MIPU CIUIAWCHHIE

COXpaHeHue dk30Ha 7 reHa SMN2

coxpaHeHue 3k30Ha 8 reHa SMN1

BBIpe3aHue 3K30Ha 7 reHa SMIN2

BhIpe3aHue 3k30Ha § rena SMN2

201

[laToreneTnyeckuii npemnapar, MOBBILIAIOMINN KoaundecTBO AedektHoro 6enka CFTR Ha
MTOBEPXHOCTH KJIETKH, Ha3bIBAETCS

KOPPEKTOp

MNOTCHUIHUATOP

HWHIYKTOD

CTUMYJISITOD

202

[laTorenernueckuii mpenapar, KOTOpbIK ycrirBaeT akTuBHOCTh Oenka CFTR, Haxoasmerocs Ha
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MOBCPXHOCTHU KJICTKH, HA3BIBACTCA

TTOTEHITUATOP
KOPPEKTOP
WHIYKTOP
CTUMYJISITOD
203 | «30JI0TBIM CTAaHJAPTOMY JIUATHOCTUKH MYKOBHCITUJI03a SBIISICTCS
OTIpe/IeTICHHE YPOBHS XJIOPHIOB B TOTOBOH KUAKOCTH
OTpeJIeICHIE MPOBOIMMOCTH 1OTa
JHK-nnarnoctuka
OTIpe/IeTICHIE YPOBHSI HMMYHOPEAKTUBHOTO TPUTICHHOTEHA B KPOBH
204 | TIonoXXUTENBHBIM PEe3yJIBTATOM IIOTOBOW MPOOBI IPH ONPEICICHUH YPOBHS XJIOPH/IOB SBIISCTCSI
IOKa3aTellb MMOJIB/JT
64
32
12
215
205 | [TorpaHWYHBIM PE3yIBTATOM IIOTOBOM MPOOKI IIPH OMPEAEIICHUH TPOBOAUMOCTH II0Ta SBISETCS
IOKa3aTellb MMOJIB/T
68
44
95
41
206 | K monoxxuTenbHBIM pe3ynbTaTaM HOTOBOM MPOOBI OTHOCSTCS PE3YNIbTaThI
XJIOPUJIBL 65 MMOJIB/JI, TIPOBOIUMOCTH 92 MMOJIB/T
xsopus! 40 MMOJIB/IT, IPOBOANMOCTH 68 MMOITB/JT
XJIOpUJBI 28 MMOJIB/JI, IPOBOJUMOCTE 76 MMOJIB/IT
xyopub! 120 MMoits/, mpoBoauMocTh 190 MMoITb/I
207 | IIpu HEBO3MOXKHOCTH MTPOBECHHS MOTOBOTO TECTA JUIs JMArHOCTUKY MYKOBHCIIH03a TOKa3aHO
MOJIEKYJISIPHO-T€HETHIECKOE TECTUPOBaHUE
oTpe/ieNIeHre UMMYHOPEAKTHBHOTO TPUIICHHOTEHA B KPOBU
OIPEICJICHUE YPOBHS HATPHS B MOUE
KOMITBIOTEPHAs TOMOTpa(usi OPraHOB I'PYIHO MOJIOCTH
208 | CxemMa HEOHATAILHOTO CKPHHHMHTA Ha MyKOBHCIIU03 B Poccuiickoit deneparinu nMeeT BUJ
HNPT-UPT-IlotoBas npoda
NPT-JIHK (uacteie mytanuu)-Ilorosas npoda
JHK (uacteie mytaun)-MPT-IToroBast mpoba
WPT-IlankpeaTur-accounupoBaHHblii mpoTenH-1loToBas npoda
209 | HopmambHble 3Ha4€HUS] YPOBHS UMMYHOPEAKTUBHOTO TPHUIICHHA Y JTJOHOIIEHHBIX
HOBOPOIKJICHHBIX ONPEACISIOTCS HI/MIT
Menble 40
MCHBIIIE 65
MeHbIe 50
6oubie 40
210 | [lnst mpeHaTaNbHON MTUArHOCTHKM MYKOBHUCIIH/I032 B TIOJIHOCTHIO HEMH(OPMATHUBHOM JIJIS JTHK-

JUarHOCTHUKU CCMbC IMPUMCHSIOT

HU3MCEPECHUEC aKTUBHOCTH I'aMMarilyTaMUuITpaHCIICITHAa3bl, aMUHONICTITHIA3bl U KHIIEYHON (i)OpMBI
menogHor pocdaraspl B aMHUOTHIECKOM KUIKOCTH
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Metost NGS ¢ ncnonb30BaHHEM TEXHOJIOTUH TAPTETHOTO 000TACHHS BCEX KOJIUPYOIINX,
TIPUIICTAIOIINX MHTPOHHBIX, a Takke 3 - u 5 -HeTpancaupyeMbrx oomacre reHa CFTR

kocBeHHy0 /JIHK-nmnarnoctuky (aHanm3 BHyTpUTeHHBIX 1 clietuieHHBIX ¢ reHoM CFTR JTHK-
MapKepoB)

KOJIMYECTBEHHYIO (DIyopecleHTHYI0 MyabTUILIeKcHyo [P

211

Ji1a mpeHaTanbHOM TUarHOCTUKY MyKOBHCIIA03a B CEMbE, HMEIOIIEi 00IFHOTO peO&HKa C
HEUJICHTU(UITUPOBAHHBIMU IMATOTEHHBIMU BapHaHTaMH, 11€JIECO00Pa3HO IPUMECHHUTh

kocBeHHYI0 /IHK-nnarnoctuky (aHanm3 BHyTPUT€HHBIX U cleruieHHbIx ¢ renoM CFTR JIHK-
MapKepOR)

M3MepeHre aKTHBHOCTH TaMMAarIyTaMAJITPAHCIEITUAA3H], aMIHHOTIENITHAA3bl U KUTIIEYHON (hOPMBI
IeJIOYHOM (hocdaTa3bl B aMHUOTHUECKOM KUIKOCTH

MLPA (MyJIbTHUIUIEKCHYIO JIMTa3HYIO 30HI0BYIO aMILTH(DUKAIUIO)

cekBeHnpoBanue mo CeHrepy

212

MexaHu3M IeicTBUs JopHa3bl-aiib(da (IyIbMO3MMa) 3aKITF0UASTCS B

pacHieruieHns MoJieKy BHekierouHon JIHK

MOTEHIIMMPOBAHUU pabOTHI XJIOPHOT'O KaHaja

0aKTepHOCTATUIECKOM TEHCTBUHI

BakrepuonuiHOM AeHCTBHU

213

[Ipemapat uBakadrop (kanumeko, VX-770), npuMeHsIeMbIH IS TATOrEHETHYECKOM Teparun
MYKOBHCIIHJI034, TI0 MEXaHU3MY JCHCTBUS SIBISIETCS

TMOTCHIHUATOPOM

KOPPEKTOPOM

HWHAYKTOPOM

CTUMYJIITOPOM

214

[TaToreneTnyeckue npemnaparsl A5 TEPAUN MyKOBUCIHI03a Y OOJIBHBIX C T€HETUYECKUMHU
BapuaHTamu Il kjlacca 1o MeXaHu3My JEHCTBUS SIBIISIFOTCS

MOJYJIATOpAMHU

NOTCHIIMATOPAMU

KOPPEKTOpaMHu

CTa0MIIN3aTOpaMH

215

J11st maToreHeTHUECKON Teparui MyKOBUCIIH/03a y naneHTa ¢ renoturnoM f508del/f508del
HanboJIee 1enecoo0pa3Ho MPUMEHEHHE MpenapaTa

Cumzexo (Symdeko, Tesakadropa u VX-770)

Opkam6u (Orkambi, VX-809 u VX-770)

JTromakadrop (VX-809)

Weakadrop (Kammaexo, VX-770)

216

JJis maTOreHeTHYECKOM Tepaniy MyKOBHUCIIM/I03a Y MalMEHTa ¢ HAJIMYUEM XOTs Obl OZHON KOIHUH
reHeTndyeckoro Bapuanta G551 B reHe cftr HACTOATEILHO PEKOMEHYETCS MCIIOJIb30BATh

HBakadrop (Kammaeko, VX-770)

Cumaeko (Symdeko, Tesakadropa u VX-770)

Opkamb6u (Orkambi, VX-809 u VX-770)

JIromakadrop (VX-809)

217

Koppekropst CFTR

yayumaioT Gonguar 6enka CFTR

BOCCTaHaBJIMBAKOT (1)yHKHI/IIO HMOHHOT'O KaHaJia

yBenmunBaroT konmdecta 6enka CFTR

yinyumaioT crabmibHocTh CFTR u cHIKaroT aerpananmio
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218

Momnekynbsl mytanTHoro 6enka CFTR, pacnonararomniecs: B anmkanbHOW MeMOpaHe SIBIISIFOTCS
MHUILIEHBIO

IOTCHIMATOPOB

KOPPEKTOPOB

HWHAYKTOPOB

CTUMYJIATOPOB

219

[TorenmmaTtopst CFTR

BOCCTaHaBJIMBAIKOT (I)yHKIII/IIO HMOHHOT'O KaHalia

yBennuuBaroT koaudectBa Oeiaka CFTR

yiyumatoT crabmibHocTh CFTR m cHmpkarot gerpananmto

yyumatoT domauar Oenka CFTR

220

Crabumuzatopsl CFTR

ynyymaioT crabunpHocte CFTR u cHmKaloT aerpaganmio Oenka

BOCCTAaHABJIMBAIOT (I)YHKLII/IIO HOHHOI'O KaHaJIa

yBenmmuuBaroT konndecta 6enka CFTR

yiyuniaroT Gonauar 6enka CFTR

221

Nunyxropet CFTR

yBenmuuBaroT konndectna 6enka CFTR

yiyumatoT crabmibHocTh CFTR m cHmkaroT perpanamnmto

yiyumiaroT Gonauar 6enka CFTR

BOCCTaHABIMBAIOT (DYHKIIMIO HOHHOTO KaHaJla

222

C 1enbio 3a1epKKHU pa3BUTHS HAPYIICHUH B epUpEepHUECKIX HEPBAX MPH aMUJIOUIHOM
TPAHCTUPETHHOBON aKCOHAIBHON HEHPONIAaTUN HA3HAYAIOT

TaaMuIuc

CarponTepuH

Jl-TieHuInIIaMuH

OUCTCAMHH

223

[IpuMeHeHne TeBOKapHUTHHA C [ENBI0 BBIBEACHUS TOKCHUECKHX METabOIUTOB Hanboee
3¢ GEKTUBHO ITPHU OPraHUMYECKHUX ALUAYPHUSIX

TJIyTapoBast anuaypust Tuml

0osne3us Kanasana

HPONMOHOBAS AlUAYPUs

H30BAJICPUAHOBAS allUAypPUs

224

I[I/ICTOTepaHI/ISI C OrpaHUYCHUCM Oenka IMPUMCHSICTCA JJIA CICAYIOIINX 3a00IeBaHUI

(eHUNIKETOHYpHUs

METHJIMAJOHOBAs AllUAYPHS

00JIE3HE C 3aI1aXOM KJIEHOBOIO CHUPpOIla MOYIH

HCAOCTATOYHOCTb MUPYBATACTUAPOIrCHA3HOT'O KOMIIJICKCA

225

3amecTHTeNbHAS TepaIus HCIOJIb3YEeTCs MPU

(heHUIIKETOHYpHH

remnarorepeOpaIbHON JereHepanuu

araMMaFJ’IO6yJ’II/IHCMI/II/I,

HCTNICPEHOCUMOCTH JIAKTO3bI

MYKOBHCITH]IO3€

226

3aMecTHuTeNbHAs Tepa-Musl JaeT XOpoIluii TepaneBTrYeckuil 3hdexT npu

nerkoaucTpodun

THIIOTHPEO3E
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BPOXICHHOM BBIBUXC 6eﬂpa

LETNAKUN

MUOIIIICTHHU

227

TCOpCTI/I‘lCCKI/Ie PacCyYCThl pUCKaA IMPHU I'IYXOTC NPUMCHUMBI, CCJIIN

TOYHO YCTAHOBJICHA HO30JIOT'MYCCKaAs (bopMa TJIYXOThI C M3-BECTHBIM TUITIOM HACJICAOBAHU S

IIpY aHAJIN3€ pOILOCJ'IOBHOfI TOYHO OoNpE€ACTICHBI 'TCHOTHUITEI KOHCYJIBTUPYIOIIUXCS

BacCOPTAaTHBHOM Opake M3BECTEeH THI HACJIeTOBaHU TIIYXOTHl Y 000X MapTHEPOB

TOYHO HC YCTAHOBJICHA HO30JIOTMYCCKas (bopMa TJIYXOTBI

THIT HACJICAOBAHUs HCU3BCCTCH

228

[Ipu KOHCYTBTHPOBAHHH CEMEH, OTATOMIEHHBIX TIIYXOTOH, K OIEHKE TIOBTOPHOTO PHCKA
NIPUMEHUMBI CICAYIOIMINE MOAXO0/IbI

TCOPCTUUYCCKUC PACUCTEI MO TUIIAM HACJICAOBAHHUA

OMITUPHUYCCKUEC JAHHBIC

KOM6I/IHI/IpOBaHI/Ie TCOPETUICCKUX U SMITUPHICCKHUX OLIEHOK

AOCTAaTOYHO OCMOTPETH OAHOT'O OOIIEHOTO B CEMbE

OOJILIIMHCTBO CJIY4acB TYIOyXOCTHU 5K30I'CHHBIC

229

[lepukoHuenMoHHas NPOo(YUIAKTUKA TPOBOAUTCS

JI0 HACTYIUIEHUs] OEpEMEHHOCTH

B TE€UYEHHUE BCEil OEpeMEeHHOCTH

B OJDKaIIie CPOKH MocTie HACTYIIeHHsT OepeMEeHHOCTH

B TEUCHHUE BCEH KU3HU

cpasy I1ocje poJioB

230

[Toka3zaHusMH U1 TPOBEJICHUS IEPUKOHICTIIIMOHHON MPOQUIIAKTUKY SBIISTIOTCS

pokaeHne peOeHKa C BPOXKJICHHBIMH MOPOKaMHU pPa3BUTHS B aHAMHE3E

CIIOHTaHHBIE a00PTHI

XPOHHYICCKUC 3a00I1eBaHUs pO,I[I/ITeJIeﬁ

MOHOT'CHHEIE 3a00J1CBaHUS pO,I[PITeJ'ICfI

IIPUEM JICKAPCTBCHHBIX CPCICTB

231

HaunOonee 3¢ eKTUBHBIM METOI0M NEPUKOHLUETIMOHHON NPO(UIAKTUKH SIBIISETCS

caHanys 04aroB HHEKIUHN Y pOIUTENeH

YCTPAHCHUC NNOTCHIHUAJIBHBIX TCPATOICHOB U MYTarcHOB

JIMEeTOTEpaITusl, BATAMUHOTEpaNys, TPUEM (HOITHEBOI KHCIOTHI

CUHXPOHU3aLHsl PEIPOAYKTUBHBIX ITPOLIECCOB

3aHATHA CIIOPTOM

232

B MennKko-reHeTHUECKYI0 KOHCYIbTAIIUI0 00paTuiiachk Cynpyxeckas napa, y KOTopoi poauics

pebeHOK ¢ Ie(heKTOM HEeBpallbHOM TPyOKH. TakTHKa Bpaya reHETHKA BKIIIOUACT

OTPaHUYMUTHCS PEKOMEHAMEN IPOAOIIKATh IETOPOKACHNE B CBSI3U C HU3KUM IIOBTOPHBIM
PHUCKOM

MIPOBECTH MEPUKOHIIETITUOHHYIO MPOPHUIAKTUKY

cOO0MHTH 00 OTCYTCTBHU HEOOXOAMMOCTH MPOGUIAKTHKH

ITPOBECTHU NMPCHATAJIbHYIO TMAT'HOCTUKY

HC PCKOMCHI0BATH ﬂaHBHeﬁmee JACTOPOKACHHUC

233

Kpurepusimu i1 onpeieeHus NOKa3aHUK K IPEHATAIBHON JUATHOCTUKE SIBJISIOTCS

MOBBIIIEHHBIA TEHETUYECKUIN PUCK

TSKCIIBIN XapaKTep 3360J’[eBaHI/IH, OHpaB,Z[LIBaIOH.[I/If/i IIPCPbIBAHNC 6€peMeHHOCTI/I

OTCYTCTBUC YAOBJICTBOPUTCIBHOTO MCTOAA JICUCHU S

HaJIM4YUEC TOYHOIo METOoJa JMarHoOCTUKH

JKeJlaHUe poauTeNeit
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234

VY3U mona ¢ 1enbio CKPUHWHTA Ha BPOXKICHHBIC TIOPOKH Pa3BUTHS IPOBOJAMTCS HA CIIETYFOIIX
CpoKax OEpeMEHHOCTH

10-14 uwenens

15-19 uenens

20-24 genens

nocie 25 Henenb

38-40 menens

235

K METOJaM WHBA3UBHOMU HpeHaTaJ'II;HOﬁ JAUArHOCTUKU XPOMOCOMHBIX 0oJte3Hel OTHOCSTCS

aMHHOIICHTES

OHMoTICHsI XOpHOHA

KOpPAOLCHTE3

aHaJIM3 MAaTEPUHCKOHN KpOBH

AHaJIM3 KPOBU OOJILHOTO YJIEHA CEMBU

236

[penaranpHas AMArHOCTUKA cHHApoMa JlayHa Ha MOMyISIIMOHHOM YpOBHE HanboJee
3¢ (eKTUBHA C TIOMOIIBIO ONIPEICICHNS B KDOBH MaTEpU NOKa3aTese

anbdaderonpoTenHa

XOPUOHNYECKOI'O TOHAOTpONIMHA

HEKOHBIOTMPOBAHHOI'O 3CTPUOJIA

KJICTOK IIJIoJa

XPOMOCOM MaTepH

237

TpeboBanusl, IpenbsBIIEMbIE K IPOrpaMMaM HEOHATAJIbHOI'O CKPUHHMHTIA

AJOCTYITHOCTD JICUCHUSA BBIABJICHHBIX OOJIBHBIX

BBICOKAs 4acToTa 3a00JIeBaHUH B MOMYJISIIH

OKOHOMMYCCKAas BbII'OJa

HeOOJIBIION pa3Mep MOMyJISLIH

00JIBLION pa3Mep MOMyJISLIH

238

Ha npunsTie pemenus o mpogoKEHUH IETOPOXKACHUS Tocie MeanKko&#8209;reHeTuyecKoro
KOHCYJIFTUPOBAHHSI BIUSIIOT (DaKTOPBI

BCJIMYMHA I'CHETUYICCKOI'0 pUCKa

HaJIM4nue ,HeTeﬁ B CEMBEC

TAKECTh 3a00JIEBAHUS

COCTOSIHHE 3/10POBbsI pOAUTENEH

239

9(1)(1)6KTI/IBHOCTB MCIUKO-TCHCTUYCCKOI'0O KOHCYJIbTUPOBAHUS 3aBUCUT OT

KBaJ'II/I(I)I/IKaI_II/II/I Bpadya-rCHCTHKA

HWHTEJJIEKTa KOHCYJIbTUPYIOUIUXCS

MOTHBAIIMK 00PAIAOIIMXCS

OCHAILIEHHOCTH JIA00paTOpUU

HaJIM4YMWs HarJsiIHbIX mocoouii B MCIHUKO-TCHCTHYICCKOM KaOuHeTe

240

Kakue hakTopbl NONyJIsSIUOHHON JUHAMHUKY ONpeAessioT auddepeHrannio momysiiy mo
4acTOTaM I'€HOB HaCJIEACTBEHHBIX OOJIE3HEN

€CTECTBEHHBIH 0TOOD

MHUTpanys

npeiid reHoB

WHOpUAVHT

MOKa3aTelb 3a00JIeBaeMOCTU

241

YacToTa BHOBb BO3HHUKAIOIIUX JOMUHAHTHBIX MYTaHI/Iﬁ Ha raMCTy Ha MMOKOJICHHUE COCTABJIACT

1x10-3
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1x10-4

1x 10-7

5x10-6

5X10-5

242

EctecTBeHHBIN 0TOOD SIBUJICS] IPUYMHOM paclpoCTpaHEHHsI

6oxe3nn Tes-Cakca y eBpees

OeTa-TeacceMuu B cTpaHax Cpean3eMHOMOPES

HCECKOJIbKUX PECCCCUBHBIX 3a00J1eBaHuii B DUHISIHINT

cuHjpoma Jlayna

HelipopubpomaTosa

243

['maBHO 11€1hF0 MOHUTOPHHTA BPOKIEHHBIX TOPOKOB Pa3BUTHSI SIBIISIETCS

JICUECHHE BELISBICHHEBIX OOILHEIX

06Hapy>1(eHI/Ie HOBBIX TCPATOI'CHOB

BBIIBJICHHME HOBBIX CHHAPOMOB

onpeacJaCHUEC 4aCTOThl BPOKACHHBIX ITOPOKOB PAa3BUTHUA

N3YUCHNUEC KPUTHUYCCKUX NNEPHUOJ0B pa3BUTHUA I1J10Ja

244

COop manHbIX 1151 MoHuTopuHra BIIP ocymecTBiseTcss Ha OCHOBE CJICAYIONIUX MOIX00B

KOTOPTHBII

10 00panraeMocTu

METOJ “‘CITy4aii-KOHTPOJB

Clly4ailHble HaXOJKH

paboTa B apxuBax

245

OCHOBHBIMHU BHIAMH HpO(l)I/IJ'IaKTI/IKI/I HACJICACTBCHHBIX OoJIe3HEH SIBISIOTCS

MCIUKO-TCHCTUYCCKOC KOHCYJILTUPOBAHUC

npeHaTajbHad JUAarHOCTUKaA

CKPHUHHUHI' HOBOPOXXJICHHBIX Ha HACJIICACTBCHHBIC Z[e(l)GKTLI

TNCPUKOHICIIITNOHHAA HpO(I)HJ'IaKTI/IKa

JICYCHHC

246

HepBBIe B MUPEC MEANKO-TCHETUYCCKNEC KOHCYJIbTAIluN 988041 OpraHv30BaHbI B

Poccun

CIIIA

AH"rmun

PpaHumu

['epmanuu

247

CDyHKLII/ISIMI/I MeﬂHKO-FeHeTH‘IeCKOﬁ KOHCYJIbTAlMW HA COBPECMCHHOM JTAlIIC ABJIAIOTCS

ONpeACICHNUEC NPOTrHO3a IMTOTOMCTBA

YTOYHCHHE JUarHo3a

npomnaranzia MCIMKO-réHCTUICCKUX 3HAHUH cpean Bpaqeﬁ 1 HACCJICHUA

JieyeHue 3a00JIeBaHNI

AKTHUBHOE BBISIBJIICHUE OOJIBHBIX B NnonyJsAnuru.

248

B nonsiTue MeIMKO-TeHETUYECKUM POrHO3 BXOAST

ONnpeACJICHNUC CTCTICHU I'CHCTUYCCKOI'O pHCKa

OICHKa MCAWIMHCKHUX M CONUAaJIbHBIX HOCHC,[[CTBI/If/i 3a00J1eBaHUs

BO3MOXXHOCTb IPUMCHCHHA METOI0B HpeHaTaHBHOﬁ JAUAarHOCTHUKHU

Ha3HA4YCHUC JICUCHHUI,

pEKOMEHJIAIIMSI METOJIOB KOHTpAlleNIUU

249

HpaBI/IHBHOCTL MCIUKO-ITCHCTUYCCKOI'O IMPOrHo3a 3aBUCUT OT
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TOYHOCTH JHArHO3a

AJICKBATHOCTU INPUMCHCHUA METOJIOB pacucTa pruCKa

3HAKOMCTBA Bpauei-reHETUKOB C HOBEHILIEH TUTEpaTypoil

croco0a cooOIIeHNs pe3yIbTaTOB aHAJIN30B

250

K dakTopam, CTUMYIHPYIONIUM MOJIOKHUTEIHHOE PEIICHUE KOHCYJIBTUPYIOUIUXCS O JalIbHEHIIIeM
JETOPOKICHUH, OTHOCSITCS

BO3MOXKHOCTh KOppeKInu nedexra

He0OoJIbIIas TSHKECTh NeeKTa

O3 HAA MaHI/I(bCCTaHI/Iﬂ 3a00J1eBaHus

TICHXWYECKOe 3a00JIeBaHNe y MpoOaH/a

HCBO3MOXHOCTH npeHaTaanoﬁ JUArHOCTHKN

251

K daxTopam, oTpHIIaTENHHO BIUSIONIUM Ha PEIICHUE KOHCYIBTUPYIOIIMXCS O JaTbHEHIIIEM
JETOPOKICHUH, OTHOCSITCS

HCBO3MOXHOCTH HpeHaTaHBHOfI JUArHOCTHKH

TICHXWYECKOe 3a00JIeBaHUe MPO0aH/IA U €TO MTPOXKIBAHHUE B CEMbE

HCBO3MOKHOCTH KOPPCKIUH MMATOJIOT N

00JIbIIAs TIPOJIOJDKUTEIBLHOCTD )KH3HH 0OJBLHOTO

BO3MOXXHOCTb XUPYPIru4€CKOro JCUCHHUA

252

Menuko-reHeTHYeCKOe KOHCYJIbTUPOBAHNE C TOYKH 3PEHHS OPTaHU3AINHY 3APABOOXPAHCHHUS
JIOJDKHO OTBEYaTh TPeOOBaHHUAM

pacnpezenieHue METUKO-TeHETHIECKIX KOHCYJIBTAIINI B 3aBUCHMOCTH OT OTSTOIIEHHOCTH
MIOMYJISIIIAN HACIIECTBEHHBIMH OOJIE3HIMU

OCHaleHre (YHKITMOHUPYIONIMX KOHCYJIBTAIIUH COBPEMEHHBIM 000pyI0BaHHUEM

MJIAaHOMEPHAA MOATOTOBKA KaAPOB MCAUIIMHCKHUX 'CHCTHKOB

JIETKO JJOCTYIHAs MOMOIIb BCEM HYKJAIOIIUMCS B HEH

00s13aTeIbHOE BEICHHUE PETHCTPa HACIEICTBEHHBIX 3a00IeBaHIA

253

Mennko-reHeTHYeCKOe KOHCYJIETUPOBAHNE C COLIMABHON TOUKHU 3PEHUSI BBIONHSIOT QYHKIMH

00bsICHEHHE B JIOCTYITHOW ()OpMe CMBICIIa MEMKO-TEHETUIECKOTO MPOTHO32

IoMouib B MIPUHATHUHU IIPABUIJIBHOT'O PCHICHUS 10 MTOBOAY HaHBHeﬁmeFO ACTOPOKACHUSA

IoMouib B p€ajin3alvu MPaBUJIbHOTI'O PCHICHUS

Y6G)KI[€HI/IQ CEMbU B H606XO,Z[I/IMOCTI/I npepBaTh 6ep6M6HHOCTL B CJIy4ac MOATBECPIKACHUA
JUarHo3a HaCJICACTBCHHOI'O 3a00IeBaHUs Yy mjaojaa

AKTUBHOE YOEX/ICHNE CEMbU 0TKa3aThCsl OT JAJbHEHIIIEr0 JCTOPOXKICHUS B ClIydae
MTOITBEPIK/ICHYSI HACIIE/ICTBEHHOTO 3a00JIeBaHNs y peOeHKa

254

YpoBeHb NOHUMAHUSI MEJIMKO-TEHETUIECKOW HH(pOpMAIK 3aBUCHT OT

00pa3oBaTeIbHOT0 YPOBHS KOHCYJIBTHPYIOIIUXCS

MOTHBAIIAN OOPAIICHHS

YMEHHSI Bpaya I0X0IYMBO O0OBSICHUTh HHPOPMALIUIO

MaTCpraJIbHOI'0 YPOBHSA CEMbU

COIMAJIBHOT'O ITOJIOKCHHSA CEMbHU

MeTo/ bl AMATHOCTUKY HACIIEICTBEHHBIX 00JIe3HEH (IIUTOTeHETHYECKUE, ONOXUMHIYECKHE,
MOJIEKYJISIPHO-TEHETHIECKUE, MHPOPMAITHOHHO-TIOMCKOBBIE 0a3bl JJAHHBIX )

[TprMeHeHne KOIXHUIMHA IPH IPUTOTOBIEHIH XPOMOCOMHBIX ITPETapaToB 00eCTIeYNBaET

HaKOIINICHHUC KJICTOK B CTaJITUH MeTa(i)a3I)I

OTCYTCTBHUC HAJIOXKCHUH XpOMOCOM B MeTa(l)a3HOf/'I IIJIACTUHKEC

yay4lieHue Kauecta quddepeHunanbHON OKpacku XpoMOCOM

paspylieHHe KJISTOYHONH MeMOpaHbI

MUuUKpOCTPYKTypHBIE IEPECTPOHKH XPOMOCOM NPY KAPHOTHIIMPOBAHUN MOTYT OBITh BBISIBJICHBI C
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IIOMOIIBIO

G-okparuBaHus npoMeTadasHbIX XPOMOCOM

G-okpammBanusi MeTada3HbIX XPOMOCOM

C-OKpaIHI/IBaHI/IH MeTa(pa?)HI)IX XpOMOCOM

SJICKTPOHHO-MHUKPOCKOITMYCCKOI'0 NCCICAOBAHNA npOMeTa(bammx XpoOMOCOM

IlokazarmeM K Ha3HAYCHHUIO IIUTOTCHETHYSCKOTO MCCICIOBAHMUS SIBIISCTCS

3aJICPXKKa MHTCIJICKTYaJIbHOI'O Pa3BUTHS

O0XXUPCHUC

THICPTOHUA

OpoHXHMAJIbHAS acTMa

Mukpojenennu XxpoMocoMBbI 15 ipy cuHIIpoMe Tpajiepa-BHIUTH MOTYT OBITH OOHAPYKEHBI

¢dyopecuenTHoi in situ rudpuanzanueii (FISH) ¢ mokyc-cnenmduunsivu IHK-3012aMH

¢dnyopecuentHoii in situ rudpuamnzauueit (FISH) ¢ cyorenomepasivun JHK-30u1aM1

(hayopecnienTHoil in situ rubpunanzanueit (FISH) ¢ nentpomepo-crermmuansvu JJTHK-npodamu

MYJIBTUIIBETHOHN ()IIyOpeceHTHOH in situ rudpuanzanueit (mFISH)

«Dunanenpduiickas XxpoMocomay sIBISIETCS IATOTEHETUIECKUM MapKepoM

XPOHHUYCCKOro MUCJIONJHOT'O JIeiiko3a

cuHapoMa JlayHa

cuHapoma bayma

cunsipoma uJxopmxu

J171s1 MOJIEKYIIPHO-ITATOrEHETUIESCKOM TMArHOCTUKY TEPMHHAIBHBIX MUKPOACIICIIUI XPOMOCOM
HEOOXOIMMO HCIIOJIB30BaTh

cyorenomepubie JITHK-30H151

neHTpomepo-creruduansie JJTHK-30H151

xpomocomo-crenuduunsie JJHK-6nbamorexn

CIICKTPAJIbHOC KapUOTHUITMPOBAHNEC XPOMOCOM

3aKII0YEHUE MOJICKYJIIPHO-IIUTOTCHETUUECKOr0 aHaIu3a, IIPOBEJEHHOIO C UCII0Ib30BaHUEM
MaTpUYHON CpaBHUTENbHOM reHoMHOM rudpuanzanuu (ARRAY-CGH), nomxkHo conepxaTth
MH(GOPMAITHIO

0 NAaTOIrCHCTUYCCKU 3HAYMMBIX XPOMOCOMHBIX MYTallUAX

0 J1F00BIX 0OHAPYKEHHBIX M3MeHeHHX KonuitHocTH ydacTkoB JTHK (CNV)

TOJIBKO 0 MyTaluiaX, COOTBETCTBYIOUINX U3BCCTHBIM XPOMOCOMHBIM CUMHJIpOMaM

0 NOJIMMOP(HBIX BApHAHTAX XPOMOCOM, PETUCTPUPYEMBIX Y 3J0POBBIX HHANBUIOB

OrpaHu4YeHNeM B UCTIOIB30BAaHUN MAaTPHYHON CPAaBHUTEIBHONW T€HOMHON THOpUAN3aiu
(ARRAY-CGH) siBnsieTcst

HECTIOCOOHOCTD JIETEKIMY cOAIAHCHPOBAHHBIX XPOMOCOMHBIX MTEPECTPOCK

HU3KUH YPOBEHb pa3peleHus

HECIIOCOOHOCTH BBISIBISATH AHCYIIJION NN

HECIIOCOOHOCTh BBISBIIATH XPOMOCOMHBIC MUKPOAYITIJIMKAIUN

CHCKTpaJ'ILHOG KapruOTHUIIMPOBAHHUEC SABJIACTCA aHAJIOTOM

MYJBTHLBETHOMN (hIyOopeclieHTHOH in situ rubpuansanuu

MHUKPOMATPHUYHON CPaBHUTENbHON FreHOMHON rHOpHIN3aluu

(ryopectieHTHOM in situ ruOpuan3anvy Ha HHTEp(ha3HBIX Ipax

MEXBHUI0BOM (DIyopeclieHTHOH in situ ruOpuan3aIu

10

MHoronBeTHOe cerMeHTupoBanue xpomocoM (MBAND) mo3BossieT eTeKTHPOBaTh

BHYTPUXPOMOCOMHBIE IIEPECTPOUKHU

Bapuanmu B uncie konuil ygactkoB JJTHK (CNV)
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JIOMKHEC CaHlTBI XpOMOCOM

OJIMMOP(HBIE TETEPOXPOMATHHOBBIE PAHOHBI XPOMOCOM

11

®dnyopecuentHas IN SITU rubpunnsanus ocHOBaHa

Ha rubpupuzanuu JJHK-30H110B, KOMITIEMEHTapHBIX NocienoBarenbHocTy JJHK B uccnenyemom
KapUOTHIIE, © MEYEHHBIX ()IIyOPECIIEHTHBIMHA KPACHTEIISIMHI

Ha amrunduKanuu anaanupyemon nocienoarensHoctH JJHK B nccienyemom kapuoture

Ha rubpuauzanun JJHK-0u61moTek ¢ XpOMOCOMHBIMHE TIpeTiapaTamMu, OKparieHHBIMA
(bITyOpECIICHTHBIMU KPACUTEIISIMU

Ha TUAPOJINU3C aHaJ'II/I3I/IpyeMOI71 IOCJICA0OBATCIIbHOCTHU I[HK B UCCJICAYEMOM KAapUOTHUIIC

12

Hudbdepennmanpaoe G-oKkpammBaHue MpenapaToB MeTa(asHbIX XpOMOCOM 00eCIIeINBAST
BU3YaJIM3alMI0 HE MEHEe CErMEHTOB Ha TaIIONHBINH Ha0Op

250-400

150-200

850-1000

1000-1200

13

Huddepennmansaoe G-okpalnBanue NpenapaToB npomMeradazHbIXx XpOMOCOM oOecTrieunBaeT
BU3YaJIHM3aLHI0 HE MEHEE CErMEHTOB Ha TaIIONIHbII Habop

850-1000

300-400

400-650

650-800

14

C-oKpacka XpOMOCOM BBISIBIISICT

OJI0KH KOHCTUTYTUBHOI'O Ir€TCPOXPOMATHHA

CCTMCHTBI (I)aKYHI)TaTI/IBHOI‘O reTCpoXpoMaTrHa

JIOMKHE CaUThl XPOMOCOM

9YXPOMATHHOBBIE PAiOHBI XPOMOCOM

15

Hwoxasst rpanniia ypoBHA paspenieHust pu KapuoTUMUpoBaHNH G-OKpaIIeHHBIX XPOMOCOMHBIX
[IpenapaToB COCTABIAET

5 MUJUJIMOHOB [ap OCHOBAaHUU

| MUJJTMOH TTap OCHOBaHUH

20 MUJIJTHOHOB Tap OCHOBaHUHU

500 ThICSIY Tap OCHOBaHHM

16

Ob6nacTeio npuMeHeHns 1eHTpoMepoctnennbuaabix JJHK-30H710B sBIsieTcst TuarHocTuka

YHUCJIOBBIX HAPYIIEHUH XPOMOCOM

cOaTaHCHPOBAHHBIX TPAHCIOKAIUI

HeC6aJ’IaHCI/Ip0BaHHLIX TpaHCJ'IOKaI_II/Iﬁ

NapaleHTPUYECKUX HHBEPCHH

17

Jlerexius aHeyutonIuu B MHTEp(a3HBIX sJ[paX BO3MOXKHA C HCTIOIB30BaHHEM

nieaTpomepo-crnenuduanasx JJHK-30010B

MYJBTHIBETHOr0 KaproTunuposanus (mFISH)

cnekTpanbHoro kapuortunupoBanus (SKY)

MekBHU10BOM rudpuau3aimn (RX-FISH)

18

Lentpomepocnenupuunsie JJHK-30H1b1 pu vcnonb3oBanuu Bo duryopecientoi IN SITU
rudpuan3anuy Ha nHTep(a3HBIX Aapax 00eCIeYnBaOT JUATHOCTUKY XPOMOCOMHOTI'O MO3aHIIH3Ma
10

YXCJIOBBIM HAPYHICHUAM XpPOMOCOM

pOOEPTCOHOBCKUM TPAHCIIOKAITHSIM
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PCOUIIPOKHBIM TPpaHCJIOKaUAM

MEPULIEHTPUYECKUM HHBEPCHSIM

19 | IIpenMmuiaHTanMOHHAs TeHETHYECKAs UArHOCTHKA TpHcoMuHU 18 Ha simpax GiacToMepoB
BO3MO’KHA C HCIIOJIb30BAHUEM
neaTpomepo-crenuduanoro JJHK-30ma1a
XPOMOCOMHOIN MUKPOAMCCEKINN
criekTpanbHoro kapuotunupoBanus (SKY)
MynbTuIBeTHON FISH
20 | [IpenMIutaHTAIIMOHHAS TEHETHYECKAs THArHOCTHKA TPUCOMHUH 21 Ha sipax 01acToMepoB
BO3MOXHA C HCIIOIb30BAHHEM
YHUKaJIBHOTO JOoKyc-crienuduanoro JJHK-30H12
nenTpomepo-cneunduanoro JHK 3on1a
XPOMOCOMHOIN MUKPOAMCCEKINU
mynbTHIBeTHOU FISH
21 | Unentudukanusi CBEpXUMCICHHON MapKePHOH XpOMOCOMBI B OOJIBITMHCTBE CIy4aeB BO3MOXKHA
npu niomou duyopectientHor IN SITU ruGpuan3zanuu ¢ UCIoOIb30BaHHEM
neHTpomepo-crenuduanoro JIHK 3onma
cyorenmomeproro JIHK-30H112
tenoMepHoro JJHK-30n12a
YHHKJILHOTO JIOKyc-crienuduunoro JIHK-3011a
22 | OrpaHn4eHreM UCTIONb30BaHus IeHTpoMepo-cnenuduaabsix JJHK-30810B B fish-anamuze
SIBJIIETCS] HEBO3MOXKHOCTh JIETEKIIUU
CTPYKTYPHBIX NIEPECTPOEK XPOMOCOM
TPUCOMHUHU XPOMOCOM
MOHOCOMHH XPOMOCOM
MOJUIIIOUANN
23 | JlnarHocTHKa TPHIUIOMIUHU B MHTEP(A3HBIX S/IPax BOZMOXKHA C TIOMOIIBIO
KOMOMHaIMu IByX HeHTpoMepo-crnennduunbix JJHK-30H10B Ha pa3HbIe XpOMOCOMBI, MEUEHHBIX
pa3HbIMH QIyOpPOXpOMaMHU
neHTpomepo-cnenupuanoro JJHK-30H1a Ha 01HY Tapy TOMOJIOTHYHBIX XPOMOCOM
cyorenomepHoro JIHK-30H1a Ha 0/IHY Tapy TOMOJIOTHYHBIX XPOMOCOM
CpPaBHUTENHHON TeHOMHOM rubpuan3aiuu ¢ renomaon JJHK-6mubnnoTexoit Ha Bce 24 XpOMOCOMBI
24 | JlnarHocTHKa TETPAIVIOWANU B HHTep(ha3HbIX SApax BO3MOXKHA C IOMOUIBIO
KOMOWHAINK JIBYX IleHTpoMepo-crienuduunbix JJHK-30H710B Ha pa3HbIe XpOMOCOMEBI, MEYEHHBIX
pasHbIME QIYyOpOXpOMaMH
nenrpomepo-cnennuanoro JHK-30H1a Ha 01Hy apy TOMOJIOTHYHBIX XPOMOCOM
cyorenomepHoro JIHK-30H1a Ha oiHy apy rOMOJIOTHYHBIX XPOMOCOM
CpPaBHUTEIHHOU TeHOMHOH rTuOpuan3aiuu ¢ renomHon JIHK-6mbmmoTexoit Ha Bce 24 XpOMOCOMBI
25 | FISH-guarsocTika XpoMOCOMHOW TpaHCIOKaluu t(9;22) mpu XpOHHYECKOM MUEIOHKO3e
BO3MO>KHA C MCIIOJIb30BAaHUEM
napel yauKansHeIX JJHK-30H710B Ha mocienoBarensHocTH TeHOB BCR 1 ABL
nenTpomepo-crenuduanbix JJHK-30H10B Ha xpoMocombr 9 u 14/22
CPaBHHUTEIHHON T€HOMHOM T'MOPHAN3aIY BEICOKOTO pa3penieHust
MHUKPOMATPHUYHON CPaBHUTENLHON FreHOMHON rHOpHIN3aluU
26 | MnrepdasHblii aHaIM3 aHEYTUIOHIMH IO XpoMocoMe 21 1eniecoo0pa3Ho MPOBOUTS C

HCITIOJIB30BAHUEM

J'IOKyc-CHCI_[I/I(I)I/I'-ICCKI/IX ﬂHK-I&OHI{OB Ha YHUKAJIBHBIC MMOCJICA0BATCIIbHOCTU XPOMOCOMBI 21
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neHTpomepo-creruduanoro JJHK-30u1a Ha Xxpomocomy 21

CHEKTPAIHLHOTO KaPHOTHITHPOBAHUS

Habopa JIHK-30H70B 1711 MHOTOITBETHOM THOpHIM3AINH in Situ

27

MOHeKyj'IﬂpHO-HI/ITOI‘GHCTI/I‘{eCKy}O AWAarHoCTUKY CUHAPpOMaA CMmur-MareHuc BO3MOXKHO MIPOBECTHU
C UCITIOJIb30BAHHUEM

yaukanpHoro JJHK-30H12 Ha mocnenoBarenpHOCT TeHa RAI

yaukanpHoro JJHK-3081a Ha mocnenoBarenpHOCTh TeHa KANSLI

xpomocomo-crienuduynoro JIHK-30u12a Ha Xpomocomy 17

xpomocomo-crienuduynoro JIHK-30H1a Ha KOPOTKOE MIIEY0 XPOMOCOMBI 17

28

Hanuuue HeolleHTpOMEPHI B COCTaBE MaJIO CBEPXUYHUCIEHHOW MapKEPHOM XPOMOCOMBI MOXKHO
JIOKa3aTh ¢ MPUMEHEHUEM

UMMYHO(DITYOpPECLIEHTHOT0 OKpaIllMBaHHs IEHTpoMepo-crienupruHbXx mpoTenHoB CENP

CEKBEHUPOBaHMS MHUKpoaucceknnonHon JIHK-0nbmmorexn

FISH ¢ IHK-30810M Ha 00:1aCTh BU3YAITM3UPYEMOH TP KAPUOTUITUPOBAHUH XPOMOCOMHOM
MIEPETKKU

FISH c nentpomepo-cnenuduyunsM JJHK-30H10M

29

[ToaTBepxaeHNE KONBLEBOU CTPYKTYPhI MaJIOM CBEPXUHCICHHON MapKEPHOH XPOMOCOMBI
BO3MOXHO C HUCIIOJIb30BAHUEM

FISH c mapoit JTHK-30H10B, KOMIZIEMEHTAPHBIX YHUKAIBHBIM ITOCIIEIOBATEIEHOCTSIM
XPOMOCOMBI B TEPMUHAJIBHBIX O0JIACTSIX B TOUKAX Pa3pbIBOB, MEUCHHBIX Pa3HBIMHU
(dhayopoxpoMaMu

MUKPOMATPHUYHON CPaBHUTENFHON TeHOMHOM THOpUIM3allui Ha BBICOKOTUTOTHBIX JTHK-
MHKpOYHMIaxX

XPOMOCOMHON MUKPOAMCCEKIINN C 00paTHON THOpUAN3aIlyei in situ

CISS ¢ xpomocomo-cneruduansiM JITHK-30H10M

30

MHoroiBeTHOE OKpamuBanue xpomocoM (mfish) mo3possier

JETEKTUPOBATh POOCPTCOHOBCKUE TPAHCIIOKAIIUH C YYACTHEM HETOMOJIOTHUHBIX
AKPOIIEHTPUYECKUX XPOMOCOM

JAUarioCTUPOBATHL XPOMOCOMHBIC MUKPOAYIIJIMKAIUN

MMPOBOJUTH JUAIrHOCTUKY MHUKPOJACICIIMOHHBIX CHHAPOMOB

OIICHMWBATH YPOBCHb XPOMOCOMHOI'O MO3anliM3Ma B I/IHTep(l)aSHBIX AAapax

31

OFpaHI/ILIQHPIeM METOAA mfish sBisercs

HCBO3MOKHOCTb ACTCKIIMHY BHYTPUXPOMOCOMHBLIX IIEPECTPOCK

HU3Kas pa3pelnarnas BO3MOXHOCTb B IMAaTHOCTHUKE POOEPTCOHOBCKUX TPaHCIOKAIUIA

HCBO3MOXHOCTb JHAIHOCTHUKHU C62U'IaHCI/IpOBaHHBIX TpaHCJ'IOKaHI/Iﬁ

HCBO3MOXHOCTb JHAarHOCTHUKHU HeC6aJ'IaHCI/IpOBaHHBIX TpaHCJ'IOKaLIPIfI

32

Mzoxpomocomy 12p nipu cunapome [ammcrepa-Kumnaa MOXHO BBISIBUTH

C MOMOIIBI0 aHaIM3a MeTada3HbIX MIIACTUHOK M3 KYJIBTYphl (PHOPOOIACTOB KOXKHU

KapuoTunupoBaHueM G-OKpallieHHbIX MeTa(a3HbIX IIACTUHOK U3 IUM(OIHUTOB MepudeprdecKon
KpOBH

KapHOTHIIMPOBaHWEM Ag-OKpalleHHbIX MeTada3HbIX IUIACTHHOK U3 TUM(OLHTOB
nepruepuIecKoi KPOBH

naTepdaznpM FISH-ananm3oM OyKKanbHBIX SIUTEIHOIUTOB

33

MOJ'ICKy.TIHpHO-HHTOFGHCTH‘ICCKaﬂ JANarHoCTHUKa napaueHTqueCKOﬁ XpOMOCOMHOﬁ HWHBEPCUN
BO3MOHa C UCIIOJIb30BAaHUEM METOAA

MHOTOIIBETHOTO CETMEHTHPOBaHUs XpomocoM (mBAND)

MHOTOIIBETHOI'0 OKpamuBanusg xpomocoM (mFISH)

cnekTpainbHoro kapuortunupoBanus (SKY)
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MHUKPOMaTpHYHOro xpomocomuoro ananusa (aCGH)

34

MonekyIapHO-IIUTOT€HeTHIeCKast TUarHOCTHKA TIEPULIEHTPUIECKONH XPOMOCOMHON MHBEPCHUHU
BO3MO’KHA C MCTIOJIb30BAHUEM METO/1a

MHOTOIIBETHOTO CETMEHTHPOBaHUs XpoMocoM (mBAND)

MHKPOMAaTPHUIHOTO XpoMocoMHoro aHam3a (aCGH)

criekTpanbHoro kapuotunupoBanus (SKY)

CyTIpeccHOHHOH in situ rubpuam3armu (CISS)

35

WpenTrdukanusi HHTEpCTHIHATBHON XPOMOCOMHON HHCEPIIMH BO3MOKHA C MMOMOIIBI0 METOa

mBAND

aCGH

Rx-FISH

CGH

36

Paszpemaromias BosamoxxHocth Metoga mBAND onpenensiercst

YHUCIIOM (ITyOPOXPOMOB C HETIEPEKPHIBAIOIIMMUCS CIICKTpaMu (HITyopeCleHIINH, UCTIONE30BaHHbBIX
JUISE MedeHHs XpoMocoMo-crieninpuanon JJHK-0ubnnorexn

CTENEeHbI0 KOHJCHCAIIMU XPOMOCOMHOI'0 MaTepualia Ha rpenapare

JMaNa30HOM IIPOIYCKaHHs CBETO(GMIBTPOB Ha JJIOMHUHUCIIEGHTHOM MHUKPOCKOIIE

HangueM (YHKIIMA MOTOPHU3AIIUN PETHCTPAINU CIIEKTpa (IyopecieHInd (IIyopOXPOMHBIX
Kpacutesel, UCTonb30BaHHbIX it MeueHus: JJHK-30H10B, 110 Z-0CH Ha JTIOMHUHECIICHTHOM
MUKPOCKOIIE

37

Orpannuenuem merona mBAND sBasetcs

HCBO3MOKHOCTb JUArHOCTUKH MHUKPOJACJICHIMOHHBIX U MUKPOAYIINIMKAIMOHHBIX CHHAPOMOB

HU3Kas pazpemamnas cnocoOHOCTh B AMATHOCTHKE MEPHIIEHTPUUECKUX MHBEPCHH XPOMOCOM

CYII€CTBCHHAs 3aBUCUMOCTb KauCCTBa FI/I6pI/II[I/I3aHI/II/I OT CTCIICHU KOHJACHCAIIUN XPOMOCOMHOTO
Marepuala Ha pemnapare

HEBO3MOXKHOCTB JIMArHOCTHKH POOEPTCOHOBCKHUX TPAHCIIOKAIMN

38

MeTo CpaBHUTEIBHOM T€HOMHOU THOpUAN3aIuu Beicokoro pasperienus (HR-CGH)
o0ecreunBaeT Ha MMTOTEHETHYECKOM YPOBHE

ACTCKIUIO XPOMOCOMHBIX MPIKpO,I[eJ'IeLIHﬁ, pPa3sMEpPOM HE MCHEC 5 m.1L.0.

JIETEKIIMIO XPOMOCOMHBIX MUKPOJIEJICITN, pa3MepoM MeHee 1 M.11.0.

JIMarHOCTHKY XPOMOCOMHBIX MHBEPCHi, pa3MepoM He MeHee 4 M.I1.0.

IUarHOCTHUKY cOalaHCHPOBAaHHBIX XPOMOCOMHBIX TPAHCIIOKALIUH, C pa3MepoM
TPaHCIOLMPOBAHHBIX ()ParMEHTOB MEHee 3 M.II.O.

39

MeTo]1 CpaBHUTENILHOM TeHOMHON THOpuu3aiuu Beicokoro pasperienus (HR-CGH) no3sosnser

3aperUCTPUPOBATH ITOTEPIO XPOMOCOMHOI'0 MaTepHaja, pa3MepoM HE MEHee 5 M.I1.0. B TOUKAX
pas3pbiBa IPU XPOMOCOMHON TPAHCIOKALIUH

JETEKTHUPOBATh TPUIIJIOUIHBIN XPOMOCOMHBIA HAa0O0p

ONpPEACINUTD MPOUCHT AHCYIUIOWAHBIX KJICTOK IIPpHU XPOMOCOMHOM MO3auIIU3ME

YCTAHOBUTh POAMUTENIBCKOE MPOUCXOXKICHHE XPOMOCOMHOM NEPECTPOUKHU

40

OnTumansHBIM METOJIOM BBIOOPA /AJIs1 TUATHOCTHKH XPOMOCOMHOM MUKPOJIENELUH, Pa3MEPOM
MeHee | MIIIIFOHA map OCHOBAHWH. , IBIISIETCS

XPOMOCOMHBIN MUKPOMaTPHUUYHBIA aHann3 Ha BEICOKOTTOTHRIX JIHK-Mukpounnax (aCGH)

Rx-FISH

HR-CGH

MBAND

41

HpI/I 3almrucy MO3an4HOTI'0 BapruaHTa XpOMOCOMHOI'O HapyIme€Hus, COTJIaCHO IIpaBUjIaM
MCX(,I[YHapO,I[HOﬁ HHTOFGHGTH‘ICCKOIZ HOMCHKJIATYPBI, B KBaAPATHBIX CKOOKax 1mociie YKa3aHus
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KapuoTuIlia KJICTOYHOI'O KJIOHA NPUBOJUTCA

YHCJI0 MPOAHATU3UPOBAHHBIX KIIETOK C JAHHBIM BApUAHTOM XPOMOCOMHOTO Habopa

MIPOIIEHT MPOAHATM3UPOBAHHBIX KIETOK C JJAHHBIM BapHAHTOM XPOMOCOMHOT0 Habopa

HOMCp maccaka, Ha KOTOpOM ObLIH IMOJIYYCHBI IPCTIapaThl MeTa(pa?)HBIX XpOMOCOM

UM CJIO MPOAHATIM3UPOBAHHBIX XPOMOCOMHBIX MPETIAPATOB JJISA KAXKAO0I'0 TUIIA KJICTOK

42

3anuck pe3yIbTaToOB MOJIEKYJIIPHO-IIUTOI€HETHYESCKOTO aHAIN3a C UCTIONB30BaHUEM METO/a
aCGH npu BISIBIIEHUH XpPOMOCOMHOT'O HAPYIIIEHHUS, COTTIACHO TPEOOBAaHUAM MEKIyHAPOIHOM
IIUTOTEHOMHOMW HOMEHKJIATYPBI, JIOJDKHA BKIIFOUATh

BEpPCHUI0 COOPKH T€HOMA; XPOMOCOMHBIN PErHOH; KOOPIUHATH XPOMOCOMHOTO HAPYIIICHUS B
HYKJIEOTHIaX; YUCIIO KON PEerrmoHa ¢ XpOMOCOMHBIM HapyIIeHHEM; HHPOPMAIIHIO O
HacJeoBaHuY Wwin de Novo MPOUCXOKICHUH MyTalluu

WHPOPMALIMIO O TPOU3BOAUTEIE MUKPOUHUIIA U YPOBHE pa3pelIeHns] MUKPOMaTPHIIBI;
XPOMOCOMHBIN PErHOH; KOOPIUHATE XPOMOCOMHOT'O HAPYIIEHUS B HYKJICOTHAAX; YUCIIO KOTTHN
pernoHa ¢ XpOMOCOMHBIM HapyIIeHHEM; HHPOPMAIIHIO O HacIeI0BaHUH Win de novo
MIPOUCXOKJIEHUU MyTallH

WHPOPMALIMIO O POU3BOAUTENIE MUKPOUHUIIA U YPOBHE pa3pelieHns] MUKPOMaTPHIIbI; BEPCUIO
cOOpKH TeHOMa, KOOPAMHATEI XPOMOCOMHOT'O HapyILIeHUs B HyKJICOTHAAX; YHCIIO KOMUIl peruoHa
C XpPOMOCOMHBIM HapyIlleHHEM; HH(OpMAIMIO O HACAeIOBAaHUH WK de NOVO MPOUCXOXKICHUN
MyTaluu

XPOMOCOMHBII PErHOH; KOOPAWHATHI XPOMOCOMHOTO HapyLLICHHUS B HYKJIEOTHIAaX U YPOBEHb
pa3pelIeHus] MUKPOMaTPHLBI B JAHHOM XPOMOCOMHOM PErHOHE; YUCIIO KOIIMHA PErvoHa C
XPOMOCOMHBIM HapyIleHHeM; HH(OPMAIIMIO O HACIeJOBaHHH WK de Novo IMPOUCXOKICHUN
MyTaluU

43

3amnmchk cOaTaHCHPOBAHHOTO XPOMOCOMHOT'O Ha0Opa, YCTAaHOBICHHOTO TIPH UCIIOJIb30BaHUH
METOa XPOMOCOMHOTO MUKPOMATPUYHOTO aHAIIN3a, COTJIACHO TPEOOBaHUIM MEKIYHAPOTHON
IUTOT€HETHYCCKOI HOMEHKIIATYPBI, TOIDKHA cOJlepKaTh MHQOpMAIIHIO 0

YHCIIe KOIMHH COBOKYINHOCTH BCE€X ayTOCOM M OTAEJIBHO MMOJIOBBIX XpPOMOCOM

YHCIIe KOIMUH Ka)K,I[OfI ayTOCOMBI 1 IIOJIOBOM XPOMOCOMBI

pe3yJbTaTax NpeBapuTeNIbHO POBEICHHOTO KapHOTUITHPOBaHUS G-OKpallleHHBIX
npoMeTadazHbIX XpPOMOCOM

pe3yibTaTax NpeABapUTEeNIbHO IPOBEICHHON CPaBHUTENBHOM T€HOMHOM THOpUIN3aK Ha
MeTada3HpIX XpoMOcoMax

44

3anuck PE3YIbTATOB aHAJIM3a XPOMOCOMHOI'O Ha60pa C UCITIOJIB30BAaHUEM METOI0B MaCCOBOI'0
napaujie;ibHOro CECKBCHUPOBAaHUA, COTJIACHO Tp66OBaHI/IHM MG)I(Z[YHapOZ[Hoﬁ IIUTOT€HOMHOH
HOMCHKJIATYPBbI, JOJDDKHA COACPIKATH I/IHCI)OpMaI_II/IIO O HYKJICOTUAHBIX KOOpAWHATAX

XPOMOCOMHOT'O pETHOHA, B KOTOPOM BBISIBIICH XPOMOCOMHBIN JircOaianc

BCEX BBISBJICHHBIX MOJUMOP(HBIX XPOMOCOMHBIX BAPUAHTOB, MPOTSHKEHHOCTHIO OoJiee 1 THIC.ILH.

BCCX BBISIBJICHHBIX HOJ'II/IMOp(I)HLIX XPOMOCOMHBIX BApHUAHTOB, NPOTSKCHHOCTBIO Ooyiee 1MITH.ILH.

BCCX BBISIBJICHHBIX HOJ'II/IMOp(I)HLIX BApHUAHTOB HAa XpOMOCOME, SanOHYTOﬁ MyTaHHeﬁ

45

AHaIU3 «IPSMBIX» MPernapaToB MeTada3HbIX XPOMOCOM M3 BOPCHH XOPHOHA MIPU MPOBEJCHUT
MPEeHATATBHON JMAarHOCTUKU JTaET MHPOPMAIIUIO O KAPUOTHIIE KIETOK

nuToTpodobiacra

3KCTpaBM6pI/IOHaJ'IBHOI71 MC301CPMBI

AKCTPaAdMOPHUOHATHHON YKTOIEPMBI

AKCTPaAdMOPHOHATHHON SHAOJEPMBI

46

[Tony4yeHnne XxpoOMOCOMHBIX IIPENapaToB U3 KyJIbTUBHPYEMBIX in Vitro BOPCHH XOpPHOHA IIPU
MIPOBEJICHIUH MTPEHATANBHOMN THArHOCTUKH JJaeT NH(OPMAIHIO O KaPHOTHUIE KIETOK

AKCTPaAdMOPHOHATHHOW ME30JIEPMBI

AKCTPAdMOPHOHATHHON YKTOIEPMBI

3KCTpaBM6pI/IOHaJ'IBHOI71 OHAOACPMBI

nutoTpodobiacta
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47

Hanudue orpaHMYeHHOTO TWIAIEHTAPHOT0 MO3aWIIN3Ma 1 THIIA Y TUIoAA IPY TPOBEICHUN
HMHBa3WBHOH MpEeHATATLHON IINTOTCHETHUSCKON AUATHOCTHKH MOYKHO TIOJITBEPANTH IIPH
MOCJIeI0BAaTEIFHOM aHaIU3e KapuoTHIIa

KJIETOK IIUTOTPOo(00IacTa XOpHOHA B TMM(OLUTOB TYHOBUHHON KPOBH

KJIETOK ITUTOTPOGobIIacTa M SKCTPadMOPHOHATHLHOM ME30IepPMBI BOPCHH XOPHOHA

KJIETOK 9KCTPadMOPHOHAIFHOW ME30/1epMbl BOPCHH XOPHOHA U TMM(OIIMTOB IMyOBHHHON KPOBH

AMHHOIIUTOB U J'H/IM(bOLII/ITOB HyHOBI/IHHOfI KpOBU

48

Hanuuue orpannyeHHOr0 mianeHTapHoro Mo3auiusMa Il Tuna y miuona mpu npoBecHUN
HMHBa3WBHOH MpEeHATATLHON IUTOTCHETHUSCKON JUATHOCTHKH MOYKHO TIOJITBEPANTH IIPH
MOCJIEI0OBATEILHOM aHATN3e KapUOTHIIA

KJICTOK 3KCTpaBM6pI/IOHaJ'IBHOI71 ME30CPMBI BOPCHUH XOpHOHA 1 J'II/IM(I)OL[I/ITOB HYHOBPIHHOP'I KpOBU

KJIETOK UTOTPOo(hobIacTa XOpHOHA M TUM(OIUTOB ITyTIOBUHHON KPOBH

KJIETOK ITUTOTPOGoOIIacTa M SKCTPadMOPHOHATHLHOM ME30IepPMBI BOPCHH XOPHOHA

AMHHOLMTOB U JUM(OLHUTOB yITIOBUHHON KPOBH

49

JlnarHocTuka KpUNTHYECKUX HHBEPCUH, pa3MepoM MeHee | MITH.IL.H. B KapUOTHIIE BO3MOYXKHA C
[IPUMEHEHUEM METO1a

MacCOBOTO apaJlIeNbHOTO cekBeHnpoBanus (MPS)

MHOT'OIIBETHOT'O CErMEHTHPOBaHuUs XxpoMocoM (MBAND)

CpaBHHUTEJIBHOM TeHOMHOM THOpuan3anyu Ha BeicokomtoTHbIX JJHK-mukpounnax (aCGH)

XPOMOCOMHOH MUKPOAMCCEKIMY C 00PaTHBIM OKPAIIMBAHUEM XPOMOCOM

50

HeunnBa3uBHOE peHaTaNbHOE TECTUPOBAHNE aHEYIUIOMINI OCHOBAHO HA

aHanu3e konuiiHocTH (eransHoi JHK, nupkynupyromeil B KpoBOTOKe OepeMEHHOHN JKEHIIUHEI,
METOJIOM MacCOBOI'0 IAPAJJICIIBHOTO CEKBEHUPOBAHUS

naTepdaznom FISH-ananmze kapuorumna geraabHBIX KIETOK, IUPKYIHPYIOIMNX B KPOBOTOKE
OepeMeHHOM JKEeHITIHBI

MHUKPOJAUCCEKIMY U MeTa(a3sHOM aHaTU3e KIIETOK TUTO/a, TUPKYIUPYIOIIHX B KPOBOTOKE
OepeMeHHOMN JKCHIIHBI

aHanu3e yucia konuid ¢pparmenros JHK mnogHoro npoucxoxaeHust B KPOBOTOKE OepeMEHHON
KEHIIMHBI METOI0M CPaBHUTEIbHON '€ HOMHOM TMOpUAN3aLMI HA MUKPOYHIIAX BEICOKOT'O
paspelieHus

51

Tpa,I[I/I]_II/IOHHBIM HCTOYHHUKOM I/IH(i)OpMaI_II/IPI O KapUOTHUIIC KJICTOK 3apOoAbIiia IIpH IMMPOBECACHUN
HpeI/IMHHaHTaHI/IOHHOﬁ TeHETHYECKOMN JAUArHOCTHUKU SABJIAIOTCS

OiacToMepsl B cocTaBe 8-KJIETOYHOM MOPYJBI Ha 3 JIeHb pa3BUTHUS

TNIEPBOC U BTOPOC NOJAPHOC TCIIBIIC

6HaCTOMCpLI Ha 2-KJICTOYHOH cTagnun

6HaCTOMCpLI Ha 4-KJICTOYHOH cTagnun

52

TpaauIIMOHHBIM HCTOYHUKOM WH(POPMAIIUU O KAPHUOTHIIE KIETOK 3apOJbIIA MPH MPOBEICHUH
MPEUMIIJIAHTALIMOHHON FeHETUYECKONW AMATHOCTUKU SIBIISIFOTCSI

KJIETKH TPO(IKTOIEPMBI Ha 5-6 IeHb pa3BUTHS

TNIEpBOC U BTOPOC NOJSAPHOC TCIIbILEC

OyracToMepsl Ha 2-KJIETOYHOMN CTaIuH

OyractoMepsl Ha 4-KJIETOYHOMN CTaIuH

53

Wntepdasnsiit FISH-ananu3 npu npenMIiaHTaquoOHHON FeHeTHUECKON THarHOCTHKE
o0ecneynBaeT UCKIIOUCHHUE

aHeyruronanii mo xpomocomam 13, 18,21, Xu 'Y

aHeynnonzu/Iﬁ 10 BCEM XpOMOCOMam Ha60pa

C6aJ'IaHCI/Ip0BaHHBIX XPOMOCOMHBIX TTIEPECTPOCK

XPOMOCOMHOT'O MO3anliu3Ma
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54

[penen 9yBCTBUTETHLHOCTH CPABHUTEIEHOW TEHOMHOW TMOPHIN3AIK Ha JHK-MUKPOYHIIAX B
JIETEKITNH XPOMOCOMHOTO MO3anIIM3Ma TIPH MPEUMIDUIAHTAITMOHHOM T€HETHYECKOM TECTHPOBAHUU
AHCYTIOUINM OIIEHUBACTCS HA YPOBHE MIPOIICHTOB

40

20

50

10

55

Hpe,uen YYBCTBUTCIILHOCTHU MaCCOBOI'0 MapajlICJIbHOI'0 CCKBCHHUPOBAHWA B JCTCKIINU
XPpOMOCOMHOTI'O MO3auliu3Ma Ipu IMMpEUMINIAHTAIIMOHHOM I'€HETHYECKOM TECTUPOBAHUHN
aHeynﬂon)mﬁ OLICHMBACTCA HA YPOBHC ITPOLICHTOB

20

10

5

30

56

[IpenmnaHTaIMOHHOE TEHETHUECKOE TECTUPOBAHUE HA aHEYTUIOMIUH IO BCEM XpOMOCOMaM
Habopa OCYIIECTBISETCS

METOJIOM XPOMOCOMHOTO MHKPOMATPUYHOTO aHajm3a Ha ouonTare 6-10 KIeTok Tpo(hIKTOIEPMBI
Ha 5-6 ICHb Pa3BUTHSI

MCTOJJOM MAaCCOBOI'0 MAapauICJIbHOI'0 CCKBECHUPOBAHMS IEPBOT0 M BTOPOT'O MOJIAPHBIX TCJICI

MYJBTUILUICEKCHOH TMTa3HOM peaknueit ¢ xpomocomo-crienupuaapivu JJHK-mpobamu Ha
omonTare 6-10 KIeTOK TPOhIKTOIEPMEI HA 5-6 IEHb Pa3BUTHUS

kanenbHo 1udposoit I[P ¢ xpomocomo-cnennpuunsiMu JJHK-nipaiimepamu Ha Ouonrare 6-10
KJIIETOK TpO(IKTOJACPMBI Ha 5-6 IeHb pa3BUTHS

57

[TpenMIUIaHTAIIMOHHOE TeHETHYECKOE TECTUPOBAHKE HA aHCYIUIOMINH IO BCEM XPOMOCOMaM
Habopa OCYIIECTBIIACTCS

METOIOM MacCOBOTO NapaJlIeIbHOTO CEKBEHUPOBaHUs Ha Ouorntare 6-10 KieTok TpodhIKTOAEPMBI
Ha 5-6 IeHb Pa3BUTHSL

MCTOAOM XPOMOCOMHOI'O MUKPOMATPUYHOI'O aHaJIM3a MIEPBOI0 U BTOPOT'O MOJAPHBIX TCIICI]

MYJIBTHIUIEKCHOM JINTa3HOM peaknuei ¢ xpomocoMo-criennpuanbiMu JJHK-mpobamu Ha
ouonrate 6-10 KIeTOK TpodIKTOIEpPMBI Ha 5-6 JICHb Pa3BUTHSI

karenbHOH 1dpoBoii TP ¢ xpomocomo-cienndpuunsiMu JIHK-nipaiimepamu Ha 6uonrare 6-10
KJIETOK TPO(IKTOIEpMBI Ha 5-6 IeHb pa3BHTHS

58

Hawub6oiee YYBCTBUTCJIIBHBIM ME€TOJ0OM JIA JCTCKIIUHU XPOMOCOMHOI'O MO3aniiu3ma 1mpu
MNPCUMILIAHTAIIMOHHOM I'CHECTHUYCCKOM TCCTUPOBAHUHN HA AHCYIIJNIONANHN ABJISICTCS

MacCCOBOC MapaJljiCJIbHOC CCKBCHUPOBAHUC ouonTaTa TpO(l)SKTO,Z[GpMBI

XPOMOCOMHBII MUKPOMATPHYHBIHN aHaN3 OuonTtaTa Tpo(IKTOIepMBI

MaccoBO€ NapaJuIeIbHOEe CEKBEHHUPOBaHNE OMONTAaTa BHYTPEHHEH KIETOUYHOH Macchl

XPOMOCOMHBII MUKPOMATPUYHBIH aHalN3 OuoITara BHYTPEHHEH KIIETOYHOH MacChl

59

[IpenMIaHTaIMOHHOE TEHETUYECKOE TECTHPOBAHNE IMOPHOHOB OT CYIPYKECKOH Mmaphbl, B
KOTOPOW OJIMH W3 CYNPYTOB SIBISICTCS] HOCUTEIEM cOaTaHCUPOBAHHOHN TPAHCIOKAITIH MEXTY
ayTOCOMaMH, 11eJ1ec000pa3HO MPOBOJIUTh

MCTOJOM MACCOBOI'0 NMAapauICJIIbHOI'0 CCKBCHUPOBAHUA OouonTaTa TpO(l)BKTOI[CpMLI

metosioMm FISH Ha monspHBIX Tenax, eciu HoCUTeIeM COalaHCUPOBAaHHON TPAHCIIOKAIUH
SIBIIIETCS KEHIIIMHA

koMOuHanuei meronoB FISH n MukpoMaTpuyHOro XpOMOCOMHOTO aHajK3a Ha OHonTaTe
Tpo(IKTOAECPMBI

KOMOWHanuei MeTo0B MUKPOMATPUYHOTO XPOMOCOMHOTO aHaJIM3a U MacCOBOTO MapajieIbHOTO
CEKBEHHPOBAHMsI Ha OMoNTaTe TPOPIKTOACPMEI

60

IToka3zanueMm Kk IMPUMCHCHHUIO MCTOJa aHAJIN3a HpOMCTa(i)aBHLIX XPOMOCOM SBJIACTCA
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Hannyue y npobaHa ¢ yMCTBEHHOW OTCTAIOCTHIO M MHOKECTBEHHBIMU BPOXKICHHBIMU MTOPOKAMU
pa3BUTHS HETUITMYHOM KapTHHBI AuddepennmanbHoil cerMmenTanuu G-OKpanieHHBIX XPOMOCOM B
OJIHOM WJIM HECKOJIBKHX CETMEHTaX

HAJINYUC SKCTPCMAJIbHBIX BAPUAHTOB C-HOJ’II/IMOpq)I/BMa XpOMOCOM

HaJINYKE B CEMbe peOeHKA C XPOMOCOMHEBIM 3a00JIeBaHUEM, 00YCIOBICHHBIM aHEYIUIONTUCH
XPOMOCOM

BHPYCHOE 3a00JIeBaHUE, IEPEHECEHHOE MAaTEPhIO B IEPBOM TpUMECTPE OEPEMEHHOCTH

61

ITpu Q-okpacke XpOMOCOM UCTIOIb3YIOTCS

TIPOM3BOIHBIC aKPUIAMHA

MIPOTEOTUTHYIECKHE (PePMEHTHI

TUA3WMHOBLIC KPACUTCIIN

KpacCHUTCIIb I'mmza

62

[IpenaranpHbIil ckpuHUHT Ha cuHAPOoMBI JlayHa, DaBapca u [latay metogamu FISH mim KO-
[IIIP npoBoaUTCS B TEUEHUE JHEeH

4

7

14

30

63

[Tpu kaproTUNMPOBAHUM ISl MIECHTU(DUKALIMH U UCKITFOUCHHS MEIIKUX CTPYKTYPHBIX MEPECTPOCK
MHUHUMAaJIEHOE KOJHMYECTBO 03H0B IpH I (hepeHIINaTbHOM OKpAIIMBaHUH COCTABIISET

400

350

450

500

64

Hacnencteennsie Oome3an oomeHa (HBO) oT npyrux MOHOTEHHBIX 3200JI€BaHUH OTJINYAeT

HaIn4ure OMOXUMHUYIECKUX MAapKEPOB, IMMO3BOJIAIOIINX TUATrHOCTUPOBATH 3a00/1eBaHuUs

HHM3Kas 4aCTOTa B MOMYJIAINN

HaJIMYUe MPEUMYIIECTBEHHO TOUYKOBBIX MyTaluii B acconunpoBanHblx ¢ HBO renax

HU3KAs MNICHCTPAHTHOCTD

65

C 1enpio TMarHoOCTUKY HACIICJCTBCHHBIX 00JIe3HEeH 00MeHa JIN30COMHBIC (DEPMEHTHI Yallle BCEro
HU3MEPSIIOT B

JIeMKOIUTaX nepugeprudecKoi KpoBU

KYJIBType KOXKHBIX (hnOpo01acToB

oOpasiax CyToOYHOU MOYHU

ouonTare re4YeHu

66

C OCJIBIO JUArHOCTUKH KJIACCHYECKOU (I)eHI/IJ'IKeTOHypI/II/I IIPOBOJAT OMMPECACIICHUC

(eHnanaHuHa B KPOBH

(eHmnaTaHNHA B MOYE

(heHmNIaKTaTa B KPOBH

(heHnaTaHMHA B IEpPEOPOCTUHATHHON KUIKOCTH

67

BroxumuyeckuM MapKkepoM aTUIUYHBIX GOpM (HEHUIIKETOHYPUH SBISIIOTCS

NTCPHUHBI B MOYE

(heHMIIIIpyBaT B MOYE

q)eHI/IJ'IJ'IaKTaT B MOYC

(heHunupyBaT B KpOBU

68

Jl1a monTBepKAeHNS Pe3yabTaTOB TMC MTPH MOBBIIIEHNH €3 (IPONMMOHIIKAPHUTHHA) HEOOX0TUMO

ITPOBECTH ONPCACIICHUC OPraHUYCCKUX KUCIIOT MOYH
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TOBTOPUTH TCCT IIPU OenKoBOM Harpys3ke

MOBTOPUTH TeCT Ha (hOHE NpHEeMa JIECBOKAPHUTHHA

B MTOATBEPKIAIONIEH AMATHOCTHKE HET HEOOXOAUMOCTH

69

Jyis moITBEpPIKACHUS PE3yAbTATOB TMC MTPH MOBBINICHUHU C5 (M30BAJICPUIKAPHUTHHA)
HEOOXOIMMO

IIPOBECTH ONPCACTICHUC OPraHUYCCKUX KHUCJIOT MOYH

MTOBTOPHTH TECT IPH OEIIKOBOM Harpy3Ke

IOBTOPUTH TCCT Ha (I)OHG InpuruemMa JICBOKapHUTUHA

B HOI[TBCp)KHaIOHIeI‘/'I JUArHOCTHKC HET HCO6XOI{I/IMOCTI/I

70

KavecTBeHHBIN TECT HA KETOKUCJIOTHI TPOBOJIST C

JUHATPOPEHUITHIPA3HHOM

HUPOIPYCCHUJIOM HaTPHsI

XJIOPUAOM MEJTU

OEH30THON KUCIIOTON

71

KauecTBeHHBIN TeCT Ha IUCTHUH IMPOBOJAT C

HUTPOIIPYCCHJIOM HaTpHUs

XJIOPUJIOM MEJIH

OEH30THON KUCIIOTON

XJIOpUAOM XKEJIE3a

72

[ToremHeHune 0Opa3ia MOYH Ha CBETY HAONIOACTCS IPH

JIKAIITOHYPHUH

TUPOZUHEMHUUN

JIeUIuHO3€e

TUCTUANHCMHUHN

73

3amax KapaMeJii OT MOYHM U TCJIa XapaKTCPCH AJIsd

JerMHo3a

(eHUITKeTOHY pHS

TUCTUANHCMHUA

TUPO3UHCMUA

74

Moua OBCTa ((HOpTBeﬁHa» Ha6J'IIO,Z[a€TC$I Ipu

nophupun

(EHHUIKETOHYPUHU

TUCTUANHCEMHH

TUPO3UHCMHUN

75

MBIIMHBIN 3aaX MOYH XapaKTepeH JJis

(heHUIIKETOHYpHH

TUCTUANHCMHHA

TUPO3UHCMHUN

nophupun

76

ALII/IJ'IKapHI/ITI/IHBI OonpeaCIAr0T MCTOJJOM

TaH,Z[eMHOﬁ MacCC CIICKTPOMCTPUHN

BbICOK03((EKTHBHOM KUIKOCTHON Xpomarorpadhuu

ra3oBod Xxpomarorpadun

(hITIOOPUMETPUIECKUM METOJIOM

77

AKTUBHOCTB rasiakto30-1-docdar ypuaun tpanchepasnl onpenensor B

SPUTPOLUTAX
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JIEHKOIMTAX

MOYC

ononrare re4YeHu

78

Haubomnee yacteiM HOHI/IMOp(bHI)IM BApHUAHTOM IIPU TAJIAKTO3EMUU TUIT 1 sBisIeTCS

BapuaHT Jlyapre

BapuaHnT Jloc-AnmKenec

BapuanT Jleiigena

Z -BapuaHT

79

[Ipu Mykomonrcaxapuao3e i THITa MOBBITIAETCS KOHIIEHTPAINS TITNKO3aMHUHOTIINKAHOB (Tar),
TaKHX KaK

JepMaraH cynb(aT U renapancyabdar

KepaTaHcynb(daT ¥ XOHIPOUTHHCYNb(AT

XOHJIPOUTHHCYIb(AT U renapaHcynbdar

KepaTaHcynb(dar u nepMatancyiabdar

80

[Ipu cunapome XaHTepa NOBBIMIAETCS KOHIEHTPAIUs IITMKO3aMUHOTIIMKAHOB (Tar), TaKUX Kak

JepMartaH cynbdaT U renapancyabdar

KepaTaHcylb(}ar U XOHIPOUTHHCYITb(AT

XOHJPOUTHHCYIb(AT U renapaHcyiabdar

KepaTaHcynb(dar u nepMatancyiabdar

81

ITpu myxononucaxapuaose IV Tuma noBelnaercs KOHUEHTPALMs

KepaTaHcynbdara

JepMataH cynbdara

XOHJIPOUTHHCYJIb(aTa

renapaHcysibdara

82

HpI/I MYKOIIOJINCaxXapnuao3e VI tuna noBsimaercs KOHIOCHTpAIHWA

JepMmaraHcynbhara

renapascysibdara

XOHJIPOUTHHCYJIb(aTa

KepaTaHcyJsibgaTa

83

HpI/I MYKOIIOJInCaxapnuao3e Vil THIIA HOBBIIIAETCS KOHIOCHTpalus rNIMKO3aMUHOI TIMKAHOB (rar),
TaKHNX KakK

JepMartaH cynbGaT U renapancyabdar

KepaTaHCcylb(aT U XOHIPOUTUHCYIb(hAT

XOHJIPOUTHHCYJIb(AT U renapaHcynbdar

KeparaHcynb(haT H iepMaTancyabQar

84

B Moue yenmoBeka B HOPMC NPUCYTCTBYCT INIMKO3aMHWHOTJIMKAH

XOHJIPOUTHHCYJIb(AT

JepMaras cyibgara

KepaTaHcyJib(dara

renapancyibgara

85

[Tpu mykononucaxapuaose 111 Thna nopelaeTcss KOHIEHTPALUs

renapancyibgara

JilepMataH cyibgaTa U renapancyibdara

XOHJIDOUTHHCYJIb()aTa u renapaHciibdara

KeparaHcyibgaTa

86

HpI/I HEAOCTATOYHOCTH OYCHb HHHHHOH@HOHCQHOﬁ alujI-Koa JCruJiporcHasbl )KUPHBIX KHUCJIOT
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HU3MCHSCTCA KOHICHTpAIUW AllUWJIIKApHUTUHOB

Cl4:1; Cl14; C14:2

C16:10H; C160H; C18:10H

C6; C8; C10:1; C10

C4; C5

87

[Ipu HeAOCTATOYHOCTH JTMHHOLIETIOYEYHOM -3- THAPOKCH alliI-Koa IECIHIPOreHa3bl JKUPHBIX
KHCJIOT M3MEHSETCS KOHIICHTPAITUS allMUIKapHUTHHOB

C16:10H; C160H; C18:10H; C180H

Cl14:1; C14; C14:2

C6; C8; C10:1; C10

C4; C5

88

HpI/I HCAOCTATOYHOCTHU cpeﬂHeuenoqequﬁ alfWI-Koa- ACTUuAPOIrcHasbl JXUPHBIX KUCIIOT
HU3MCHACTCA KOHICHTpalWs allWJIKapHUTUHOB

C6; C8,; C10:1,; C10

C16:10H; C160H; C18:10H, C180H

Cl14:1; C14; C14:2

Co

89

[Ipu rayTapoBoii anuaypuu THI | W3MEHIETCs] KOHISHTPALUs] allMJIKAPHUTHHOB

C5DC

C4; C5

C14:1; C14; C14:2

C50H

90

[Ipu rnyTapoBoi anuaypuu TUI 2 U3MEHSAETCS KOHIIEHTPALUs allJIKapHUTHHOB

or C4-C18

C50H

ot C4-C8

C14

91

ITpy nponMoOHOBOM alMAYPUU U3MEHSETCs] KOHLICHTPALUs allUIKAPHUTUHOB

C3

BCECX

C5 OH

G5

92

HpI/I HCIAOCTATOYHOCTHU 6I/IOTI/IHI/II[8,3BI HN3MCHSICTCA KOHICHTPAUs AlUJIKAPDHUTHHOB

C50H

C5

C3,C0

C10

93

HpI/I TUPO3UHCMUHU TUIT 1 u3mensieTcs KOHIOCHTpalusd aMUHOKHUCIIOT

TUPO3MHA U MCTHUOHWHA

AJJaHMHa 1 IPOoJInHA

H30JIEULIMHA U JIEHIIMHA

JIN3VWHA U HUTPYJUJIMHA

94

[Tpu nedunmTe OpHUTHHTPAHCKAPOOMIIIa3bl M3MEHSAETCS] KOHIIEHTPAITUSI aMHUHOKHCIIOT

LUTPYJUIMHA

aJlJaHMHa

JIeHIMHA

THPO3HMHA
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95 HpI/I MHUTOXOHJAPHAJIbHBIX 00JIE3HIX MOYKET MTOBBIIIATHCS KOHICHTpaluusd aMUHOKHCIIOT

aJJaHMHa 1 IPOJInHA

HeﬁHHHa 1 BaJIMHA

JIN3MHA

(heHmIaaHNHA

96 | [pu HapyuieHUsIX (PYHKITUH MTEYCHH MOKET MOBBINIATHCS KOHIICHTPAIINS AMUHOKHCIIOT

TUPO31MHA, MCTUOHHWHA, (I)CHI/IJ'IaﬂaHI/IHa

JICWIIMHA, U30JICHIIMHA 1 BaJIMHA

JIN3WHA U IIPOJIMHA

TJIAIWHA | TpUOTO(aHa

97 | Ilpu 6ose3an Dabpu MOBBIMIAIOTCS JTU30CHUHTOTUTTHIBI

r11000TpHUazsuICHUHIO3MH

TeKCamIC(hUHTO3UH

nu3ocuHOroMuennH-509

JIN30C(HUHTOMUETHH

98 | Ilpu 6one3nn Humanna-nllka THIT ¢ MOBBIIAIOTCS JTH30CQUHT ONUTTHIBI

nu3ochuHOroMuennH-509

1000 TpHa3HICYUHTO3UH

reKCamIC()UHTO3UH

JIN30C(HUHTOMHEITHH

99 | Ilpu 6one3an Humanna-Iluka Tum a/B MOBBITIIAFOTCS JTU30CHUHT OJIHITH BT

JTU30CHUHTOMUETTHH

r11000TpHUa3uICHUHTO3MH

reKCamIC(h)UHTO3UH

CHeI_II/I(l)I/I‘ICCKI/IX HHSOC(bHHFOHHHHHOB HCT

100 | ITpu Gosne3nu ["omie MOBBIIAIOTCS TU30CHUHT OIHITHJIBI

reKCamIC(h)UHTO3UH

r11o00TpuasmICHUHIO3MH

nm3ochuHOoroMuennH-509

J'II/I3OC(1)I/IHFOMI/IGJ'II/IH

101 | AkTuBHOCTH pepMEHTa XUTOTPHO3HU1a3bI ITpu Oosie3Hu ['orre moBkIIaeTcs

6oxee yem B 100 pa3

B 5-10 pa3

B 2-3 pa3a

B 10000 pa3

102 | JIuzocomHast 60JI€3Hb HaKOIUICHHUA, ITPU KOTOpOﬁ Ha6moz[aeTc;1 IIOBBIICHUEC aKTHUBHOCTHU
XUTOTPHUO3UAA3bl B IJIa3ME KPOBU, HA3bIBACTCS

TeOUINUT TU30COMHOMN KHUCION JTUTIa3hbl

MYKOTIOJIMCAaXapua03 TN 4

6one3np ©adbpu

oose3ns [Tomie

103 | V xenmuH ¢ 60se3np0 ®adpu 6onee HHPOPMATHHBIM JIJIsI OUOXHUMHUYECKOW JTUATHOCTUKU
SIBIISIETCSL OLpe/IeTICHHE

J'II/I3OC(1)I/IHFOJ'II/IHI/I}_IOB B KpOBH

AKTUBHOCTH anb(ba TaJJaKTO3Ma3bl B J'IeﬁKOLIHTaX

AKTUBHOCTH aan)a TraJlJakKTO31M a3kl B IJIa3ME KPOBU
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AKTUBHOCTHU XUTOTPHUO3UAA3bL

104

N3menenune npu n30(poKycHpoBaHUH TPaHC(HEPHHOB XapaKTEPHO IS

BPOXICHHBIX HapyHICHI/Iﬁ TJIMKO3UJIMPOBAHUSA

MIEPOKCHCOMHBIX 3a00JICBAaHUI

MHUTOXOHJAPHUAJIBHBIX Ooie3nei

HapyHIeHHH OOMeHa KUPHBIX KUCIOT

105

HpI/I 6one3uu MeHkeca OMnpcACIA0OT CHUKCHUC

LepyJIoIa3MUHa

anbda-peTonpoTenHa

AHTUTPUIICHA

anpO0yMHHa

106

IloBpImicHNE KOHIOCHTpalnu S-ﬂGFHHpOXOHeCTCpI/IHa B KpPOBHU SABJISICTCA 61/10Map1<ep0M

cunapoma Cmura-Jlemnu-Onurua

neduITa TM30COMHON KUCIION JTNIa3hl

TUIIEPXOJIECTEPUHEMUN

oone3un Humanna-ITuka tun C

107

Bonesnr ®adbpu 00yciaoBIeHa HEJOCTATOYHOCTHIO

anb(a-ramaKTo3uaas3el

ab(a-TIIOKO3K, 1335l

TIIIOKOLIEPeOPO3HIa3bl

raJlakToIepeOpo3nIasel

108

Bonesns [lomne (rmkoreHo3 tum 2) 00ycloBlIeHa HEJOCTATOYHOCTHIO

ab(a-TIIOKO3K, 1335l

anb(a-rajaKTo3uaas36l

TITFOKOIIEPeOpO3HUIa3bI

FaﬂaKTOHep66p03I/II[a3LI

109

Bonesns Humana-IIuka tun a/B 00ycii0BIeHa HEAOCTATOYHOCTHIO

C(UHTOMUEIINHA3BI

TITFOKOIIEPeOpO3HIa3bI

FaﬂaKTOHep66p03I/II[a3LI

anb(a-uaypoHH a3k

110

ITpu 60s1e3nu Kpab6e B KpOBHU MOBBIMIAETCS] KOHIIEHTPALHS

FeKcaI/IJ'IC(I)I/IHFOBI/IHa

nm3ochuHOoromuennHa-509

rio0oTprazmiIcHUHro3NHA

T30C(hUHTOMUETHHA

111

HpI/I HCOOCTATOYHOCTH CAaIlO3MHAa C Ha6J’IIO,Z[a€TC$I

HOpMaJIbHast aKTUBHOCTb OeTa-r JIFOKO31 a3kl B J'IeﬁKOL[HTaX 1 BBICOKasl aKTUBHOCTb
XUTOTPHUO3KWAa3bl B I1J1Ia3ME KPOBU

HHU3Kasd aKTUBHOCTb 66Ta-l"J'H-OKO3I/I)Ia3LI B HeﬁKOL{HTaX 1 €C BBICOKAA aKTUBHOCTD B IJIa3ME KPOBH

HU3Kasl aKTUBHOCTH O€Ta-TJIIOKO3U1a3bl B JIGHKOLUTAX U BBICOKAsi aKTUBHOCTh XUTOTPHO3U1A3bI B
m1a3Me KpoBU

HU3KasA aKTUBHOCTH 66Ta-FHIOK031/IZ[aSI)I 1 HU3Kasl aKTUBHOCTb XUTOTPUO3KUAA3bI B IIJIa3ME KPOBU

112

[Tpu 60sie3nu Ilomne npennoyTUTENBEHO OnpeaesTh pepmeHT B

IATHC KPOBU

OMoNTaTE MBIILILL
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JIEHKOIMTAX

m1a3Me KpoBU

113

[Tpu Gonesnu [omre v 1 CHUXKAETCS aKTUBHOCTH ()epMEHTa

OeTa-TIII0KO3UAa3b]

XUTOTPHUO3MUAA3bL

anb(a-TIaKTO3HIa3hI

OeTa-TajJaKkTO3UOaa3kl

114

[Tpu Gonesnu omre T 2 CHUKAETCS aKTUBHOCTH (hepMEHTa

OeTa-TIIIOKO3UIa35]

XUTOTPHUO3NAAa3bI

anb(a-TIaKTO3HIa3hI

OeTa-rajJakTo3UAa3hl

115

[Tpu Gonesnu 'omre Trm 1 moBBIIIaeTCS aKTUBHOCTD (hepMEHTa

XHUTOTPHUO3UAa3bl

[ITIOKOLIEPeOPO3HIa3bl

anb(a-rIakTo3uaa3bl

OeTa-rajJaKkTo3UAa3hl

116

OCHOBHBIM MapKEepoOM HCpOKCIfICOMHOI\/’I MaTOJIONH ABJIACTCA IOBBINICHHC

OJILDKK

(UTaHOBOH KHCIOTHI

IMUIIEKOJIMHOBOM KHCIIOTHI

AIUIIKapHUTHHOB

117

Y HOBOPOXKJICHHOTO ¢ HEOHATAILHON aapeHoJIeKoaucTpodreii MokeT ObITh B HOpME

¢dbuTaHOBAs KUCIIOTA

IMPUCTAHOBAsA KUCJIOTA

OHLKK

AIMWIKAaPHUTUHBI

118

B nepuosg METab0IUYECKOr0 KpHn3nca pyu HAapymeHUAX OKUCICHHNA JXUPHBIX KUCJIOT MOBBINIACTCA

kpeatuadochokrHaza

KapHUTHUH

aMMOHUN

TJIIOKO3a

119

LI}’BCTBI/ITG)J'II»HOCTI) TECTA ONPCACIISACTCS KAK

A0JI1 UICTUHHO IMOJIOKUTCIBbHBIX PE3YJIBTATOB OT BCCX PC3YJILTATOB Y OOJIBHBIX

J0JI JIOXKHO OTPHUIATCIIBHBIX PE3YJILTATOB OT BCEX PE3YJIBTATOB Y BCEX OOJILHEIX

J0JI1 UICTUHHO OTPHUIATEIIBHBIX PE3YJIBTATOB OT BCEX PE3YJIBTATOB Y 3JO0POBBIX KOHTpOHeﬁ

A0JI JIOXKHO HOJIOKUTCIIBHBIX PE3YJILTATOB OT BCEX PE3YJILTATOB Y 3JOPOBBIX KOHTpOJ'IefI

120

CHCI_II/I(l)I/I‘-IHOCTB TCCTa OMPCACIISACTCA KaK

J0JI1 UICTUHHO OTPHUIATCIIBHBIX PE3YJIBTATOB M3 BCEX PE3YJILTATOB Y 3J0POBBIX

J0JI JIOXKHO OTPHUIATCIIBHBIX PE3YJIHTATOB M3 BCCX PE3YJIBTATOB Y BCEX 0O0JIBLHBIX

A0JII UICTUHHO IMOJIOKUTCJIBbHBIX PC3YJILbTATOB U3 BCCX PE3YJILTATOB Y OOJIBHBIX

A0JIs JIOXKHO MOJOKUTCIIBHBIX PE3YJILTATOB M3 BCCX PE3YJILTATOB Y 3JOPOBBIX

121

[Tpu MUTOXOHJIPANBEHBIX OOJNIE3HAX, KPOME MOBBIIICHHSI JJAKTATa YacTO HAOJFOIAaeTCs OBBIIICHNE

MeTtabonuToB 1uKia Kpedca

CyOepHHOBOMW U aIMITUHOBOM KUCIIOT

METHJIMAJIOHOBOM KHCIIOTHI
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HpOHI/IOHOBOﬁ KHUCJIOTBI

122 | Ilpu cunapome Jlema-Huxana HaOMr01aeTCsI MOBBIICHHE B KPOBH

MOYCBOM KHUCIOTHI

JJaKTara

KpeaTUH(POCHOKUHA3HI

MOYCBHHBI

123 | Anbda dheTonpoTenH NoBHIIACTCS B KPOBH MIPH

MHUTOXOHJPHUAJIbHBIX I'CaTONATUAX

MHUTOXOHAPHUAJIbHBIX MHUOIIATHUAX

MHUTOXOHJAPHAJIBHBIX 3HL[C(1)aJ'IOMI/IOHaTI/IHX

JIM30COMHBIX OOJIE3HIX

124 | TIpu Gone3nu Bunbcona-KoHoBanoBa cHukaeTcs B KPOBH KOHIIGHTPALHSI

LEepyJIoIIa3MUHA

KCJIC3a

anbda eronporenHa

JJaKTara

125 | KocBeHHas MuarHoCTHKa HampaBiieHa Ha

ONpeaeIeHHEe XPOMOCOMBI, HECYHIEH NOBPEXACHHBIN I'eH PU CEMEHHOM aHaJIN3e

OIpE/ICIICHUE MYTAIIMH, SIBJISIONICHCS HEMTOCPEACTBEHHOM MPUYNHON 3a00JICBaHMSI

CCKBCHHUPOBAHHUC I'€HA, OTBETCTBCHHOI'O 34 3a00JIeBaHne

oIpeJiesICHHE BKJIaa FeHETHUECKUX (PAKTOPOB B MaToreHese 3a001eBaHusl

126 | ToukoBBIE MyTaIlMU MOXHO JHArHOCTHPOBATh METOJIOM

MYJIbTUIUICKCHOM JIUTa303aBUCUMOM aMIUTH(DHUKAIIMY 30HI0B

¢pakunonupoBanus reHoMHol JJTHK B arapo3nom rene

XPOMOCOMHOT'O MUKPOMATPUYIHOI'O aHAJIM3a

(hayopecreHTHOH THOpUAN3aINY in Situ

127 | ToukoBbIC MyTaIlMU MOXHO JIMArHOCTUPOBATH METOJIOM

aHaJmM3a noJuMop(du3Ma JUIMHBI PECTPUKIIMOHHBIX ()parMeHTOB

¢dpaxmmonupoBanus reHomuoit JIHK B arapo3som rene

XPOMOCOMHOT'O MUKPOMATPHUYIHOI'O aHAJIM3a

(hIyopeciieHTHON THOpUAM3aIINY in Situ

128 | ToukoBBIE MyTaIlM¥ MOXHO JUArHOCTHPOBATH METOJIOM

CeKBeHUpoBaHus nocuenoBarenbHoctu JHK

(paxmonupoBanus reHomHoit JIHK B arapo3Hom rese

XPOMOCOMHOI'O MUKPOMATPUYHOI'O aHAJIM3a

(hIIyopecleHTHON THOpUAM3aIINY in Situ

129 | ToukoBsle MyTalluil MOXXHO JUArHOCTUPOBATH MCTOJJOM

aHaJIM3a KPUBBIX IJIaBIeHNs mpoaykros [11[P

¢dpaxmonupoBanus renomuoil /IHK B arapo3nom rese

XPOMOCOMHOT'O MUKPOMATPUYIHOI'O aHAJIN3

¢yopectieHTHON THOPUAN3AIMH in situ

130 | Meton cekBenupopanus JJHK o Canrepy ucmnonb3yercs s

oTIpeJIeIICHIS HYKJICOTHAHON TocieoBaTelbHOCTH hparmenta JIHK

BbIsIBJICHUS KpynHbIX aenenui JTHK

BBISIBIIEHHS KpyNHBIX aymnkanuid JTHK

BBISAIBJICHUA MHKpOC&TeHHHTHOfI HECTaOMIIEHOCTH
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131

[Tonmmmepasnyro nennyto peakmwro (I11[P) mpoBomsaT ¢ HCIOIBE30BaHIEM

JHK-nonumepasbl

MOJIMMCPHOT'O I'CJIsA

aHaJInM3a CUCIIJICHUA

LICTIHOM 1epeiaun

132

IIpeumymiectBoM Meroaa [P B peaabHOM BpeMEHH SBIISECTCS

3allUIICHHOCTh OT KOHTaMHHAaIlllu1

BBICOKAsi CTOUMOCTbD 060pyI[OBaHI/ISI

MIPUMEHEHNE HHTEPKATHPYIONTNX KPacuTeIen

BO3MOXKHOCTh cekBeHupoBanus JIHK

133

Brusisnenue uzBectnoii mytanuu B JIHK Gmactomepa npu npoBeeHHH NpeAUMILUIaHTAIHOHHON
TeHETHYECKON AMAarHOCTUKHU MPOBOJST METOIOM

kocBenHor JTHK-mmarnoctuku

[IIIP B peanbHOM BpeMEHU

cexksenupoBanusa JJHK o Conarepy

(hIIyopeCcIeHTHON THOpUAM3AIINY in Situ

134

MynbsTHILIEKCHAS JITa3a-3aBUcuMast aMudukanms 305108 (MLPA) npumensiercs ans

JUAarHoCTHUKN M3BCCTHBIX MYTaLII/Iﬁ

MHKPOCATCIIJIMTHOTO aHaJIn3a

aHaJIn3a CUCIIJIICHUA

cexkBeHupoanus JJHK

135

MynbTHILIEKCHAS JITa3a-3aBUcuMas aMmiuindukarms 305108 (MLPA) npumensiercs s

JIMarHOCTHUKM JIeNSIIUMN

anekrpodopesa JJHK

aHaJIn3a CUCIIJICHUA

cexkBeHupoanus JJHK

136

MynbTHILUIEKCHAS JITa3a-3aBucuMas aMmiuindukanms 308108 (MLPA) npumensiercs ajis

JTUATHOCTHKH JTYTITHKAIIHA

MHKPOCATCIIJIMTHOTO aHAJIN3a

aHaJIn3a CUCIIIICHUA

cekBenupoBanus JJHK

137

I[J'IH OAHOBPEMCHHOI'O BBIABJIICHUA MTPOTSXKCHHBIX HapymeHHﬁ KOHHﬁHOCTH, aHaJIM3a
aHeyHJ’IOI/IILI/Iﬁ 1 BBISIBJICHUA M3BCCTHBIX TOYKOBBIX MYTaLU/Iﬁ OAXOOUT MCTOI

MYJIbTHIUIEKCHOM JIMTa3a-3aBUCHMOM amrutiudukanuu 300108 (MLPA)

XPOMOCOMHOT'O MUKPOMATPHUYIHOI'O aHAJIN3

¢yopectieHTHON THOPUAN3AIMY in situ

OUTOICHCTHUYCCKOTO UCCIICAOBAHMA

138

s oTHOBPEMEHHOTO BBISIBJIEHUS MUKPOJIENICIINI, MUKPOAYTUIMKAIUA 1 aHEYTTOUUN MTOAXOIUT
METO/I

OUTOICHCTHUYCCKOTO UCCIICJOBAHMA

[1I1P B peanbHOM BpEMEHHU

aHaJm3a moJuMop(@u3Ma JUTMH PECTPUKITMOHHBIX ()parMeHTOB

cexkseHupoanus JJTHK

139

JlJ1 OTHOBPEMEHHOTO BBISIBIICHUST MUKPOICIEINI, MUKPOYTITUKAIIMI U aHSYTUIOUIUN TIOIXOAHUT
METO/I

XPOMOCOMHOT'O MUKPOMATPUYIHOI'O aHAJIN3
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aHaJIn3a CUCIIJIICHUA

aHaJ3a moJuMop(u3Ma JUTMH PECTPUKITMOHHBIX ()parMeHTOB

cekBeHupoBanus JIHK

140

7151 0THOBPEMEHHOT'O BBISIBIICHUSI MUKPOACICHUN, MUKPOAYIUTUKAIIMN U aHEYTIOUIUN MOAXOIUT
METOI

OUTOTCHCTUYCCKOTO NCCIICAOBAHMSA

OHUTOJOIrHYCCKOIro HCCICAOBaHUA

HMMYHOTUCTOXMUMHUYCCKOI'O UCCICAOBAHNA

TUCTOJIOTHYCCKOTI'O UCCIICIOBaHHUA

141

I[J'IH BBIABJICHHS HAPYIICHUSA YPOBHA OKCIIPECCUUM I'€HA NOAXOAUT METOQ

IIITP B peanbHOM BpEMEHU

OUTOICHCTHYCCKOTO UCCIICAOBAHUA

cekBeHupoBanus JJHK

XPOMOCOMHOT'0 MHKPOMAaTPUYHOTO aHAJIN3a

142

I[HH BBIABJICHU M3BCCTHBIX TOYKOBBIX BAPHMAHTOB ITOCJICOBATCILHOCTHU I[HK IOAXOOUT METO

aHaJIM3a KPUBLIX IJIABJICHUA

(hayopecreHTHON THOpUAN3aINY in Situ

XPOMOCOMHOT'0 MHUKPOMATPUYHOTO aHAJIN3a

OHUTOTCHCTUYCCKOTO NCCIICAOBAHM

143

Jnst BoIsiBeHUs HapyumeHus GyHKkuuu cucteMsl penapanyn JHK nogxomut meton

MUKPOCATCJUIMTHOI'O aHaJIn3a

(hayopecreHTHO THOpUAN3aINY in Situ

OUTOICHCTHYCCKOT'O UCCIICJOBaHUA

XPOMOCOMHOI'O MUKPOMATPHUYHOI'O aHAJIM3a

144

J11g BEISIBIIEHMS HeCcITydaltHOH (HEpaBHOBECHOW) MHAKTHBAIIMY X -XPOMOCOMBI MTOJIXOJIUT METO/T

MeTUIYyBCTBUTENBHOM 1P

cekBeHupoBanus JJHK

XPOMOCOMHOT'O MUKPOMATPHUYHOI'O aHAJIM3a

(hayopecteHTHON ruOpuAN3anny in situ

145

Anann3 koH(pOpMaIMoHHOTO MmoyMMopdru3Ma oTHOHUTEBEIX (parmeHToB JIHK rcmonb3yT mos
Briasnenusa

To4KOBbIX BapuanToB JJHK

HapyLIEHHs YPOBHS SKCIIPECCUH T'eHa

HapyueHus cucteMbl penapanuu JJHK

XPOMOCOMHBIX MyTallui

146

I[J'Iﬂ BbISIBJICHUS HAPYHICHUA MCTHUJIMPOBAHNS B UMIIPUHTHUPOBAHHBIX paf/iOHaX OAXOOUT MCTO/I

CeKBEeHHPOBaHMsl OucynbhuT-KouBepTHpoBanHoi JHK

¢iyopecueHTHON THOPUAN3ALMH in situ

XPpOMOCOMHOT'O MUKPOMATPUYHOI'O aHAJIM3a

[IIIP B peasbHOM BpEMEHU

147

I[J'Iﬂ BbISIBJICHUS HAPYHICHUA UMIIPUHTHUHI'A MOAXOAUT MCTOJ

METHUI49yBCTBUTENBHOM 1P

cexkseHupoanus JJTHK

UMMYHO(DEPMEHTHOTO aHaITN3a

OUTOJOI'MYCCKOI'0 UCCIICJOBAHMA

148

MukpocaTeNIMTHBIN aHAJIU3 UCTIONB3YIOT IS

155




JUArHOCTHUKH aneynnonzmﬁ

oTIpeIeIICHIS HYKJIICOTHAHON TTocieoBaTeIbHOCTH hparmMenTa JIHK

BBISIBJIEHHA TOYKOBBIX BapuanTtoB JIHK

BBISAABJICHU HAPYHICHUS YPOBHSA SKCIIPECCHUHU I'CHA

149 | MukpocaTeIUIUTHBIN aHAIHU3 UCTIOJIB3YIOT JIJIs

BEIsIBIIeHHS n3BecTHOU MyTanuu B JJHK 6mactomepa mpu nmposenerwm [11']]

oTIpeieTIeHHs HyKJICOTHIHOM mmocienoBaTenbHocTd (hparmenTa JHK

BbISAIBJICHU TOYKOBBIX BAPpHUAHTOB I[HK

BBISAABJICHU HAPYIICHUS YPOBHSA SKCIIPECCHUHU I'CHA

150 | MuKpocaTeNTUTHBIN aHAJIHU3 UCTIONB3YIOT JUIS

aHajin3a MHKpOcaTeJIJII/ITHOﬁ HeCTaOMIBHOCTH

OIpeIeNICHHs HyKJICOTHIHOM mocieaoBaTeibHocTh (hparmenTa JJHK

BbISAABJICHUS TOYKOBBIX BAPHUAHTOB I[HK

BBISIBJICHHS HAPYLICHUS] YPOBHSI 9KCIPECCHU T€Ha

151 | MukpocaTeJUIUTHBIN aHAIHU3 UCIIOIB3YIOT JIJIs

YCTAaHOBJICHUA POJACTBA

OIpeIeNICHHs HYKJICOTHIHOM MmocieaoBaTeibHocTH (hparmenTa JJHK

BBISIBJICHUS TOUYKOBBIX BapuanTtoB JJHK

BBISIBJICHHS HAPYLICHUS YPOBHSI 9KCIIPECCHHU TeHa

152 | Ana JHK-muarHoCTHKH HCIIOIB3YIOT

LEJIBHYIO KPOBb

TPOMOOIIUTEI

SPUTPOLHUTH

aMaJib 3y0a

153 | Jns JHK-muarHOCTHKY MOKHO MCIIOJIB30BATh

IISITHA BBICOXINCH KpOBHU

TPOMOOIIHUTEHI

SPUTPOLIUTHI

aMmaJib 3y0a

154 | Jnsa JHK-muarHOCTHKY MOKHO MCIIOJIB30BAThH

CITIOHY

TPOMOOIIHTEHI

SPUTPOLHUTHI

aMaJb 3y0a

155 | Jnsa JHK-muarHoCTUKH MOXKHO MCIIOJIB30BATh

Mo4a

TPOMOOIIHUTHI

SPUTPOLUTHI

sMajb 3yoa

156 | J{ns JHK-guarHoCTHKYA MOYKHO HCIIOJIE30BaTh

napaduHOBbIe OJOKKM PUKCUPOBAHHON TKaHU

TPOMOOIIHUTHI

SPUTPOLIUTHI

aMaib 3yoa

157 | Myramuto CFTR:p.F508del M0OXHO BBISBHTB C TIOMOIIBIO METOA

MYJIBTUIUIEKCHON JIMTa303aBUCUMOM aMmundukannu 305108 (MLPA)
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¢yopecteHTHON THOPUAN3AIMH in situ

MeTWI-4yBcTBUTENbHOU TP

XPOMOCOMHOTO MUKPOMATPHYHOTO aHAJIN3

158

Myrtanuio CFTR:p.F508del MOXHO BBISIBUTH C TOMOIIBIO METOA

cekBeHupoBanus JJHK

(hayopecreHTHON THOpUAN3ANNY in Situ

METUI-4yBCcTBUTENbHOM [TT1P

XPOMOCOMHOT'O MUKPOMATPUYIHOI'O aHAJIN3

159

Myrtanmio CFTR:p.F508del MOXHO BBISIBUTH ¢ TOMOIIIBIO METOZA

aHaym3a moauMopdu3Ma IJIMH PECTPUKIIMOHHBIX ()ParMeHTOB

(hayopecreHTHON rTHOpUAN3aNNY in situ

MeTUI-4yBcTBUTENbHOU [IIIP

XPOMOCOMHOT'O MUKPOMATPHUYIHOI'O aHAJIN3

160

Myrtanuio CFTR:p.F508del MOXHO BBISIBUTH C TOMOIIBIO0 METOA

(hparMeHTHOTO aHaIN3a

(hIIyopeCcIieHTHON THOpUAM3AIINY in Situ

MeTWI-4yBcTBUTENbHOU TP

XPOMOCOMHOT'0 MHKPOMATPUYHOTO aHAIN3

161

I'enoMHBIC KOOpAWHATHBI YKa3bIBalOT B COOTBETCTBHHU C

cOOpKoO# reHoMa

TPAHCKPHUIITOM

T'CHOM

II0JIOM ITalTUCHTA

162

Hyxneorun B koaupyromeit /IHK yka3pIBatoT B COOTBETCTBHH C

pedepeHCcHO N0CIeA0BATEIbHOCTHIO

T'CHOM

T€HOMHON KOOPJIMHATOM

AMHUHOKHCIIOTON B OeJIKe

163

BapI/IaHTLI Kozmpy}omeﬁ MOCJICAOBATCIIbHOCTH YKA3bIBalOT B COOTBCTCTBUU C

HoMmeHKsIatypoi HGVS

KypHUpyeMbIMH 0a3aMu TaHHBIX

HUCTOPHUYCCKHU CIIOKUBHIMMUCA NMPUHIUIIAMUA

PEHICHUCM KOHCHJIMYMA CICHHUAJIMCTOB

164

ITaToreHHOCTH BBISBICHHBIX BApPHUAHTOB OIPEACIISAOT B COOTBETCTBUHU C

PYKOBOJICTBOM 110 UHTEPIPETALIMY TAHHBIX

MHCHHUEM CIICUAIMCTa, IPOBOAMBIICTO NCCIICIOBAHUC

nporpamMmMamMu NpeaACKa3aHvs NaTOIrCHHOCTHU BApUAHTOB

IpaBUJIaMHU IO UHTCPHIPETANU JaHHBIX, IPUHATBIMU B J'Ia60paTOpI/II/I, HpOBO,E[I/IBIHef/i
HUCCICI0BaHUC

165

Ecnu y mpobania n3BeCTeH MAaTOTEHHBIN BapUaHT, MIPUBOISIINN K HACIEACTBEHHOMY
3a00JIeBaHUIO, JIJIS ONPE/IeNICHUS] HATMYXS HOCUTENIBCTBA 3a00JICBaHMs y Cynpyra nIpodaHIa
HE00XO0INMO

MIPOBECTH IOJHBII CKPUHUHT MYTaIllil B TeHe HACJIEICTBEHHOTO 3a00JIeBaHNS y Cynpyra

IPOBCCTU Y CyINpPyra CUKBCHC 5K30HA, COACPIKAIICTO BAPpHUAHT

OInpeaACInTb HOHHMOp(bHLIe MAapKCPhl, COCTIJICHHBIC C MATOJOTHUYCCKHUM AJUICIICM

IMPOBCCTHU NMOJIHOTCHOMHOC CCKBCHUPOBAHUC CYyIIpyTra

157




166

Ecnu B pe3ynbTare npoBeAeHNS IOTHOIK30MHOTO WM MTOJTHOTEHOMHOI'O CEKBEHUPOBAHUS
MaTOTEHHBIE ¥ BEPOATHO MMAaTOTEHHBIE BAPUAHTHI, MPUBEAIINE K GopMupoBaHHIO (peHOTHIIA
nalueHTa, He ObUTH OOHAPY)KEHBI, PEKOMEHAYETCS

3arpaiuBaTh HOBTOpHI:IfI AHaJIM3 JAHHBIX CCKBCHUPOBAHMS OJIUH pPa3 B 6-12 MCCSILICB

3aIlpoOCUTHb HOBTOpHLIﬁ AHAJIM3 JaHHBIX CCKBCHUPOBAHUA YC€PC3 5 et

MTPOBECTH MOJTHOAK30MHOE HITH TIOJTHOTEHOMHOE MCCIIEIOBaHUE B IPYTOH 1aboparopuun

0OBSICHUTD MalUMEHTY, YTO YCTAHOBUTDH NMPUYIUHY PA3BUTUA 3a00JIeBaHNS HEBO3MOKHO

167 | CoOCTBEHHHKOM JITaHHBIX MacCOBOTO MapaIENIbHOTO CEKBEHUPOBAHUS SIBJISICTCS
MaIlUeHT
Bpauy-TeHETUK
nabopaTopus
rOCyJJapcTBO
168 | Jlns npoBeneHus 10po10BOH (IpEHATANBHOM) FreHETUYECKOM JHATHOCTUKY aHATU3UPYIOT
MATOT'€HHBIC ¥ BEPOSITHO ATOT€HHbBIE BAPUAHTHI
NATOr'€HHbIC BAPHAHTHI
MaTOreHHbIE, BEPOSITHO NMATOr€HHBIE BAPHAHTHI, BAPHAHTHI HEONPEIEICHHOTO KIMHAYECKOTO
3HAYCHUSI
BapHaHTHI, VI KOTOPBIX MTpoBeeH (PYHKIMOHATIBHBIN aHATIN3
169 | M3MeHeHue B HyKJICOTHIHOM MOCIEA0BATSIILHOCTY Ha3bIBAIOT
BapHaHTOM
MyTanuei
moJIMMOp(HHU3MOM
aHoMaJHen
170 | PedbepeHCHBIM METOJIOM JUIS TTOATBEPIKIACHUS TAaHHBIX, TIOJYYCHHBIM C UCIIOJIb30BaHUEM
MacCcOBOT0 NAPAJUIECIbHOIO CeKBEHUPOBAHMSL, SIBISCTCS
psIMOE ABTOMATHYECKOT0 ceKBeHHpoBaHue 1o CeHrepy
CEeKBEHHPOBaHKE TeHOMa
aHaJM3 moJMMopdu3Ma JITTHH PECTPUKIIMOHHBIX (parMeHTOB
XPOMOCOMHBII MUKPOMATPUYHBIH aHATIN3
171 | Ilpu n3BecTHOW MyTanuu B TeHE, OTBETCTBEHHOM 3a 3a00JieBaHue, 1iejecoo0pa3Hee
HCIOJIb30BaTh
npsimyto JIHK-nuarnoctuky
kocBeHHy10 JIHK-nuarnoctuky
LUTOT€HETUYECKHUE METO b
OMOXUMHUYECKHE METOIBI
172 | Ommbka npu kocBenHoi IHK-anarnoctuke MoxkeT ObITh 00yClIOBIICHA
pexoMOMHAIEH MEXAY H3y4aeMbIM JIOKYCOM M NOBPEKACHUEM B T€HE
CJIMIIKOM OOJIBIION O MPOTSHKEHHOCTH MyTaluel
OOJBIITM Pa3HOOOpA3MEM MyTaITii B OJTHOM T'€HE
HEU3BECTHOM CTPYKTYpOl reHa
173 | Jna monekynapuoro-renernyeckoro ananuza JHK Beigensiior u3
JIEUKOITMTOB
TPOMOOIINTOB
SPUTPOIIUTOB
TJ1a3MBI
174 | dnsa nposeaenus [P ucnonb3yercst pepMeHT

JHK-nonumepasa
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PHK-nonumepasa

pecTpuKTasa

oOpaTHast TpPaHCKPHIITA3a

175

Merton IIIIP ocHOBaH Ha

MHOT'OKPATHOM KOIMMPOBAHWHN OIIPCACIICHHOI'0 Y4aCTKa I[HK

paspeszanun Mosekyisnsl JJIHK B onpeneneHHbIX MecTax

cBs3piBaHuM JJHK-308110B ¢ Mosiekynoi IHK B onpeneneHHbBIX MeCcTax

OIpeACICHUN aMUHOKMCJIOTHOH IMOC/IEI0BATEILHOCTU I[HK

176

SSCP-aHanu3 NpUMEHSIETCS /IS BBISBICHUS

3aMeHbI OCHOBAaHUN

MPOTSHKEHHBIX WHCEPITHI

JieJIeni KPaTHBIX TPEM HYKJI€OTHAAM

MyTaHI/Iﬁ CABHUI'a paMKH CYUTBIBAHU S

177

[Ipaiimepsr, ucionp3yemsie 1t nposeaenns [P, mpexcraBnstor coboit

kopoTtkue cnenuduueckue pparments! JJHK mmmnoii 20-25 HykineoTn0B

¢parmentsl JJHK, BcTpoeHHBIE B BEKTOPHYIO CHCTEMY

¢parmenTsl JIHK muaoit 500- 1000 HyKI1€0THI0B

medenble pparmentsl JIHK, ¢ onmpeneneHHo# Tokann3anyeil Ha XpOMOCOMeE

178

I[Hﬂ IIOHMCKa HCU3BCCTHBIX MYTaIlI/Iﬁ B I'CHC UCIHOJIB3YIOT MCTO

CEKBEHUPOBAHMSI

[P B peanbHOM BpeMEHU

TILIP-TIJIPD

ANeKTpodope3a B AKPHIAMHTHOM Teje

179

Jnst morcka u3BecTHBIX YacThiX MmyTaruil B rene CFTR mpu MyKOBHCIHI03€ UCTIONB3YIOT METO/T

TILP-TIJIPD

asiekTpodopesa B aKpUIaMUIHOM Tejle

CEKBEHUPOBAHHSI

[P B peasbHOM BpEMEHHU

180

Metoa nonuMopdu3Ma JUIMH PECTPUKIMOHHBIX (JparMeHTOB OCHOBAH Ha

pasInIMAX HyKJICOTUIHOM nocieoBateabHocT Mosiekyibl JIHK B caiite y3naBanus st
PECTPHUKTA3BI

OTIpEJICIICHIH TTOCJIEeI0BATEIFHOCTH HYKICOTHIOB B MoJiekyie JJTHK

ONpeJeeHUN NMPOTSHDKEHHBIX enenuil moaekynsl JJHK

rudpuanzanus monekynsl JIHK c pedepeHcHoi mocie10BaTelbHOCTRIO

181

Merton cexBennpoBanus JIHK npezacrapnsier coboit

ONpeICJICHUE TIOCIIEI0BATEIBHOCTH HYKJI€0THA0B B MoJiekyse JIHK

BbICTPAaMBAHNC KJIIOHUPOBAHHBIX HOCHeﬂOBaTCHLHOCTeﬁ B OIIPCACIICHHOM MOPSAAKE

ruaponu3 JHK ¢ noMonipio pecTpukTassl

o3uIMoHHoe KioHnpoBanue JJHK

182

Hyxneorunsr A, T,I',1] Ha sanexTpodoperpamme mocie okondanus cekBenupoBanus JJHK mpu
HCIOJIb30BAHUU aBTOMATHUYECKOI0 CEKBEHATOPA MPEICTABICHBI KaK

ITMKHW pa3HBIX IBETOB

Pa3HONBETHBIC MMOJIOCHI

MKW OJHOT'O IIBETA

I1OJIOCBI pa3anHoﬁ JUIMHBI

183

IIpu npoBenenuu npsimoit JIHK-AuMarHoCTUKK onpenensitor
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MyTalMioO B I'CHE, MPUBOAAIIYIO K HACIICACTBCHHOMY 3a00JI€eBaHUIO

MMaTOJIOTHIECKHI AJJIC]Ib, onpez[enmomnﬁ IIPOABJICHUC HACJICACTBECHHOI'O 3a00JIeBaHUS B CEMbE

Ipynnbl CUCTIJICHUS

HWHBCPCHUHN U TPAHCIIOKAIIUN

184

[Ipu nposenenuu kocsenHor JIHK-nuarnoctuku onpenensitor

IMaTOJIOTHIECKHI AJJIC]Ib, onpe;[enfﬁomnﬁ IIPOABJIICHUEC HACJICACTBEHHOI'O 3a00JIeBaHUs B CEMbE

XPOMOCOMHBIE NEPECTPOUKH

MyTallMiO B I'CHE, IMIPUBOAAIIAA K HACJICACTBCHHOMY 3a00JIEBaHUIO

T'pynnbl CHCTIJICHUS

185

Metonq MLPA (MynbTHIUIEKCHAS TUTA303aBUCHMAs aMITTH(UKAITHS) TTO3BOJISIET OMPEIENITh

TOYCYHBIC MYyTallKU B I'CHE

I'pynnbl CHCTIJICHUS

KpYIHbIE XPOMOCOMHBIE IEPECTPONKHU

BHYTPUI'CHHBIC 1 BHET'CHHBIC MUKPOCATCIUIMTHLIC ITIOBTOPEI B I'CHE

186

baza nannsix OMIM (online mendelian inheritance in man)sisnsercs

KaTaJIoromM U3BCCTHBIX HACICACTBCHHBIX 3a00JIeBaHui U I'CHOB, OTBCTCTBCHHBIX 3a UX Pa3BUTHUC

WHTErpaTopoM 0a3 TaHHBIX MyTalUii

pecypcoM, coaepKaliuM HHGOPMALIUIO O TIOCIEA0BATENbHOCTAX OCJIKOB U X (PYHKIMOHATIBEHON

3HAYUMOCTHU

QJICKTPOHHBIM apXHWBOM OTKPBITOI'O AOCTYIIA K pE3yJibTaTaM I/ICCJICI[OBaHI/II\/'I B 00y1acTH MCIHUIIUHBI,

OMOJIOTUY U TEXHUKHU

187

Jwnamazon xoja 3a0oeBanus B katanore OMIM 3aBHCHT OT

THUIIA HACJICJOBaHUA 3200 1€BaHU

MeXaHHu3Ma JIEHCTBHUS I'eHa

NEpUOJia IEPBOTO ONMCAHHS HO30JIOTHYECKOH (hOPMBI

CIICKTpa KIIMHWYCCKUX CUMIITOMOB

188

Huana3zon xona 3aboneBanus 400000 — 499999 B 6aze nannpix OMIM cooTBeTcTBYET

3a00/I€eBaHUSIM

Y -ClleIUIEHHBIM

X-ClLEJIEHHBIM

MHUTOXOH/IPpHUAJIbHBIM

ayTOCOMHBIM

189

Huamazon xona 3aboneBarus 500000 — 599999 B 6aze nanHapix OMIM cOOTBETCTBYET

3a00/I€eBaHUSIM

MHUTOXOHJIPpHUAJIbHBIM

Y -cLieIIIEHHBIM

X-ClLEMIEHHBIM

ayTOCOMHBIM

190

Juanazon xona 3aboneBanus 600000 — 699999 B 6a3e nanupix OMIM cooTBeTcTBYET

3a00JIEBaAHUSIM

ayTOCOMHBIM

MHUTOXOHAPpHUAIbHBIM

Y -cLeIUIEHHBIM

X-ClLEIJIEHHBIM

191

I/IHTeraTOpOM 0as3 JaHHBIX MYTaI_II/Iﬁ SABJIACTCA UHTCPHCT-PECYPC

UCSC Genome Browser

HGMD

160




OMIM

LOVD

192

PC(prGHCHI:Iﬁ TCHOM 4YCJIOBCKA NNPCACTABIISACT coboit 6a3y JaHHBIX HOCJIeI[OBaTGJ]LHOCTeP'I
HYKJICMHOBBIX KUCJIOT, ABJIAIOLIYHOCAH

penpe3eHTaTUBHBIM IPUMEPOM T€HOMa BHa

COBOKYINNHOCTBIO T€CHOMOB BCEX TOAeH Ha TJIaHeTe Semis

renoMa Kpeiira Benrepa.

renoma Openeprka Crnrepa.

193

Bbasza nauaeix dbSNP

conepxuT nHGopMaImio o Bapuantax SNP u indel

COACPIKUT TOJILKO PIH(l)OpMaIII/IIO O KJIMHWYCCKH 3HAYMMbIX BapUaHTaXx

ABJIACTCS COBOKYITHOCTBIO 6a3 JAaHHBIX, COACPKAINX JIOKYC-CHGHI/I(I)I/I‘IHBIC BAapHAHThI

ABJIACTCA aHHOTUPOBAHHBIM C60pHI/IKOM BCEX O6IHCI[OCTYHHLIX HOCJ'ICI[OBaTeJ'H;HOCTefI IIHK

194

Basza mauaeix ClinVar

COJICPIKUT MH(OPMAIIUIO O KIIMHHUYECKU 3HAYMMBIX BapHaHTaX

coJiepkuT nH(MopMaIuio o ro0kIx Baprantax SNP u indel

SIBJISICTCS. COBOKYITHOCTBIO 0a3 TaHHBIX, CONEPXKALIUX JIOKYC-ceM()UIHbIE BAPUAHTEI

COJIEPKUT HH(POPMAIIHIO O TTOCIEAOBATENFHOCTAX 1 pabodnX MPoeKTax cOOPOK s OONIBIION
KOJIJICKIIMY TEHOMOB

195

basa manneix LOVD 3.0

SIBJISICTCS. COBOKYITHOCTBIO 0a3 TaHHBIX, CONEPXKALIUX JIOKYC-ceM()UIHbIE BAPUAHTEI

coJiepkuT nH(opMaruio o roo0bix Baprantax SNP u indel

COACPIKUT I/IH(bOpMaHI/IIO TOJIbKO O KIIMHUYCCKHN 3HAYMMBIX BapHUaHTax

SIBJIICTCS] aHHOTHPOBAHHBIM COOPHUKOM BCEX OOIIEAOCTYIMHBIX nocienoparenbHocTei JHK

196

Bbaza manasix HGMD

COACPIKUT I/IH(I)OpMaLII/IIO O KJIIMHUYCCKHU 3HAYMMBIX BapUAHTAX

cofiepskuT MH(MOPMAIHIO 0 IF00BIX BapuanTax SNP u indel

SIBIISIETCSI COBOKYITHOCTBIO 0a3 JIAHHBIX, COJIEPKAIIHX JIOKYC-ClielIn()UIHbIe BAPUAHTEHI

SIBIISIETCS LICHTPAIM30BAaHHOM TU1ATGOPMOIL U1l BU3yanbHOTO N300paKEeHUsS! CTPYKTYPBI IOMEHOB,
MOCT-TPAHCIALMOHHBIX MOIMU(HUKALUN U CETEBBIX B3aMMOJICHCTBUI

197

baza nannasix ENSEMBL conepixut nungopmaiiuio o

ICHOMax MO3BOHOYHBIX U APYT'UX 3YKApHUOT

IIOCIACAOBATCIIbHOCTAX U pa6qux IMPOCKTAX C60pOK JUJIA OOJIBIIION KOJUICKIIMHM TCHOMOB

MCTHWJIbHBIX KapTax

MOCT-TPAHCIAIMOHHBIX MO,Z[I/I(l]I/IKaIlI/IHX

198

bazoit JaHHBbIX, OTBC‘iaIOH.[efI 3a YTBCPIKJACHUC YHUKAJIBbHBIX CUMBOJIOB U Ha3BaHHM AJIs JIOKYCOB
TCHOMA 4Y€JIOBCKA, B TOM 4YHCJIC 66HOK-K0,Z[pr10H_II/IX T'CHOB, nCrna rcHoB U IICEBAOICHOB,
ABJISACTCA

HGNC (HUGO Gene Nomenclature Committee)

HuGE Navigator

Genbank

Structural Classification of Proteins (SCOP)

199

HNudopmanuto o knaccudukaum 6eIKOBbIX CTPYKTYPHBIX JOMEHOB, OCHOBAHHYIO Ha CXOJICTBE
UX CTPYKTYP M @aMHUHOKHUCJIOTHBIX MTOCJIEJOBATEILHOCTEH, COIEPKUT 06a3a JaHHBIX

Structural Classification of Proteins (SCOP)

bank nannbix Oenka Protein Data Bank (PDB)

Genbank
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Human Protein Reference Database (HPRD)

200

ba3oit maHHBIX, comepxkaliel HH(OOPMAITHIO O BApHAHTAX XPOMOCOMHOTO THcOatanca u
(eHoTHIIA YETOBEKA, SABISACTCS

DECIPHER

Genbank

ENSEMBL

OMIM

201

Knuanyeckumu noxka3zaHusMu IJI IPOBEACHHN A XPOMOCOMHOI'O aHAJIM3a SABJISAIOTCS

YMCTBECHHAs OTCTaJIOCTh

HapyIICHUs Pa3BUTHS

BPOXICHHBIC TOPOKH pa3BUTHUA

XPOHHUYCCKHEC BOCTTAJIMTCIILHBIC 3a00J1eBaHus

202

KinnamdeckuMy moka3aHusIMHE IS MPECHATAJIBHOI'O KapUOTHUITMPOBAHUSA TJ104a ABJIAIOTCS

XPOMOCOMHBIE TIEPECTPOUKH, XPOMOCOMHBIH MO3AHUIIH3M TN aHEYTUTOU NS TI0 TIOJIOBEIM
XpOMOCOMaM y pOAUTENE

TMICPTOHNYCCKAsA 00JIe3Hb Y POACTBCHHUKOB

BBIABJICHHBIC ITPU YJIBTPA3BYKOBOM MCCJICIOBAHUHN aHOMAaJIMU IJIoJa

Hajn4due nuabera y OTHOTO U3 POJUTENEH HaInIne

203

[Tokazanuem 11 MpoBeIEHNS MOJIEKYJIsIpHO-ITUTOreHeTndeckon auarnoctuku (FISH-meto)
SIBIISIETCS

HaJINYUC MYKOBUCIN103a B CEMBE

HaJIM4KMe CBEPXUHCICHHON MapKEPHOH XPOMOCOMBI

BO3pacT MaTepu 10 35 jeT

[OJI03PEHHUE Ha MO3AUIIU3M I10 OIPEIEIEHHOMY XPOMOCOMHOMY CUHAPOMY

204

K CTpyKTypHBIM XpOMOCOMHBIM NEPECTPOHKAM OTHOCSATCS

PEIUIIPOKHAS TPAHCIIOKAITHS

JIeaeIus

HN30XpOMOCOMa

TPUIUIOUANS

205

dopMyra KapruoOTHIIA, COOTBETCTBYIOMIAsE CHHApoMY JlayHa, MOKeT OBbITh 3anrcaHa Kak

47 XXY

46,XY,der(14;21)

47,XX,+13

47,XX,+21

206

JIis uaeHTH(UKAIUE XPOMOCOM HCIIONIBb3YIOTCS IPU3HAKH

BCJIMYMHA XpOMOCOM

PACIIOJIOKCHUC HCHTPOMCPBI

HaJIM4Hue Honepequﬁ HNCYCPUCHHOCTHU XPOMOCOM IIPpH OKpallnBaHHUN

HaJIM4Me CTPYKTYPHOU NEPECTPONKH

PACIIOJIONKCHUEC TCIIOMEPDI

207

K yncmoBsim XPOMOCOMHBIM aHOMAJIHAM OTHOCATCA

TPUITIIOU U

JIeTeIns

MOHOCOMMUA

HWHCCPLUA

HCPCHUIIPOKHAA TPAHCJIOKaAIUA
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208

Jnist KyapTUBUPOBaHHUs JIMMGOLIUTOB nepudepudeckoil KpoBH HEOOXOAMMBI

cpena RPMI-1640

(huTOTEMarTIIFOTHHIH

CBIBOPOTKa KpOBH

TICTICUH

209

XUMHYECKHIE BCUICCTBA, OCTaHABJIMBAIOMICC ACICHUC KIICTOK Ha CTaauN MeTaCbaSBI Ha3bIBAIOTCs

KOJILIEMHU]

KaHaMUIIH

KOJIXUIIUH

HaTpus OuCcynbpuT

210

XpOMOCOMHBIN Ha0Op XapaKTepHEIH mi1s cuaapoMa KiaitHdenpTepa MOKeT OBITH 3amucad Kak

47 XXY

46,XY/47 XXY

48 XXXY

45X

47 XYY

211

Jns mony4yeHus npenapatoB XpOMOCOM B KIIMHUYECKON MPAKTHKE UCTIONb3YIOT METOABI

00OpaTHBIH

npsMOit

TPaJIULIMOHHBIN

HENpsAMOU

212

K metomam nuddepeHunansHOro OKpamuBaHus XpOMOCOM, BBISIBIISIOLINM HOIEPEUHYIO
HCYEPUYCHHOCTD, CIICITU(DUIHYIO ISl KAXKJOH XPOMOCOMBI, OTHOCSITCS

G-okpainvBaHue

C-okpammBaHue

R-okpammBanue

SAOP-okpamnBanue

T-okpamrBanue

213

3aKIodeHue OUTOICHETHYCCKOI'O NCCIACAOBAHUA JOJIXKHO BKIIIOYATh

JAaHHBIC O MMAIUCHTC

IIPUYINHY HAIIpABJICHHUS HA NUCCJICJOBAHNC

(dhopMyITy KapHOTHIIa, 3aMUCaHHy0 B cootBeTcTBHU ¢ ISCN

Ha3BaHUE UCCIIEAOBAHHON TKAaHU

CBCACHHUA O pOACTBCHHHUKAX

214

KOHCTHTYTHBHBIN reTepoXpoMaTHH PacloiIOkKeH Ha

JJIAHHOM IICYEC XPOMOCOMBI Y

KOPOTKHUX IJI€YaX aKpOUECHTPUUCCKUX XPOMOCOM

JUTMHHOM I1JIE4€ XPOMOCOMEI 16

JJIMHHOM IJICYC XPOMOCOMBI 6

215

B JIHK-gnarnocTrke HaclieJICTBEHHBIX 3a00IeBaHII MOYKHO MCIIOIH30BaTh

TILIP

TIJIPD

OJIOTTUHT-THOPUIN3ALIUS

JIBYMEpPHbIH 3J1eKTpodhopes

IIPOTOYHAA MUTOMECTPUA

216

Jns quarnocTuku HacleacTBeHHEIX 3a0oneBannii JJHK M0KHO BBIIETNTH U3

muM@onuToB nepudepruvecKoi KpoBU
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TKAHEBBLIX OMOIITATOB

BOJIOCAHBIX JTYKOBHIT

I1J1a3MbI KPOBHU

CBIBOPOTKHU KPOBHU

217

Jns Beinenenns JJHK u3 kieTok He00X01uMO

JU3APOBATH SApa

Pa3pyLIUTh KJICTOUHYIO CTEHKY

ounctuth JJHK oT acconumupoBaHHbBIX OENKOB

OKpAaCHUTh s/ipa BUTAJIbHBIM KPACUTCIICM

(huKCcupoBaTh sIpa

218

B npouiecce TP BeiaenstoT ctaauu

nenatypanus JHK

OTKUT IIpaiiMepoB

SJIOHTALUS LIETTN

rudpuan3anus

pectpuxius JHK

219

Crerupuunocts [11P 3aBucut or:

KOHIIEHTpaluu HOHOB Mg

TEMIIepaTyphl OTXKHIa IPaiMepoB

cnenn(pUIHOCTH TpaiMepoB

BPCMCHHU 3JIOHT'allN

KOJIMYCCTBA ITUKJIOB

220

Jns noareepknaromieid JHK-a1arHoCTHKY W3BECTHBIX MyTallMi UCHOJIB3YIOT METObI

TLP-I1/IPD

ayensenenuduueckas [P

CCKBCHHPOBAHHNC

[P B peanbHOM BpeMEHU

MHUKPOUYHTIOBYIO TEXHOJIOTHIO

221

JIHH ITIOMCKa HCU3BCCTHBIX MYTaHI/Iﬁ B I'CHC UCIOJIB3YIOT

[P B peanbHOM BpeMEHU

CCKBCHHPOBAHHUC

TILP-II/IPD

METOJ OJIHOHUTEBOTO KOHPOPMAIIMOHHOTO MOoTUMOpdr3Ma

MHKPOYUIIOBYIO TCXHOJIOTUIO

222

I[J'IH IMPOBCACHUSA pCAKINUN CCKBCHUPOBAHUS H606XOZ[I/IMO

ciennpUIecKuil mpaimep

nojmMepasa

CIICHUAJIbHBIC HYKJICOTUAbBI, TCPMHUHHUPYIOIINEC NOJUMCPHU3alUI0

pecTpUKTa3a

nporennasza K

223

JIHK-gnarnoctrka HacaeACTBEHHBIX O0sIe3Hel ObIBaeT

npaMasi

HCIpsAMas

KOCBCHHas

obpaTtHas

MO3UIMOHHAA

224

K metogam npsimoit IHK-anarHocTuku OTHOCUTCS
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amnenscneruduuaeckas [P

TILP-TIJIPD

cekBeHupoBanue JIHK

MHUKPOYUIIOBAA TEXHOJIOTUA

225

Ecau y r[p06aHI[a HU3BECTHA MyTaluA, IpUBOAAIIAsd K HACJICACTBCHHOMY 3360H6B3HI/IIO, JJIs
onpeacJaCHus rCHOTUIIA Y POACTBEHHUKOB ITPUMEHAIOT

CEKBCHHPOBaHME DK30HA ¢ MyTareld metosiom CeHrepa

CHCIIIICHUC HOJ'II/IMOI)(I)HI)IX MapKCpoOB C MAaTOJIOTMYCCKUM aJIJICJICM

meton [TIIP-TTAP®

CEKBCHUPOBAHUEC MYTAHTHOI'O '¢Ha METOJAOM CeHrepa

226

I[J'I}l OCYIICCTBJICHUA I[HK-I[H&FHOCTI/IKI/I MUKPOACJICHHUMOHHBIX CUHAPOMOB HMCITIOJIB3YIOT

rudpuau3anys in situ

aenscnenuduyeckas [P

aHaJIM3 MUKPOCATEIUIMTHOIO NOJIMMOphu3Ma

TILP-TIJIPD

CEKBEHHPOBaHNE

227

MeTtonamu 1abopaTOpHON AMATHOCTUKY HEOOXOAUMBIMHA JIs1 UCKITFOUCHHUS HapyIIeH!H oOMeHa
OpPTaHUYECKUX KHACIOT SBISIFOTCS

ra3oBasi xpomarorpadus

TOHKOCJIOWHAs1 XpoMmarorpadus

TaHACMHAAd MAaCC-CIICKTPOMETPUA

oIpeiesIcHHE aKTUBHOCTH (PEPMEHTOB B 3PUTPOLIMTAX

228

AKTHUBHOCTb JJH30COMHBIX ()€PMEHTOB BO3MOYKHO U3MEPHTH B

JIEUKOIIUTAaX

BOPCHHAX XOpPHOHA

KJIE€TKaX aMHUOTHYECKOMN KHUIKOCTHU

IJ1a3M€ KpOBH

renmaTonmurax

229

[Tpu myxonmunmmose Tum 1I/111 akTHBHOCTH TM30COMHBIX (hepMEHTOB

CHMKXACTCA B HeﬁKOL{HTaX

IIOBBIIIACTCS B HCfIKOHHTaX

ITOBBIIIACTCA B IJIa3MC KPOBHU

CHMYKACTCS B I1JIa3ME KPOBU

230

JInzocomubie 00IE3HU HAKOIIJICHHUS CBSA3AHBI C

HAapyImeHUEM aKTUBHOCTHU JIM30COMHBIX T'MAPO0JIa3

HapyILICHUEM TpaHCIOPTa (DEPMEHTORB B JIN30COMBI

HapyLEHUSIMH TPAHCIOPTa CyOCTPATOB B JIN30COMBI

JenenusiMu MmutoxoHapuanbHon JHK

HapymeHueM ouoreHesa IMUPOKCHUCOM

Opraamu3anus MEAUKO-TEHETHIECKOH ITOMOIIIA HACETICHUIO. ITHICCKHE BOIIPOCHI TEHETUKH TTPH
JTMarHOCTHKE, KOHCYJIbTUPOBAHUHN M CKPUHUHTE

HCHHOCTB YeJIOBCUYCCKOM )KU3HU B 6HOMe£[HI.[HHCKOI>i 9THUKC OIIPCACIIACTCS

YHUKaAJIbHOCTHIO 1 HCITOBTOPHUMOCTBIO JIMYHOCTHU

TICUXUIECKOHN M (PI3UIECKON MOITHOIICHHOCTRIO

paCOBOﬁ u HaI.[HOHaJ'IBHOﬁ MPUHAIJIC)KHOCTBIO

q)HHaHCOBOﬁ COCTOATCIBbHOCTBIO

OCHOBHBIM NPUHIMIIOM COBPEMEHHOM MOJEH MPO(heCCHOHATHHON MOPaITd — OMOATHUKH -
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ABJIACTCA MMPUHIHNI IPUOPUTETA

IIpaB 1 YBAXXCHUA NJOCTOMHCTBA IMallMCHTA

HMHTEPECOB HAYKU

WHTEPECOB 00IIecTBa

HUHTCPECOB IrocyapCTBa

«Konpenrus o npasax denoBeka u omomenuae» (1997 r.) Ilpn ucmob30BaHNM TOCTIKCHHMA
OHMOJIOTUH Y MEJIUIIMHBI O0BSBISIET MPUOPUTETHRIMHA MHTEPECHI U OJIATONONTyYHe

YCJIO0BCKa

ob1ecTBa

TPYJAOCIIOCOOHOTO HACETICHHS

HAyK{ M HAy4HOTO IIporpecca

VBaxkeHHEe 4aCTHOM *KU3HHU YEJIOBEKA CO CTOPOHBI Bpayda Mnpeamnojaaract I/IH(I)OpMI/IpOBaHI/Ie 0 €ro
COCTOSITHUHN 300POBbS

TOJIBKO CaMOT'O ITalfTMCHTAa

ero paboTtonaTeneit

€ro KpOBHBIX POJICTBEHHHKOB I10 MX Mpoch0e

€ro CYIpyroB IO UX Mpockoe

Makcuma «perieHne manueHTa — 3aKOH JUIs Bpada» HPaBCTBEHHO OIpaBJaHa B TOM CiIydae,
€CJIM 9TO peIICHUE

MOTHUBHUPOBAHO I/IH(I)OpMI/IpOBaHHI)IM COTJIACHMEM U HC YT'POKACT APYTHUM YCITOBCUCCKHUM KHU3HAM

HE MMPOTHUBOPEYHT T'OCYIAPCTBEHHOHN HACOJIOTHH

BIIMCHIBAETCS B HOPMBI IOBEACHUS], IPOBO3IJIAIIAEMbBIE CPEICTBAMU MAaCCOBOM MH(POPMALINH

MPEANoNaraeT JOCTORHYIO OIUIaTy MEIUIIMHCKON yCIyTu

Mojens nHGOPMHPOBAHHOTO COTIIACHS] MPEyCMATPHBAET

paBHOIpaBHe Bpaya U OOJILHOTO B BONPOCax 00CIeA0BaHMS U JICUCHHS

IIPpUHATUC OOJIBHBIM peHICHU HA OCHOBAHUH COBETOB POACTBCHHUKOB

MHEHHE OOJILHOTO YUHUTBHIBAETCS, HO Bpad OCTAETCs TIIaBHOW QUTypoi B 00ciej0BaHIH U
JIEYEHUH

MHEHUE OOJIBHOTO B BOIIPOCAX OGCJ’IeZ[OBaHI/ISI 1 JICUCHUS HC YUYHUTHIBACTCA

BMmemarenscTBO B C(bepy 340POBbLSA YCJIOBEKA MOKCT OCYIICCTBIIATHCS HA OCHOBAHUHN

CBOOOJIHOT0, OCO3HAHHOTO U HH(POPMHUPOBAHHOI'O COTJIACHS MMAlMEHTA

PEAKOCTHU KapTUHBI 3a00JI€BaHUS U €r0 MMO3HABATEILHOM IOCHHOCTHU

Tpe60BaHI/I$I POACTBECHHHMKOB IMAITMCHTA

HN3BJICUCHUA (I)PIHaHCOBOfI BBIT'OJIbI

Peanuzamust 3THYECKOTO MIPUHIIAITA COOJTIOICHHS] aBTOHOMUH JINYHOCTH B METUIIMHCKOU TEHETHKE
MIpeIoiaraeT Npy pelieHnH TeHETHIECKHX MpooiieM obecrieueHne

cB00O/IBI BHIOOpA MaIeHTa

MIPUOPHUTETA MHTEPECOB HAYKH

MIPHOPHUTETA HHTEPECOB OOIIECTBA

[Ipropurera HHTEPECOB TOCYAApCTBA

Peanu3anust 5STHYECKOro MPHUHITUIA HE MPUYMHEHHS BPe/ia B MEIUIIUHCKOM TCHETHKE
IpeInosaraeT

npeaynpexIeHre JUCKPUMUHALINY WA TIPEANIOYTEHHH, OCHOBAHHBIX Ha TEHETUYECKOM
nHpOpMaLTUH

KOMIICTCHTHOC BJIMAHUC Bpadyad HA pCHICHUC U BLI60p IMalfMCHTOB

nH(OPMHUPOBAHHE KPOBHBIX POJICTBEHHUKOB MALMEHTA O PUCKE HACJIEJACTBEHHOTO 3a00JIeBaHuUs
0e3 ero coracus

rnepeaadya BpaiomMm TeHETUYCCKON I/IH(i)OpMaLII/II/I nanueHTa CTanOBOﬁ KOMIIaHHUH
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10

OcymecTBiIeHNe KOHTPOJISA Ka4eCTBA ACSITSIIEHOCTH MEIUKO-TEHETHICCKON CITy>KOBI, BKITFOTAs
J1abopaTOPHBIE TEHETHICCKUE UCCIICIOBAHNS, HEOOXOIMMO IS Peali3aIiiy 3THIECKOTO
MIPUHIIATIA

HC NPpUYMHCHUSA BpCaa

ABTOHOMMH JINMYHOCTH

OyaronestHus

CIIPaBCAJIMBOCTH

11

I'enetnueckoe TCCTUPOBAHUEC TPOBOAUTCA IJIA

MOATBEPKACHUA KIMHUYCCKOI'O JUardHo3a HaCJI€ACTBCHHOI'O 3a00JIeBaHUS

BBISIBJICHHS JIML C IOBBIIICHHBIMU UHTEJIJIEKTYaIbHBIMU CIIOCOOHOCTSIMU IS CO3aHUSI UM
ONaronpHUATHBIX YCIOBUH KU3HH

CO3JaHus «3J0pOBOroy 06HICCTB3 MYyTEM UCKYCCTBCHHOI'O 0T6opa

CHMI)XCHUA 4aCTOTBHI MYTaHI/Iﬁ B IOITYJISINU A

12

K OCHOBHBIM STHYECKHM MNpUuHOUIIaAM FCHETUYCCKOTro TCCTUPOBAHUA OTHOCUTCA

IIpaBo MNalKMCHTa Ha COXPAHCHUC KOH(bI/II[eHHI/IaHBHOCTI/I

MPaBo Bpayda cOOOIIUTh TeHETHYECKYIO HH(OpMAIIHIO KPOBHBIM POJICTBEHHUKAM MAIMEHTA

IPaBo Bpaya COOOIIUTh TeHETHYECKYI0 HH)OPMALKIO CYNPYTy HalueHTa

IIPaBO Bpaya COOOIIUTh T'€HETUYECKYI0 MH(OPMALIUIO CTPAXOBOM KOMIIAHUH

13

I'enetnueckoe TCCTUPOBAHNUEC OCYHICCTBJIACTCSA HAa OCHOBAHNHU

CBOOOTHOT0, OCO3HAHHOTO M MH()OPMHUPOBAHHOTO COTJIACHSI MAIMCHTA

peLIeHUsI JIeYallIero Bpaya

peleHus Bpaya-TeHeTHKa

0 MPOCh0E POJCTBEHHUKOB MAlMEHTA

14

BepubIM yTBepKAeHUEM O peain3aluy MPUHIUIA aBTOHOMHH JTUYHOCTH IPU NIPOBEACHUH
TeHETHUYECKOT'0 TECTUPOBAHMUSI SIBJISIETCSI CAeyIolIee

TCHETUYCCKOMY TECTUPOBAHUIO JOJDKHO NPECANICCTBOBATH I/IH(bOpMI/IpOBaHI/Ie manmyueHTa O HeJIAx,
BO3MOXKHBIX pE3yJjibTaTaX U O BI)IGOpe, KOTOpBIfI MOXCET CcACIaTh MAITUCHT

TCHETUYCCKOC TCCTUPOBAHUE BBINOJIHACTCA 110 HA3HAYCHUIO JICHAIICTO Bpada 0e3
I/IH(i)OpMI/IPOBaHI/IH nanreHTa O €ro Heisx

TEHETUYECKOE TECTUPOBAHKE MMAIIMEHTA MOXKET OBITh OCYIIIECTBJICHO IO 3aIIPOCy €0
POJCTBEHHUKOB

TCHCTUYCCKOC TCCTUPOBAHNC MMAIIUCHTA MOXKET OBITh OCYIICCTBJICHO I1I0 3aIIpoCy CTanOBOfI
KOMIIaHNH

15

I'enetnueckoe TCCTUPOBAHUC aeTeﬁ 1 IMOJAPOCTKOB OCYHICCTBJIACTCA HA OCHOBAHUU

KJIMHHYECKOM II0JIC3HOCTH TeCTa JUIS peGeHKa

IMOJIC3HOCTU TCCTA JJIsI KPOBHBIX POACTBCHHUKOB pe6eHKa

JKeJIaHUS pOJuTENEN

OIJIATBI TECTA POAUTECIIAMU

16

I'eneTnueckoe TCCTUPOBAHUC ).'[eTeﬁ U MMOAPOCTKOB Ha HACJICACTBCHHBIC 3a00J1eBaHUS C O3 JTHHUM
HadaJIOM, HC MMCHOIIUC 3(1)(1)6KTI/IBHBIX CII0C000B JICUCHUA, pPCKOMCHAYCTCA

OTJIOXKHUTH 10 JOCTHKXCHHUSA peGeHKOM COBCPIICHHOJICTUSA

MIPOBECTH 10 TTPOCHOE POIUTENICH

IMPOBCCTH, €CJIN POAUTCIIN OIUIATAT TCCTUPOBAHHNC

HC NIPOBOAWTH

17

[IpenarajgpHast TUArHOCTHKA HACJICACTBEHHBIX OOJIC3HEH BBIMOIHSIETCS C IEIbI0

MoJTy4eHus] HH(pOpMaliy POAUTEISIME U BpadyaMH O COCTOSIHUH 30POBbS III0AA

NpCaAOTBPAIICHUA POXICHUA pe6eHKa C TSDKEJI0i HaCJ'IeZ[CTBeHHOﬁ MaToJIOTHEH
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B5160pa POAUTCIIAMMU T10J1a TIJIOAA

CHIKEHHS KOJMYeCcTBa OOJIBHBIX B MONyJIsINUU

18

OcHoBHas dTHYECKAS r[p06neMa HpeHaTaJIBHOﬁ JUAarHOCTHKHU O6yCJ'IOBJ'IeHa

a60pTOM IUIOJIOB C HACIICACTBCHHOM MATOJIOTUECH 1 BPOXKJACHHBIMUY ITOPOKAMH pPAa3BUTUSA

PUCKOM MPCPLIBAHUS 6epCMeHHOCTI/I IIpU NPOBCACHNUN WHBA3UBHOM npoucayphl

MIPUHYKIEHUEM POJIUTENEH K IPUHATHIO PEIISHNS B COOTBETCTBUH C TOCIIOICTBYIOIIEH
HIE0JI0THEN

MPUHYXACHUEM POAUTENCH K MPUHATHIO PELICHUS B COOTBETCTBUH C HOpMaMHt, JOPMUPYEMBIMU
CpeAcTBaMH MaccoBor MH(opmarmu

19

Ecnu 6ynymwe poauTenu, UMEIOIIHE BEICOKAN PUCK HACIEACTBEHHOTO 3a001eBaHns y peOeHKa,
3asIBJIAIOT 00 OTKa3e OT MpephIBaHMs OEPEMEHHOCTH, TO MPEHATaIbHAs TUATHOCTUKA B TAKOM
ceMbe

JOJDKHA OBITH ITPOBE/ICHA W3-3a HATMYMSI MEAUIMHCKUX [T0OKa3aHUH BHE 3aBUCIMOCTH OT
OTHOUICHHUS] CEMBH K ITPEPHIBAaHHI0 OEPEMEHHOCTH

MOJKET OBITh IMPOBCJACHA, €CJIM POAUTCIIN €€ OIJIaTAIAT

HC JOJDKHA MPOBOAUTHCA M3-3d HCPALUMOHAIBHOT'O MCIIOJIB30BAHUSA CPECACTB 3APaBOOXPaHCHHUA

HE JIOJDKHA MPOBOAMTHCA, TaK KaK OOIBHON peOCHOK BCe paBHO OYyJIET POXKICH

20

HpeHaTaﬂbHaH JHUAarHOoCTHKa HaCJICICTBCHHBIX 3a00J1€BaHHI 110 MCIUIIMHCKUM ITOKa3aHHAIM
OCYIICCTBJIACTCA HA OCHOBAHUMN

CBOOOTHOT0, OCO3HAHHOTO ¥ HH()OPMUPOBAHHOTO COTTIACHSI POUTENEH

00pEeMEHHUTENBHOCTH COJIepKaHus OOIBFHOTO IS 00IIecTBa

JKEJIaHUS pOAUTENIEN TPOUTH NpOoLEypY BHE 3aBUCUMOCTH OT HAJTWYMS MEIUIMHCKUAX MTOKa3aHUN

OILIATHI POAUTEISIMUA 3TOU YCIIYTH

21

OcHoBHast aTHYECKast NpoOieMa MPEUMILIAHTAMOHHON TNarHOCTUKH MOHOTEHHBIX 00JIe3HEeH
o0ycnoBieHa

paspylnieHHeM «HU30bITOYHBIX)» IMOPUOHOB

PUCKOM [JIA 3OPOBBA XXCHIIVHBI IPH MPOLCAYPEC SKCTPAKOPIIOPAJIBLHOI'O OIJIOAOTBOPCHHUA

H606XO,I[I/IMOCTLI-O WHBa3UBHOM nonTBepmna}omeﬁ HpeHaTaJ'H:HOﬁ JNAarHOCTUKHU

MIPUHYKIEHUEM POJIUTENEH K IPUHSATHIO PEIICHUS O BEIOOpE YMOPHOHOB B COOTBETCTBHUH C
rOCIOJICTBYIOLIEN HUJIE0JIOTHEN

22

HpI/I MIpOBEACHUH BTOPOI'O YPOBH MaCCOBOI'O 06CJ'I6,Z[0BaHI/I$I 6ep6MeHHBIX B MCIUKO-
TeHETUYECKOMN KOHCYJIbTAllU ITPOBOAUTCS

JIMarHOCTHKA KOHKPETHBIX (JOPM OPaXKESHHUS IO

aHaJIM3 OMOXMMHYECKUX MapKEPOB XPOMOCOMHBIX aHOMAJIMH Y TI0/1a

BBISABJICHUEC I'CTCPO3UTOTHBIX HOCHUTEICH MYTaHI/Iﬁ

IIPCPBIBAHUC 6epeM6HHOCTI/I ITPU BBISIBJICHWHU MATOJIOTUH T1JI0Aa

23

OcHoBaHUEM 715 TPOBEIEHUS] MHBA3UBHOM MPEHATATbHOM JUArHOCTUKU Y KEHIIUH U3 TPYIIIBI
pHUCKA I10 XpPOMOCOMHBIM aHOMAJIUSIM Y IIJI0J1a SIBJISIETCS

J0OPOBOJILHOE NH(OPMUPOBAHHOE COTJIACHE JKEHIITHHBI

HaIpaBJICHUC Bpadya-r¢cHCTUKA

PEIICHUC MTPEHATAJIBHOTO KOHCHUJIMYMa

paCIIOPSDKEHNE TEPPUTOPHATHLHBIX OPTaHOB 3APABOOXPAaHEHUS

24

B 3amaun nuToreHeTHYeCcKoi 1a00paATOPUH PETMOHATLHON MEIMKO-TEHETHISCKON KOHCYIbTAI[H
BXOJUT

HPOBEJICHUE IIUTOrCHETUYECKOT0 00CIIeJOBaHMs CeMei U OOJIBHBIX C MOJI03PEHUEM Ha
XPOMOCOMHYIO HATOJIOTHIO

YTOUHCHUC NWAarHo3a HaCJICACTBCHHOTI'O 3a00JeBaHusT 0OMEHA BCIICCTB

00BSICHEHNUE PE3YyJIbTATOB 06CJ'I€,Z[OBaHI/I$I KOHCYJIbTUPYIOIIUMCS B ,Z[OCTyHHOﬁ JJIL HUX (bopMe
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MpOBEICHIE aHaJi3a YPOBHEH CHIBOPOTOUYHBIX (PaKTOpOB prcka Oosieznu [layHa y GepeMeHHBIX
KEHIIUH

25

[Ipu npoBeneHnn MaccoBOro o0cIeA0BaHM OepeMEHHBIX )KEHIINH [T (POPMHUPOBAHHS TPYIIT
pHCKa [0 BPOXKICHHBIM OPOKaM Pa3BUTHSI M XPOMOCOMHBIM 0OJIE3HAM TePPUTOpUATbHAS
MEIMKO-TeHeTHIeCKast CIy»0a B3aMMOIEHCTBYET C TEPPUTOPHAITBHOM CITy)00H

AKYHIEPCKO -TUHEKOJIOTHICCKOM

HC,E[I/IanI/I‘IeCKOﬁ

TepaneBTqucxoﬁ

XUPYPru4ecKon

26

OCHOBHBIM OTJIMYUTEIBHBIM IMPU3HAKOM HpO(beCCI/IOHa.]'H)HOI‘/'I OTHUKU Bpaya ABJISICTCA

OCO3HAHHBIN BI)I60p MOPAJIbHBIX TPUHIUIIOB Y IMMPaBUWJI TIOBEACHUA

MMPUOPUTCT MHTCPECOB MGHHHHHCKOﬁ HAYKM HaJJ MHTCPCCAMH KOHKPCTHOI'O OOJILHOTO

6ezycn013Ha51 HCO6XOI{I/IMOCTB IOAYUHATE JIMYHBIC MHTCPECHI KOPITOPATHUBHBIM

YT0JIOBHAsI OTBETCTBEHHOCTH 32 HECOOJII0JeHHE MPO(ECCHOHATIBHBIX 3THUECKUX HOPM

27

ITpu BIABICHUH HACIEACTBEHHOIO 3a00JI€BaHNUS Yy PA3BUBAIOLIETOCS IO CYAbOY 3TOrO II0/a
(mpomomkeHre OepeMeHHOCTH WIIH a0OpT) BIIpaBe peliaTh

ponuTenu Oyaymero peoeHKa

Bpaun-IrCHCTUKHN

MPEACTABUTENN PEIIUTHO3HBIX 00BETUHEHUI

BpadHr aKyHICPbI-TMHCKOJIOT'N

28

K 0CHOBHBIM 3THYECKUM NnpuHOUnaM MEANKO-TrCHETHICCKOI'0 KOHCYJIbTUPOBAaHUA OTHOCUTCS

YBAXCHUC MAllMCHTA U €0 CCMbHU

MIPUOPUTET MHTEPECOB OOIIECTBA HAJl MHTEPECAMHU NallMeHTa

KOMIICTCHTHOC BJIMAHUC Bpadya Ha pCHICHUEC U BI)I60p IanuCHTOB

nHGOPMHUPOBAHHUE KPOBHBIX POACTBEHHUKOB MAIMEHTA O PUCKE HACIEICTBEHHOTO 3a001eBaHus

29

HeI[HpeKTHBHBIﬁ XapaKTep MEAUKO-TCHETUYCCKOTO KOHCYJILTUPOBAHUSA NIPEAIOJIaract

MPeIOCTaBIICHHUE TTAIIMEHTaM TOYHOH, MOJTHOM U HeNpeAB3sToH nHQOopMaIuu

COO6H_ICHI/16 nmanyueHTaM TOJIBKO TOM I/IH(i)OpMaI_II/IH, KOTOpast HOATOJIKHET UX B K IIPAaBUJIBHOMY C
TOYKHU 3pCHUS Bpada pCUICHUIO

OCYIICCTBJICHNUEC BJIWAHNA BpadyOM HAa PCHICHUC U BI)I60p MalucHTOB

MPSIMYI0 PEKOMEHIAIHIO MAIIMEHTY MOCTYNUTh MPABUIILHBIM C TOUYKH 3PEHUs Bpada 00pa3oM

30

Peanmam/m 9TUYCCKOI'O IIPpUHIUIIA CO6J'IIO,Z[€HI/I$I ABTOHOMUH JIMYHOCTHU ITPU MEAUKO-
TCHETUYCCKOM KOHCYJILTHPOBAHNHU obecreynBaeTcs

HEJMPEKTUBHBIM XapaKTEPOM KOHCYJIbTUPOBAHHSI

33HII/ITOﬁ YaCTHOM KU3HU ManyveHTa OT BMCIIATCI/IBCTBA TPETHUX CTOPOH

BJIMSITHUCM, OKa3bIBACMBIM BpaiOM Ha PCHICHUC N BBI60p MalMCHTOB

YUE€TOM MHTCPCCOB 061].[60TBa

31

Peanmaunﬂ OTUYECCKOI'O IMMpUHIHNIIA HE MIPUYMHEHUA BpE€aa IMpU MEAUKO-TCHETUICCKOM
KOHCYJIbTUPOBAHWU NPCANOJIaract

3alUTy YaCTHOH YKU3HH NanyeHTa U CECMbU OT BMCIIATCI/ILCTBA TPCTHUX CTOPOH

WHPOPMHUPOBAHKE KPOBHBIX POJCTBEHHUKOB O HACJIEJCTBEHHOM 3a00JIeBaHWY Y MalieHTa 0e3
€ro CoIIacHsl

nepeaagy TCHETUYECKOMN I/IH(l)OpMaLII/II/I O MMaUCHTC CTanOBOﬁ KOMIIaHHUH

coo01eHne paboToaaTeN0 TMarHo3a naueHTa

32

[IpaBo Ha reHeTHHYECKYIO HH(POPMAIIHIO O MAIMEHTE UMEET

KPOBHBIN POJICTBEHHHUK, MMEIOIIMH PUCK PA3BUTHS HACIICICTBEHHOIO 3a00JICBaHUS WK
pokaeHHs OOTBHOTO peOeHKa
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CTpaxoBad KOMIIaHHWs, OCYHICCTBIIAIONIAA CTPAXOBAHUC 310POBLA

paboTonaTelnb

yapexIeHne 00pa3oBaHus

33

BepHbIM yTBepKIeHUEM O COOOIICHUN TeHETHYECKOI NH(OPMAITUU POJICTBEHHUKAM IallueHTa,
MMEIONTNM PUCK Pa3BUTHS HACIEACTBEHHOTO 3a00JIEBaHUS WITH POKICHIS OOFHOTO peOeHKa,
SIBIISIETCSI CIIEAYIOIIee

Bpayd JOJLDKCH I/IH(bOpMI/II)OBaTI) nanueHTa 0 €ro MOpajJibHOM JOJITC COO6HII/ITI) TCHECTUYCCKYIO
I/IH(bOpMaHI/IIO TAaKUM pOACTBCHHUKAM

Bpad JOJKEH COOOITUTh TeHETHIECKYI0 MH(OPMAITUIO TAKIM POJICTBEHHUKAM IaIlieHTa 0e3 ero
COTJIaCHs HE3aBHCHMO OT TOTO, IIPOCSAT JIM POJCTBEHHUKH 00 dTOM

Bpayd JOJLKCH COO6HH/ITB TCHETUYCCKYIO I/IHq)OpMaIII/IIO TaKUM POACTBCHHUKAM MAllUCHTA 0e3 ero
corjacus, €CJIM OHH 00 3TOM IOMpocCAIAT

Bpad He JIOJDKEH 00CYKJIaTh C MAI[IEHTOM 3TH BOIIPOCHI

34

Ecnu B cembe M1aHUpyeTCsl POKJICHHUE IETEM, TO Bpay JOJIKEH

WHPOPMHUPOBATH MAIIMEHTA O €r0 MOPAILHOM JIOJITE€ COOOIIUThH TeHETHUECKYI0 HH(OpMAaIHIO 0
cebe cympyry

00s13aTeIHHO COOOITUTH TeHETUIECKYI0 HH(OPMAIIHMIO O TTAIIMEHTE eTo CYNpyry 0e3 COTJIacus
nanyeHTa

COOOIIUTH FeHETUYECKYI0 HH(OPMAIIHIO O MAIEHTE €ro CYNpyry 06e3 ero coriaacus, TOJIbKO €CIH
CyTIpyT 00 5TOM CITPOCHUT

Bpad He JIOJDKEH 00CYKJIaTh C MAI[IEHTOM 3TH BOIIPOCHI

35

COO6IIICHI/IC ManreHTY PE3YJIbTATOB I'CHCTUUYCCKOI'0 TCCTA IIPU BBIABJICHUN Y HCTO MyTalluX UJIN
HaCJICACTBCHHOT'O 3a6OHeBaHI/IH, COIMPOBOXAAOIICCCSI MEAUKO-TCHCTUYCCKUM
KOHCYJIBTUPOBAHUEM, SABJISACTCA peanmauneﬁ 9THYCCKOI'O MpUHIXIIA

HE NPUYUHEHU Bpena

ABTOHOMUH JIMYHOCTHU

CIIPaBEJIMBOCTH

OJraronestHUS

36

Ecnu B mporiecce reHeTHYECKOro TeCTUPOBaHUs peOeHKa BBISIBIIEHO, UTO MY)K MaTepu peOcHKa He
SIBIISIETCSI €r0 OMOJIOTHYECKUM OTIIOM, Bpad JJOJKEH HHPOPMHUPOBAThH 00 3TOM HAXOJIKE

MaTh peOeHKa

ee Myxa

000HUX CYIIPYTOB OIHOBPEMEHHO

HE 00CYXAaTh C CEMbeH 3Ty HAXOJKY

37

be3 opopmienns nHGOPMHUPOBAHHOTO COTIIACHS IIPH YCIOBUH IIPEJOCTABICHNS HACEICHHUIO
peaBapUTEIbHON HHGOPMALIMK IPOBOJUTCS

00s13aTeIbHBIA CKPUHUHT HOBOPOXICHHBIX Ha HACJICJCTBCHHbIC 00JIE3HN 0OMEHA BEIIECTB

CEIICKTUBHBIM CKPpHMHHMHI' Ha HACJICACTBCHHBIC 0osre3uu oOMeHa BCHICCTB B I'pynrax pucka

CKpHUHHUHT 6€peMeHHBIX JKCHIIIMH B 1 TPUMECTPC

CKPHUHUHT JJIs1 BBISIBJICHHUSA IT'CTCPO3UTOTHBIX HOCHUTEICH MYTaLII/If/i

38

OCHOBHO¥1 11eJTbI0 00513aTETFHOT0 MacCOBOTO 00CIIEIOBAaHHST HOBOPOXKICHHBIX HA
HaCJICICTBEHHbIE OOJIC3HU SIBIISIETCS

PaHHsAAg JUAarHOCTUKa 3a00JIeBaHUs U JICUCHUE ,I[eTCﬁ

BBISIBJICHUC CYIIPYXKCCKUX IApP ¢ BBICOKUM PUCKOM POXIACHUS 0OJILHOTO pe6eHKa

BBISIBJICHUC FeTepO3I/IFOTHBIX HOCHTeHeﬁ MYTaHHﬁ, HpI/IBOHHHII/IX K HACJICACTBCHHBIM
3a00JI€eBaHUAM

HU3YUYCHHUC YaCTOThI HACIICACTBCHHBIX Ooue3Hel B MOMyJIAINN

39

ITpu npoBeneHny 00s3aTEIILHOTO MAaCCOBOTO 00CIIEIOBAHNS HOBOPOXKICHHBIX Ha
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HacJIeACTBEHHBIE 00JIE3HN HEOOXOAUMO 00ECIEUNTh

JOCTYITHOC M CBOCBPEMCHHOC JICYCHUEC IJIA BCCX BBISABJICHHBIX OOJIBHBIX

MIPEeHATAIBHYIO AHarHOCTUKY 3a00JIEBaHUS MPH CIEAYIOIIeH OepeMEeHHOCTH Y pOIUTENer
BBISIBJIEHHBIX OOJIBHBIX

BO3MOXKHOCTb IIPH CJICIYIOIIeH OEPEMEHHOCTH POJUTENSM BOCIIOIB30BaThCs mporpamMmmoit DKO ¢
MPEUMIUTAHTAlMOHHON JTUAarHOCTUKOM

BO3MOKHOCTB 00CJI€I0BATh HA TETEPO3UTOTHOE HOCUTEIBCTBO MYTAIMii POJICTBCHHHKOB
0O0JILHOIO

40

[Ipu mpoBeeHNE MacCOBOTO CKPUHUHTA JUTA BEISBICHUS T€TEPO3UTOTHBIX HOCUTEJIEH MyTallnH,
MIPUBOJUINKX K HACIIEICTBEHHBIM 3a00JI€BaHUSIM, HEOOXOIUMO TTOIYIHUTh

J0OPOBOJILHOE NH(OPMUPOBAHHOE COTIIACUE 00CIICYEMBIX

Pa3pCUICHUC TCPPUTOPHAILHBIX OPraHOB 3IPABOOXPAHCHUA

pacnopspkeHUe OpraHOB MECTHOTO CaMOYIPABIICHUS

pacnopsbKeHHE TEPPUTOPHATBHBIX OPTaHOB METUITMHCKOTO CTPAaXxOBaHHUS

41

K OCHOBHBIM 3THYECKUM IMpUuHOUIIaAM F'CHETUYCCKOT0 CKPUHMHI'a OTHOCUTCA

JOCTYITHOCTh METO/IOB JICUCHHS W/WITU MPOGUIIAKTHKH CKPHHUPYEMOTO 3a00JIeBaHuUs

MPEAOCTABJICHUEC I/IH(bOpMaI_II/IPI O BBISIBJICHHBIX IMAUCHTAX CTPAaxXOBbIM KOMITAHUAM

COKpalICHUEC Yucjia OOJIBHBIX B MOy JIAINA

OIPaBAAHHOCTb HNPHUHYXICHUA K 06CHCI[OB3HI/IIO O9KOHOMHWYCCKHMU HUJIKM COLIMAJIBHBIMU BBIT'OJaMU

42

DTanoM BTOPOTO YPOBHS MacCOBOTO 00CeI0BaHMU OEPEMEHHBIX B MEIUKO-TEHETUYCCKOM
KOHCYJIBTAIINX SBISETCS

MEAUKO-TeHETHUECKOE KOHCYIbTUPOBAHNE JKEHILUH U3 TPYIIIBI PUCKA 10 BHYTPUYTPOOHOI
NATOJIOTUU IIJI0AA

aHann3 OMOXMMHUYECKHX MapKEepPOB XPOMOCOMHBIX aHOMAIIMH Y MJI0Aa

BBIABJICHHUEC I'€TEPO3ZUTOTHBIX HOCHUTEIICH MYTaI_II/Iﬁ

npepbiBaHue OEpeMEHHOCTH IPH BBISIBIICHHH NATOJIOTHH U101

43

B 3a1a4n KOHCYJIBTATUBHOTO OT/ACNIEHUS PETHOHAIBHON MEINKO-TEHETUIECKON KOHCYIbTAIl!
BXOIUT

YTOYHCHHEC JUAarHo3a HaCJICACTBCHHOI'O 3a00JIeBaHUA U OLICHKA IMMPOrHo3a noToMCTBa B
HaCJICACTBCHHO-OTATOIICHHbBIX CEMbAX

[UTOTCHETHYECKOE 00CIIeI0BaHIe CeMeil U OOJIbHBIX C MO03PEHHEM Ha XPOMOCOMHYIO
MATOJIOTHIO

aHaJIM3 YPOBHEH CHIBOPOTOUHBIX (haKTOPOB pHCKa OOJIE3HH JlayHa Y O€peMEHHBIX JKEHIUH

MpeHaTaJibHad JUAarHOCTUKA BPOXKJACHHBIX U HACJICACTBCHHBIX 3a00J1eBaHU

44

OcHOBHO}#1 3a/1auell CKpHHHHTAa HOBOPOXK/ICHHBIX Ha (DEHIITKETOHYPHIO TSI MEJTUKO-
TEeHETHYECKOH KOHCYJIBTALUY SIBIAETCS

BBISIBJICHUE OOJIbHBIX ,I[eTeﬁ 1 OpraHu3anysd ux JICUCHUS

BBISAABJICHUEC I'CTCPO3UTOTHBIX HOCHUTEICH MyTaluu

CHIDKEHHE YKciia OONBHEIX B onyJIsinnuu

MNpCHAaTaJIbHAd JUArHOCTUKA 3a00JIeBaHUs B OTATOIIICHHBIX CCMbAX

45

B 3agaun nabopaTopuu MacCOBOT0 CKPUHHUHTA MEIUKO-TEHETHIECKOW KOHCYIHTAIINH BXOIUT

OpI‘aHI/ISaHI/ISI nu HpOBe)IeHI/Ie MaAaCCOBOI'O CKpI/IHI/IHFa HOBOpO)K]IeHHI)IX Ha HACJICACTBCHHBIC
0oJsie3Hu 0OMeHa

00BsCHEHNUE PE3YyJIbTATOB 06CJ'I€,Z[OBaHI/I$I KOHCYJIbTUPYIOIIUMCS B I[OCTyHHOﬁ JJIsI HUX (bopMe

MNOATBCPKACHUC NUArHo3a XpoOMOCOMHBIX OonesHei

MOJICKYJIAPHO-TCHETUYCCKOC MOATBEPKACHNUEC TUAarHo3a HaCJICACTBCHHOI'O 3a00JIeBaHUsA

46

MG,I[I/IKO-FCHCTI/I‘IGCKOG KOHCYJIbTUPOBAHUC ceMeH ¢ BpO)KZ[eHHOﬁ I/I(I/IJ'II/I) HaCJIe,E[CTBeHHOﬁ
IaToJIOTHEH BXOIUT B 3aga4u y‘lpe)KZ[GHI/Iﬁ
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MCIOHUKO-T' CHCTUYCCKOU CJ'Iy)K6I>I

TIeTUATPHUICCKON CITYIKOBI

aKyLIepCKO-THHEKOJIOTHUECKOH CIIyKOBbI

HeBpOJ’IOFH‘IeCKOﬁ CJ'Iy)K6I>I

47 | B MeIuKO-TeHETHYECKOW KOHCYJIBTALNHA MOYKET OCYILICCTBIISTHCS JICUCHNUE HACIICACTBCHHBIX
Oore3Heit
aTOTeHETHYECKOE
CHMITOMAaTHYECKOE
XHPYPTrUYECKOe
TeHHas Tepanus
48 | I'enHas Tepamnus JOJDKHA POBOIUTHCS IS
JICYCHUsI 3a00JICBaHUI
«UCTIPABJICHUS» MYTAIUii C LIENBIO MIOCTPOCHUsI O0IIECTBA 3/I0POBBIX IPAXK/IaH
MOJIYYCHHUS Y JIeTEH ONpeeleHHbIX IPH3HAKOB T10 3aMpocy OyIyInX poauTenei
CHIDKEHHS YaCTOTBI MYTAIM B MOITYJISIIUH
49 B cnyuae, ecnu nauMeHT ¢ IMAarHOCTUPOBAHHBIM CEMENHBIN al€HOMATO3HBIM TTOJTUIIO30M
KUIICYHNKA KaTeTOPUYCCKH OTKa3bIBaeTCS MH(YOPMHPOBATH CBOUX POJICTBEHHUKOB O PUCKE
Pa3BHUTHA y HUX 3TOTO 3a00JI€BaHMs, B COOTBETCBUH C JEHCTBYIOIIMMH ITPABOBEIMU HOPMaMH
Bpad J0JDKCH
He coo0IaTh HHPOPMAIIHIO O PUCKE POJCTBEHHUKAM MAIMEHTA U TEM CAMBIM COXPAHUTh €ro
KOH()HICHIINATHHOCTh
Co00MUTH HH(OPMAITHIO O PHCKE POJICTBEHHUKAM TAlMEHTa, ECII OHHU OYAYT €f0
MHTEPECOBATHCSI
COOOIIMTH MH(POPMAIIUIO O PHCKE POJCTBCHHUKAM IAI[MEHTA, JaXKe €CIIM OHU HEe OYIyT €10
MHTEPECOBATHCS
COOOIMTH HH(POPMANXIO B NOJIHUKIMHUKH IO MECTY )KHUTEIbCTBA POJCTBEHHUKOB MAMCHTA
50 | B cuyuae, eciu xxeHa 00JbHOTO Xopeeik ['eHTHHTITOHA X04eT 00CIeI0BaTh CBOCTO
HECOBEPILICHHOJIETHEr0 BHYKa Ha 3T0 3a00JeBaHue, He HHPOPMHPYS poanuTenel peOGEHKa o
HAJIMYMH HACJIEJICTBEHHOTO 3a00JICBaHUsI B CEMbE, B COOTBETCTBHH C JACHCTBYIOIIMMH PaBOBBIMH
HOpMaMH Bpay JOJDKEH
OTKa3aTh B FTCHETUYECKOM TECTUPOBaHHU peOSHKa, TaK Kak 0a0yIlka He SBSITCS €r0 3aKOHHBIM
TPE/ICTABUTEIIEM
MIPOBECTH 00CIIeI0BaHNE peOCHKA U COOOITUTH 0a0yIIIKe ero Pe3yIbTaThl
MIPOBECTHU 00CIIe0BaHUE peOCHKA U IPOMH(MOPMHUPOBATH O €ro Pe3yJIbTaTax POIUTEIICH
ITPOBECTHU 00CIIeI0BaHUE PEOCHKA, TOJIBKO €CIM OHO OYJET OIJIa4eHO
51 | Jlnst moydeHHs TUCTKA HETPYIOCTIOCOOHOCTH Ha OYMaKHOM HOCHTEJIC ITAIIUEHTOM B
MEJIUIMHCKON OpraHu3allly NPeIbsBIsSCTCS
JIOKYMEHT, YOCTOBEPSIOIINNA JTUYHOCTh
JIOKYMEHT O IPOIHUCKE U MECTE )KUTEIBCTBA
JIOKYMEHT O CEMEHHOM MOJI0KEHUH
CIpaBKa ¢ MecTa pabOThI
52 | JIucTok HETPYIOCIIOCOOHOCTH 110 OEPEMEHHOCTH M POJIaM IPH OTHOTLIOTHOM

O6epeMeHHOCTH BBIAAETCS ((hopMupyercs) eTMHOBPEMEHHO MPOAOKUTENBHOCTHIO
KAJICHJJAPHBIX JHEHN

140

150

120

90

172




53 | CreneHb BBIPAXCHHOCTH CTOMKUX HAPYIIECHUN (QYHKIMI OpraHn3Ma 4elioBeKa,
00yCIIOBJIEHHBIX 3a00JICBaHUSAMM, ITOCIEICTBUAMH TPABM WIH JeheKTaMu, OLIEHUBAETCS B
Y YCTAHABJIMBAECTCS B JMAIla30HE OT 10 , C I1aroM B

nponenrax; 10, 100; 10 npouenToB

bamnax; 1, 10; 2 6amna

MeXIyHapoaHbix equHunax; 10, 50; 5 enunui

bannax; 10, 50; 5 6amnos

54 | BeigenstoT  creneHu(ei) BRIpaXEHHOCTH CTOMKUX HApyIIeHUH (QYHKIMHA Opranu3Ma
4eJI0BeKa, 00YCIIOBICHHBIX 3a00J1€BaHUsIMHU, ITOCIIEICTBUAMH TPaBM MM Aedexkramu
4
3
5
2

95 | Crolikue He3HAUUTENbHbIC HApYIIeHUs (YHKIUI OpraHi3Ma 4eIoBeKa, 00YCIOBICHHBIC
3a00JIeBaHHSAMH, TTOCIIEACTBUSIMHU TPaBM WM AedekTamu, B quamnazone ot 10 go 30

IIPOLICHTOB COOTBETCTBYIOT CTEIIEHU BBIPAKEHHOCTH CTOMKUX HapyIIEHUI
|
I
Il
I\
56 | Kareropus "peOcHOK-UHBAIUA" YCTaHABIMBACTCS NIPU HATMYMU Y peOCHKA ___ CTCTICHH
BBIPOKEHHOCTH CTOWKUX HapyIIeHUH (yHKIMI opraHnu3ma (B JUana3oHe oT A0

HpOHeHTOB), O6YCJ'IOBJ'I6HHI>IX 38.6OJ'ICB8.HI/IHMI/I, MOCJICACTBUAMU TPpaBM H ,Z[e(beKTaMI/I.

e meree II; 40, 100

ne menee l11; 70, 100

I; 30, 100

I1; 60, 100

57 | MuBasmaHocTh | rpynnbl ycTaHaBIMBaeTcs Ha __roj(a)

2

1
4
3

Ilepeuens npaxmuueckux 3adanuit (2 sman)

OneHka NpPaKTUYECKUX HABBIKOB IPOBOJUTCS B BHUJE YCTHOTO coOeceoBaHUS C
MOMOIIIBI0 CHUMYJIMPOBAaHHOTO TanueHTa. B mpomecce cobecenoBanus 00ydaronieMycs
NpeaIararoTcsl KIIMHUYECKHE cCUTyanuu, GpoTtorpaduu (caaiapl) NalMEeHTOB C TEMH WIH WHBIMH
BPOXKJIEHHBIMU M (WJIM) HAcJeICTBEHHBIMH 3a00JICBaHUSMHU, PE3yIbTaThl 00CIETOBAaHUN ISt
OLICHKH €70 HaBBIKOB U YMEHUM.

OOGyutommemycst He0OX0IUMO:

1. [TpoBecTu cuHIpOMONIOrMYECKU aHau3 (AaTh onucaHue ¢peHoTurna no Hadbopy
npencTaBieHHbIX ¢otorpaduil (B BuAe cinaigoB ¢Gopmara ppt), JAEMOHCTPUPYIOLIUX
MHUKpPOAHOMAJIMU ¥ WHBIE OCOOEHHOCTH XPOMOCOMHBIX CUHAPOMOB M CHHAPOMOB BPOXKAEHHBIX
MIOPOKOB Pa3BUTHSL:
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v NEPEYUCIIUTD TPU3HAKU/CUMIITOMBI, PECTaBICHHbIC HA cllaliaax,

v chopMyIHpOBaThH MPEABAPUTEIHHBII THArHO3,

v NEPEYUCIUTh CUMOTOMBI/BPOXKAEHHBIE AHOMAIMH, KOTOPBIE BO3MOXHBI MHpHU
JAHHOM CHHAPOME, HO HE MPECTaBIeHbI Ha (oTOrpadusx,

v OTIPENIeNIUTh TPYIITY MaTOJIOTHH.

v OLICHUTH JKAJTO0ObI, TaHHBIE aHAMHE3a JKU3HU M 3a00JeBaHUS, CEMEHHOTro
aHaMHe3a,

v COCTaBUTh M MPOAHAIM3UPOBATH aHAJIM3 POJOCIOBHOHN (TeHeaJorn4ecKuit

aHaJIM3) HAa OCHOBE JAaHHBIX CEMEMHOro aHaMHe3a, B T.4. JaHHBIX O HPOBEAEHHBIX
0o0cieIoOBaHUsAX MalMeHTa U (WJIM) WICHOB €ro CEeMbM, OMNPENEIUTh TUIl HACJIeIOBaHUS M
arpUOPHBINA TEHETUYECKUI PUCK;

v paccuMTaTh BEPOSTHOCTh BO3HUKHOBEHHUS! MOBTOPHOTO CIIydas BPOKJIEHHOTO U
(um) HAaCTIeICTBEHHOTO 3a00JIeBaHMs (TEHETHUECKUN PHCK) B CEMbE U JIaTh €ro OIICHKY;

2. OueHuTh coCcTosiHUE M (PU3UYECKOE PA3BUTHE MAllMEHTA, OICHUTH PE3yJIbTaThl
OCMOTpA.

3. CocTaBuTh MIaH MOATBEPXKAAIOIIEH AMATHOCTUKHU (Pe3yabTaThl KIMHHYECKHX

1ab0paToOpHbIX U (WJIM) MHCTPYMEHTANbHBIX MCCIEI0BAaHUM, T€HETHUYECKUX HCCIIEIOBAaHMUIA),
NPOAHAIM3UPOBATh/ HHTEPIPETHUPOBATH MOTYICHHBIC PE3YIIbTATHI;

4. OneHnuTh pe3yNbTaThl KIIMHUYECKUX JTa00paTOPHBIX METOMO0B O0CIICTOBAHMS:

v\ KJIMHHUYECKOTO aHAJIN3a KPOBH;

v/ 00IIero aHaau3a MOYH;

v\ OMOXMMHYECKOIO aHalu3a MOYH; OMOXMMHUYECKOrO aHaau3a KpoBH (0OLIMi GEloK,
OCIIKOBBIC dhpakmumy, XOJIECTCPHH, o0 ounupyouH, ero bpakuum,
anannHaMmuHoTpaHcdepasa (AJIT), acnapratamunorpancdepasa (ACT)., menounas docdaraza
(LII®), amunassl KPOBH, JHMaza, kpearuadocodpkunasza (KPK));

v\ KOaryiorpamMbl:  BpeMsl  CBEPTHIBAHHsS,  JJIMTEIBHOCTH  KPOBOTCUCHHHS,
TOJIEPAHTHOCTh K TeMaphHy, MPOTPOMOMHOBBI HWHAEKC, NMPOTPOMOMHOBOE BpEMs, BpEMs
pexanbIupUKalnm.

v\ KHCJIOTHO-OCHOBHOT'O COCTOSTHUS KPOBH;

v/ caxapa KpOBH HATOIIAK;

v\ ammiIasbl MOYH (IHacTasbl);

v' Kkana (KOIporpaMmsi);

5. OneHuTh pe3ynbTaThl HMHCTPYMEHTAJIBHBIX METOJOB ucciepoBaHus: Y3U
OpraHoB OpIOIIHOI IIOJIOCTH; ANIeKTpoKapauorpapus OKT, 9XO-KT;
anektposHuedanorpagus IO3I'; 00630pHOI peHTreHorpaduu OpraHOB OPIOMIHON W TPyIHOU
nosioctTy; peHtrenonorndeckoro wuccienoanus JKKT ¢ KOHTpacTtoM; KOMIIBIOTEPHOU
tomorpaduu (KT); maruutHO-pe3onancHoi Tomorpadguu (MPT);

5. WHTepnpeTHpoBaTh  pe3yabTaThl TCHETHYECKHUX J1a0OpaTOpHBIX  METOJIOB
oOcezioBaHus (10 MPEJICTaBICHHOMY Ja00paTOPHOMY 3aKJIIOUEHHIO, B T.U. C UCHOJIb30BAHUEM
OTKPBITHIX T€HETUYECKHX 0a3 JaHHBIX):

v OMOXMMHUYECKUX METO/OB: aHATU3 KPOBH/MOYM Ha OPraHUYECKHE KHCIIOTHI
metonoM TMC, ananu3 moun Ha ['AT, nccienoBanust ypoBHS aKTUBHOCTH (DEPMEHTOB.

v MoJIeKyJsipHO-TeHeTHUeckux MeronoB (MLPA, npsmMoro aBTOMaTH4eCKOIO
cexkBeHHupoBaHusl (1o CeHrepy); CEKBEHUPOBAHUS HK30Ma; CEKBEHUPOBAHUSI TEHOMA);
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v [IATOTCHETHYECKUX U MOJICKYJISIPHO-ITMTOTCHETUUECKUX METO (CTaHIapTHOTO
[IUTOTEHETHYECKOTO  uccinenaoBanus; FISH-meroma; XpoMOCOMHOTO  MHKPOMAaTpUYHOTO
aHajmza).

6. WNuTtepnpeTupoBaTh pe3yabTaThl CKPUHUHTOBBIX 00CIIEI0BaHUN:

v\ pe3yabTaToB NIPEHATaIbHOrO CKpHHHUHIA | TprMecTpa;

v\ pe3yJbTaTOB HEOHATAILHOIO/PACIIMPEHHOrO HEOHATAILHOIO CKPHHUHIA,;

v\ pe3yibTaTOB  MOJIEKYISPHO-TEHETHYECKOTO  CKPUHHMHIA HAa  HOCHUTEIBCTBO
MaTOTCHHBIX/BEPOSITHO MATOTC€HHBIX TCHETHUYECKUX BApUAHTOB;

v\ pe3yibTaTOB HEMHBA3MBHOI'O IPEHATAILHOIO CKPHHUHTIA,;

v\ pe3yabTaToB IPEUMILIAHTAIMOHHOIO N€HETUYECKOTO TECTUPOBAHKS YMOPHOHOB Ha
XPOMOCOMHBIE AHOMAJTUU.

1. [TponeMoHCTpHpPOBaTh YMEHHSI HUCIONIB30BaHUs 0a3 JaHHBIX TE€HETHYCCKHX
BapHAHTOB YEJIOBEKa, MHPOPMAITMOHHBIX CHCTEM 10 BPOXKICHHBIM U (WJIHM) HACIEICTBEHHBIM
3a00JIEBAHUSIM.

8. CdopmynupoBaTh OKOHYATEIBHBIM TUArHO3 B COOTBETCTBHM C OOIICTIPUHATON
JUTSL TAaHHOM HO30JI0THYecKoi popmbl knaccudukarueit u neiicteyromeir MKb;

9. [TpenyiokuTh ¥ 000CHOBATh TUIAH MATOTCHETHYECKOTO JIedeHUs (TpH HATUIUH
TaKOTo JICYCHHS JIUISl TAHHOW HO30JI0THYeCKOr (hopMmbl), pacy€T AMETHI MPH HACIICICTBEHHBIX
OoJsie3Hsx oOMeHa;

10. [TpemoxkuTh IIaH peadWIUTAIINK, ONPEICIIUTh MEIAWIIMHCKHUC ITOKa3aHUsS W
MIPOTUBOTIOKA3AHUS JIJISl TIPOBEACHHSI MEPOTIPUSATHI METUITUHCKON peabuiTuTaIIN

11. [Tpen10KuTh TIaH TPoGUIAKTHICCKIX MEPOIPHSITHIA;

12. Orenurts HEoOX0oauMOCTE MCD;

13. Pacckazarh 0 TakTHKe Bpaya-r€éHETHKAa IIPU HEOTJOXKHBIX COCTOSHHSX,

BBI3BAHHBIX OCJIO)KHCHUAMHA BPOKIACHHBIX U (I/IJ'II/I) HaCJICACTBCHHBIX 3a00JIeBaHUH.

Ilepeuennb 3axanuii k cobecenoBanuio (3 3tam)

Teopernyeckne BONpoChl

1. I/ICTOpI/I}I pPa3BUTHA TCHCTUKU U TI'CHOMHBIX TEXHOJIOTHH. I[OCTI/I)I(CHI/ISI u
MNEPCICKTUBLI.
2. OTHYECKHE Hp06HeMBI TCHCTUKHU U MCAUKO-TCHECTUYCCKOI'O KOHCYJIbTUPOBAHUA

Ha COBPEMEHHOM JTarle.

3. [IpenaranbHass MaTtoyorus W BPOXKAECHHBIE AHOMAIWM Pa3BUTHUSA: THIIbI,
KJacCU(pUKalMs, MEXaHW3Mbl HapylleHuss Mop¢doreHesa U  OCHOBHBIE  «OILIHUOKNY,
muddepeHManbHas aKTUBHOCTh T€HOB B OHTOT'€HE3€, KPUTUUYECKUE MEPHObl, TEPATOT€HHbIE
CUHIPOMBL. OCOOEHHOCTM TEpPaTOreHHOro BO3JACUCTBUS (U3UYECKUX, XMMHUYECKHX H
OMOJIOTHYECKUX (PaKTOPOB.

4. XpoMmocoMHass maTronorusi. MUKpOJIENEMOHHBIE M MUKPOIYIUIMKAllMOHHBIE
CHUHJIPOMBI: KJIAaCCH(UKAINS, KIMHUKO-TEHETHUECKUE XaPaKTEPUCTUKU, METObl JTUArHOCTUKU
U IpOUITAKTUKY, TPUHIUIBI JUCIIAHCEPHOTO HAOIOIEHUS U peaOUINTaIIH.

S. XpomocoMmHass marosiorus. [larosoruss MOJOBBIX XPOMOCOM:  KJIMHMKO-
FeHETUYECKUE XapaKTePUCTUKH, METOAbl JMATHOCTUKM M MNPOPUIAKTUKH, PUHIIMIIBI
JUCIIAaHCEPHOT0 HAaOIIOICHUS U peadMIIUTallH.
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6. XpomocoMHas matojorusi: kiaccuduxanus. [latomorus ayrocoM: KIMHUKO-
TCHETHUYECKUE XapPaKTePUCTUKH, METOJbl JUArHOCTUKA W TPOPUIAKTHKHU, TMPUHITUITHI
JTUCTIAHCEPHOTO HAOIOICHUS U PeadMIIUTAIUH.

7. Bonesnu skcnaHcWHM TPUHYKICOTUIHBIX MOBTOPOB: KIACCH(HUKAIUS, KIMHHUKO-
TCHETHYECKUE XapaKTePUCTHKH, METOABl JUArHOCTUKH W TPO(UIAKTUKU, TPUHIIUIIBI
JUCIIAHCEPHOT0 HAOIOICHUS U PeadMIIUTAlUH.

8. HacnenctBennsie 00J€3HM KJIETOYHBIX OpraHesl - JIM30COMHBbIE OOJIe3HU
HAKOIUICHUA: OO0Ias XapakTepUCTUKa, kKiaccupukanus. MyKomoiaucaxapuao3bl: KIMHHKO-
FeHETUYECKNE XapaKTEPUCTUKU, METOAbl IUArHOCTUKHU, MPOPHUIAKTUKY U JICYCHUS, TPUHIUIIBI
JTUCTIAHCEPHOTO HAOIOICHUS U Pea0MIIUTAIUH.

9. HacnencrBennbie 0ONE3HM KIETOYHBIX OpraHel - JU30COMHBIC OOJIe3HU
HAKOIJICHUA: OOmIas XapakTepucTuka, kiaccuuranusa. COUHTOIMMUAO03BI:  KIMHUKO-
TCHETHUYECKNE XaPAKTEPUCTUKU, METOABI TUATHOCTUKHU, MPOPHIAKTUKH U JICYCHUS, TIPUHITUTIBI
JTUCTIAHCEPHOTO HAOMIOICHUS U PeadMIIUTAIlUH.

10. HacnenctBennbie 00JIe3HH KJIETOYHBIX OpTraHeUl: MaTOJOTHS MEPOKCUCOM:
KIaccupUKalus,  KIMHUKO-TEHETUYECKHUE  XapaKTePUCTHKH,  METOIbl  JAHArHOCTHUKH,
npO(OUTAKTUKY U JICYSHHUS], IPUHITUIIBI JUCTIAHCEPHOTO HAOIIOIEHUS U peaOUITUTAIIIH.

11. HacnencrBennble 0oie3Hu  KpoBu: kinaccudukanus. ['eMoraoOuMHOmaThu:
KIIMHUKO-TEHETHYECKHUE XapAKTEPUCTHKH, METOJIbI TUATHOCTUKU M MPO(DHIAKTUKH, TIPUHIIUIIBI
JTUCTIAHCEPHOTO HAOJIOICHUS U PeaOMIIUTAIIH.

12. Hacnencreennbie 601€3HM MeTa0OIM3Ma TOPMOHOB: KJIaCCHU(UKAIIHS, KIMHUKO-
TeHETUYECKUE XapaKTEPUCTUKU, METOAbI IUArHOCTUKHU, MPOPHUIAKTUKH U JICUCHUS, TIPUHIIUIIBI
JTUCTIAHCEPHOTO HAOIOCHUS U PeaOuIUTaLIUN.

13. HacnencrBennbie 0OoJjie3HM OOMEHa METAUIOB: KJIAcCU(UKAIUSA, KIMHUKO-
TeHETUUYECKNE XapaKTEPUCTUKU, METOABI TUArHOCTUKHU, MPOPHUIAKTUKH U JICUCHUS, TIPUHIIUTIBI
JTUCTIAHCEPHOTO HAOMIOICHUS U PeadMIIUTAIUH.

14. Hacnenctennbie 6osie3HH oOMeHa aMHUHOKHCIOT: kiaccudukamnus. KmuHuko-
TCHETHUYECKUE XaPaKTEPUCTUKH, METOBI TUATHOCTUKHU, MPOPHIAKTUKH U JICIYCHUS, TIPUHITUTIBI
JUCIAaHCepHOro  HaOMIOAEHMsT M peadwiuTanuu  (EHWIKETOHYpUM U JIpYIux
runepdeHnIaTaHnHeMui.

15. HacnenctBennsie  0one3Hn  oOMEHAa  aMHHOKHUCIOT:  KJAacCHU(UKaIUS.
Opranuyeckue anuaypuu: KIWHUKO-TEHETHYECKHE XapaKTePUCTUKU, METOIbl TUATHOCTHKH,
PO UTAKTUKY U JICYSHHUS], IPUHITUIIBI JUCTIAHCEPHOTO HAOIIOIEHUS 1 peaOUITUTAIIIH.

16. HacnencrBeHunsie 0ome3Hu oOMeHa JIMTIH]IOB: KI1accu(pUKaIus.
[unepnmunuaeMun:  KIMHUKO-TEHETHYECKHE  XapaKTePUCTHKH, METOABl  JHArHOCTHKH,
PO HUIAKTUKA U JICUCHHS, IPUHITUITHI JUCITAHCEPHOTO HAOIIOICHUS M peaOMITUTAITHH.

17. HacnencrBennbie 60e3HM 0OMEHa yriieBOJOB: Kiaccuukamus. [ THKOTeHO3bI:
KITMHUKO-TEHETHYCCKHE XapaKTEPUCTUKH, METOIBI TUATHOCTHKH, MPOPWIAKTHKA U JICUCHUS,
MIPUHIIUIIBI TUCTIAHCEPHOTO HAOTIOACHUS U pPeaOuINTaIINN.

18. Hacnencrennsie 601e3HM 00MeHa yrieBoAoB: kiaccudukarus. [anakrozemus:
KITMHUKO-TEHETHYECKUE XapaKTePUCTUKH, METObl TUATHOCTHKH, MPOPUIAKTHKA U JICUYCHHUS,
MIPUHIIUIIBI TUCTIAHCEPHOTO HAOTIOACHUS U peaOuINTaIIHH.

19. HacnenctBennsie 6051€3HU, 00YCIIOBICHHBIE HApYyIIEHUEM (DYHKIIMOHUPOBAHUS
MUTOXOHJIDHH:  KJIACCU(UKAIUSA,  KIMHUKO-TCHETUYCCKUE  XaPaKTePUCTHKH,  METOIbI
JUATHOCTHKH, TPODHUIAKTHKA ¥ JICUCHUS, MNPUHIUIBI JUCIHAHCEPHOTO HAONIOJCHUS W
peadbmIUTaIHH.
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20. HacnencrBenHsle OOJIE3HU COEOUHUTENLHON TKAHU: KIMHUKO-TEHETHUYECKUE
XapaKTEePUCTHKH, METOAbl IHATHOCTHUKH W TNPO(UIAKTUKH, TNPUHIUIBI JAUCIAHCEPHOTO
HAOJIOICHUS ¥ peaOMITUTAIIH.

21. HacnencrtBeHHble ¥ CHOpPAAMYECKHE  OHKOJOTMYECKHE  3a00JeBaHUS:
KIaccuukanusi,  KIMHUKO-TEHETUYECKHE  XapaKTEPUCTHKH,  METOJIbl  JTMAarHOCTHUKHU,
Npo(UIAKTUKY U JICUSHHSI, TPUHINIBI TUCITIAaHCEPHOTO HAOIIOICHNS M PeadnInTalny.

22. MyxkoBuCIIHI03: KJIMHUKO-TEeHETHYECKUE XapaKTEePUCTHKH, METOJIBI
JMAarHOCTUKH, TPOQWIAKTUKH W JICYCHUS, NPHHLUIBI JUCIIAaHCEPHOTO HAOIIOACHUS U
peadbwIIUTaIIH.

23. HacnencrtBennsle  KaHanmomaTHH:  Kiaccu(UKaLus, KIMHUKO-TEHETHYECKUE
XapaKTEePUCTHKH, METOJIbl  JUArHOCTUKH, MNPOQWIAKTUKH M JICYCHUS, PUHIUIIBI
JUCTIAHCEPHOTO HAOIOICHUS U Pea0MIIMTAIIU OJJHOW U3 Tpyn (IO BEIOOPY 00yJaroIerocs).

24. HacnencrtBennsie HEpBHO-MbIIICUHBIE OoJje3HH: Kiaccupukamus. OOmue
KJIMHUKO-TEHETHYECKUE XapaKTEPUCTHKH, METOAbI TUATHOCTUKU U MPODUIAKTHKH, TIPHHIUIIEI
JMCIIAaHCEPHOTO HAOIOACHUS U peaOMIINTalluH MBIIICYHBIX TUCTPOQHIA.

25. HacnencrBeHHble HEpBHO-MbIIIEUHBIE Oone3HH: Kiaccudukanus. KimHnko-
TCHETHYECKUE XapaKTEPHCTHKH, METOJbl JTHArHOCTUKA W TNPOQWIAKTHKH, IPHHIHIIEI
JMICTIAaHCEPHOTO HAOIIOACHUS M peaOMINTAIl CIIMHAIBHBIX MBIIICYHBIX aTPOQHiA.

26. HacnencrBenHble HEpBHO-MBINICYHBIE OOJe3HH: Kiaccupukanms. KiuHuko-
TCHETUYECKNE XapaKTePUCTUKW, METOJAbl JMArHOCTHKH W TPOQPHUIAKTHKH, MPUHIUITHI
JMICTIAaHCEPHOTO HAOMIOACHUST ¥ peadWIMTallMd  HACJEeICTBEHHBIX MOTOPHO-CEHCOPHBIX
HeWpomnaTuii.

27. HacnencrBeHHble — cepe4HO-COCYAMCTBIE — 3a0ONeBaHMs:  KiacCH(UKAIHS,
KJIMHUKO-TEHETHYECKUE XapaKTEPUCTHKU, METOABI JUArHOCTUKH U MPOQHUIAKTHKU, TPUHIIHITBI
JIMCTIAHCEPHOTO HAOIIOACHUS U peaOuInTaIUH.

28. OnureHeTHyecKas HACJIeICTBEHHOCTb. VIMOpUHTHHT. [Maronorwus,
00yCJIOBJICHHAsT HApPYIICHWEM HWMIIPUHTHHTA: KIMHUKO-TEHETUYECKHE XapaKTePHCTHUKH,
METOABl JHUAarHOCTHKH W TNPOQWIAKTUKYA, TPUHIMIBI JUCHAHCEPHOTO HAONIONEHUS W

peadbunuTaIum.

29. MexaHn3MBbl OHKOT€HE3a U TapreTHAs Teparus OMyXOoJIei.

30. HacnenctBennsle  (pakoMaTo3bl:  KIMHUKO-TEHETHUECKUE  XapaKTEePUCTHKH,
METO/Abl JMArHOCTUKM W MPO(QWIAKTUKH, NPUHIMIBI JUCHAHCEPHOTO HAOMIONEHUS W
peaduIUTAIINH.

31. MynbTrudakTopHOEe HACIeOBaHME: MEXAaHHU3Mbl pa3BUTHA Oosie3HEeH ¢

HACJIEICTBEHHBIM MPEAPACIONIOKEHUEM: MOHOTEHHBIE M MOJUT€HHbIE (OpMbI (OpOHXHMANbHAS
acTMa, Oosie3Hb AublreiiMepa, JakTa3Has HEIOCTaTOYHOCTh, cUHApoM JKumibOepa), MeTOJIb
JeYeHUS ¥ TPODUIAKTHKHI, TPUHITUIIBI TUCTIAHCEPHOTO HAOIIOICHHS M peaOuITUTAIIH.

32. ['eHeTnueckne MNPUUMHBI HAPYIICHUS PENPONYKIUH: KIMHUKO-TEHETHYECKUE
XapaKTEepPUCTUKH, METOJIbl  JWArHOCTUKM, TNPOMUIAKTUKM U  JIEYCHHS, [PHHLHUIBI
JIMCTIaHCEPHOTO HAOIIOACHUS U peaOMIUTaIUH.

33. OcHOBHBIE HalpaBJIeHUs T€pANUU HACIEeICTBEHHbIX O0JIe3HEH.

34. KnuHuko-reHeasornueckuii  METOJ:  BO3MOXKHOCTM M OIPaHUYEHHS.
I'eHeTMYECKUI PUCK U METOJIBI €T0 OLICHKHU.

35. [TonmynsIIMOHHO-CTaTUCTHUECKUE METOABL: 00Ilas XapaKTepUCTHUKa, MPUHIUIIBL,
BO3MO>KHOCTH M OTPaHUYEHUSI TPUMEHEHUS.
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36. [luTOoreHeTMYECKHT  METOMA: TIIOKa3aHUs, TEXHOJIOTHS, BO3MOXHOCTH |
OTpaHUYECHUS IPUMEHEHUS.

37. MoneKyIsIpHO-IIUTOTCHETUIECKUE METOABI: TPAJUIMOHHBIE W COBPEMEHHBIC
(TToKa3aHwsl, TEXHOJIOTHS, BO3MOXHOCTH ¥ OTPaHUYCHUS IPUMECHCHHS ).

38. buoxumuueckue MeTonpl B JIMAarHOCTMKE  HACJIEACTBEHHBIX  OOJIE3HEH:
MOKAa3aHUsl, TEXHOJIOTHS, BO3MOXKHOCTH M OTPaHHYCHUS IPUMEHCHUS.

39. CKaHUPYIOIIHE METOIbI MOJICKYJISIPHO-TEHETUYCCKON JTMAarHOCTUKH: TTOKA3aHus,
TEXHOJIOTHS, BO3MOXKHOCTH M OIPaHUYCHHS TPUMCHCHHS.

40. CKpHHHPYIOIIHE METO/IbI MOJICKYJISIPHO-T€HETHYECKOM JIMarHOCTUKH:

[IOKAa3aHUsl, TEXHOJIOTHS, BO3MOKHOCTH U OTPaHUYEHUS IPUMEHEHUS.

41. CoBpeMeHHbIE METO/Ib MOJIEKYJISIPHO-TEHETUUECKON AMArHOCTUKM: MOKA3aHus,
TEXHOJIOTHS], BO3SMOYXXHOCTU Y OIPaHUYEHMSI IPUMEHEHMUS.

42. WNHpOopMallnOHHO-TIONCKOBBIE JMAarHOCTHUYECKHE CHCTEMBbl M OTKPBITHIC Oa3bl
JAHHBIX TI0 HACJIEACTBEHHOW IIATOJOTWH, B T.4. HUCIOJB3YIOLIME aITOPUTMblI MAIMHHOTO
00y4YeHHMs JUIsl OTIpe/IeIeHUsI TEHETUYECKMX CUHPOMOB 10 (oTorpadusM narueHToB.

43. WMHpopMallnOHHO-TIOMCKOBbIE JAMAarHOCTUYECKHE CHCTEMbl M OTKPBIThIE 0a3bl
JTAHHBIX T€HETUYECKUM BapHAHTOB YeJIOBEKa B IPAKTUKE pabOThI Bpaya-TeHETHKa.

44, CrpyKkTypa MEIMKO-TEHETHUYECKOW Ciy>)kObl B Poccum W B3ammopeicTBue c
JPYTMMU CTPYKTypaMu 31paBOOXpaHEHMs] M couuaibHOW 3amuThl. HopmaruBHO-IIpaBoBOE
o0ecreueHue.

45. Metoapl NMpO(UIAKTUKA HACIEJACTBEHHON IAaTOJOTHH: MEINKO-TEHETHYECKOe
KOHCYJIbTUPOBaHUE.

46. Metonbl NpopUIAKTUKU HACIEICTBEHHON NaTOJIOTMU: HEOHATAIbHBIA CKPUHUHT
(moka3aHusl, TEXHOJIOT U], BO3MOYKHOCTH U OTPAHUYEHUS IPUMEHEHUS).

47. Metonabl npoUIAKTUKM HACIEICTBEHHOM MAaTOJOTHM: INPEKOHLENIIMOHHbIE,
NEpUKOHLICTIIUOHHBIE M  MpeHaTalbHble (MIOKAa3aHMs, TEXHOJIOTHS, BO3MOXXHOCTU H
OTpaHUYEHUS IPUMEHEHUS).

48. ®apmakoreHeTuka. MOHOT€HHbBIII  KOHTpOJb MOOOYHBIX  pEaKkIuil  Ha
nekapcTBeHHble npenapatsl. [Ipumepsl. [loaumopdusm renos, kogupyroumx ¢pepments! [ u 11
¢da3 meTabonu3Ma JIeKapcTB, OEIKU-TPAHCIOPTEPHI JIEKAPCTB, OEIKU-MHUILIECHU.

49. Menununckas cratuctuka. O01mue METOAMYECKHE U CTATUCTUYECKUE TIOXO/IbI.
VY4er, OTUETHOCTD U BEACHHUE JOKYMEHTAIMM B MEIMKO-TEHETUYECKOW KOHCYJIbTAINH.
50. 3amaun M (QYHKUUM MEIUKO-TEHETUYEeCKUX KOHCynabTauuid. CTpykTypa H

ocHamieHue. OpraHuszalus TpyAa Bpaua-TeHETHKa, AaBTOMAaTH3MPOBaHHOE pabouee MecTo
Bpauya.

51. MenuumHCcKHe SKCTePTH3bl B OTHOLLIEHUH MAllMEHTOB C BPOXKJIEHHBIMU U (JIN)
HACJIEICTBEHHBIMU 3a00JIEBAaHUSAMU. DKCIEPTH3a BPEMEHHON HETPYI0CHOCOOHOCTH: MOPSIOK,
OCHOBHBIE JIOKYMEHTBHI, YO0CTOBEPSIOIINE BPEMEHHYI0 HETPYAOCIOCOOHOCTh, 00IIUE MpaBuiIa
UX 3aI0JHEHMSI U BBIIAUU.

52. Menuko-conainbHas 3KCIEepTH3a MAlUEHTOB C BPOXJIECHHBIMH U (MJIH)
HACJIC/ICTBEHHBIMH 3200JI€BaHUSAMHU, UMEIOIUX CTOMKoe HapyueHun ¢yHkuuid. [lokasanus u
NopsiI0K HanpasieHust Ha MCO.

53. OcCHOBBI, MeTONbI, MEAMIMHCKHE IIOKa3aHUs W MPOTHUBOIIOKA3aHUSA K
MPOBEJCHUIO MEIUIMHCKOM peaOuiIuTaluyd MalMeHTOB C  BPOXACHHBIMHM U (WJIM)
HaCJIEICTBEHHbIMU 3a0oyieBaHusIMU. [lopsnok pa3paboTku W peanu3aliil MHIUBUIYaTbHBIX
IporpaMM peabMINTalry U aOUIUTALUY, PETJIAMEHTUPYIOLINE TOKYMEHTHI.
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54, ONUAEMHUOJIOTUSI HACJIEACTBEHHOM M BPOXKIEHHOM MATOJOTHHU: METO/bI OLIEHKH
YaCTOThl U PACHPOCTPAHEHHOCTU. POJIb PETHCTPOB CeME ¢ HACJIEACTBEHHOM IATOJIOTHEN U
MOHHTOPHHTA [UJISl aHaIW3a Tpy3a HACIEACTBEHHBIX OONe3Held M pa3pabOTKU METOJIOB
NpO(UITAKTHKH.

CurtyanuoHHbIE 32124
CutyanuonHas 3agada Ne 1

Ha npuem k Bpauy-TeHETHKY HEBPOJIOTOM HAlpaBJeHA JACBOYKa, 2-X jer. JleBouka oT 1-
Oif OepeMEeHHOCTH, MTPOTEKaBIIEeH Ha (DOHE recTo3a, CPOUYHBIX POAOB C MPUMEHEHHUEM BaKyyM-
OKCTPAKIUH 1072, ¢ BecoM 2940 r, mmuuoii Tena 50 cm, mo Amnrap 7/8 GammoB. Beimucana
cpazy. Co ciioB poauteneit, 10 6 MecsleB pa3BUBalIach MO BO3PACTy, B HACTOSIIMA MOMEHT
OECITOKOUT 3a/IePKKa TICHXOPEUYEBOT0 Pa3BUTHSI, CMEX M XJIOIIAHBE B JIAJIOIIKH, YaCTO BHE CBS3H
C Kakoi-nmubo mpHUMHOM, cymoporu (neOroT B 6 MecsleB), HEIOBKOCTh Ipu Xonabbe. B
¢deHoTune: Mukponedanus, YIUIOMECHHBIH 3aThUIOK, THUIOIUIA3US BEPXHEHW YEINIOCTH,
nporHarus. Cinyx, 3peHrue B HOpMe, TaHHBIX 32 BPOXKJICHHBIE IOPOKH Pa3BUTHUS HET.

Bomnpocs! k cuTyanlnOHHOH 3aja4e:

1. VYcTaHoBUTE ITpeIBAPUTENBHBIN TUarHo3, 000CHYHITE €ro.
2. Kakue meTombl 00cienoBaHMs UCHOIB3YIOTCS I TOJATBEPXKICHUS TUarHos3a?
Kakoii nau6onee nenecoodpazer. OObACHUTE pe3ynbTaT 00CIeI0BaHUS.

Konuuecrso Avanwa
Konui MOTHIHPOBANHMA

H19-1 [Hhal] _ [11-001.975970 0.9 045

H19-1 [Hhal] 11-001,976110 094 0.5

H19-1 [Hhal] 11-001,976280 104 053

| MEG3-1 [Hhal] [14-100.361810 0.98 049

MEG3-1a [Hh_[14-100,362090 111 045

[NESP55-1 [H.. [20-056,848340 0.96 052

PLAGL1-2 [H.. [06-144,370610 1.05 046

PLAGL1-2 [H.. |06-144,370970 0.99 05

|GRB10-ntr.1_ [07-050,816010 101 05

GRB 10-Intr.1_ |07-050,818250 0.98 043

| MEST-1 [Hhal] |07-129,918500 0.96 052

MEST-1 [Hhal] |07-129,918330 0.89 045

KCNQ10T1-1_[11-002677130 097 051

KCNQ10T1-1..{11-002677610 1.02 05

MEGB3-6 [Hhal] [14-100.420560 1.06 052

MEG8-intr 5 [.. |14-100.440680 0.86 05

SNRPN-intr.2 . [15-022,751230 094

SNRPN-Intr.2_ [15-022.752250 101

Lot o ot U B - 10 ASY AsTTION 1N ne PI/IC. 1

3. Kakoe oOcnenoBanue cienyeT Ha3HauuTh B CiIydae I[OJO3pEHUs Ha
OJIHOPOJIUTENBCKYIO IUCOMUIO 1O PE3YNIBTATAM MPOBEIEHHOTO UCCIEAOBAHUS?

4. Kaxkoe mpoucxoxaeHrne nuMeeT 0OHapyKeHHOE HapyIleHHe?

5. Ilepeunciure Bce wu3BeCTHhIE BaMm NOpUYMHBI, NOPUBOAAIIME K JaHHOMY
cuHApomy?

6. Kaxoit puck moBTOpHOTO pOXIeHHUs peOeHKa C JaHHBIM CHHIPOMOM B JaHHOU

cembe? Kakue Mepornpustus (McciaelnoBaHUs) HEOOXOAMMO IPOBECTU Ji OIEHKH pHCKa
MOBTOPHOTO POXKAEHUSI peOeHKa ¢ JaHHBIM CHHJIPOMOM B JIaHHOH ceMbe?
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7. WNHuTepnpetupyiiTe 3anmmuch pe3yibTaTa 00CIeI0BaHUS POIUTENCH:
7.1. Kapuotum otma: 45,XY,der(15;15)(q10;q10)
7.2 Kapuotun matepu: 46,XX.

8. KakoB puiCK MOBTOPHOTO pOXKIEHUS peOCHKA C NaHHBIM CHHAPOMOM C Y4ETOM
Pe3yNIbTaTOB 0OCIICIOBAHHIA POTUTENICH?

9. C kakuM auarHo3oM cienyet auddepeHupoBaTh JaHHbIH CUHAPOM?

10. Urto BKIFOYAET MPOrpaMma JICUCHUs, JUCIIAHCEPHOTO HAOIIOICHUS 1
peaduIuTalMy MaueHTa ¢ ’TUM CUHIPOMOM?

11. Crnenyet v HanpaBUTh qaHHOTO pedbéHka Ha MCD? Byaer nu ycrtaHoBlieHa
WHBAJIUIHOCTH?

CutyaunuonHas 3agada Ne 2

Ha npuem k Bpauy-reHeTHKy HEBPOJIOIOM HampaBlieH MaJb4MK, 4 MECALEB, POXKICHHBIN
or 1 OepeMeHHOCTH, MPOTEKaBIIeH 0€3 OCIOKHEHUH, CPOYHBIX CAMOCTOSTENBHBIX POJIOB, C
BecoM 2830 r, mymHoit Tena 51 cM, mo Anrap 7/8 6amnoB. Bemmucan cpa3y. Co coB poautenet,
C pPOXACHUS HAOMIOAAeTCsl CIa0blii KPHUK, MbIMIeYHas ci1ab0CTh, B HACTOSIIMI MOMEHT
0eCrOKOHUT 3alepKKa MOTOPHOTO M TCHXHYECKOTO Pa3BHUTHS, TPYAHOCTH C KOPMJICHHEM,
CHIDKCHHBIN anmneTuT. B ¢penorune: y3kuii 100, MUHIaJIeBU/IHBIC TJ1a3a, TOHKAs BEPXHsIs ryda u
OIyILEHHBIN BHU3 YTOJKU pTa, akpoMukpus. CiyX, 3peHue B HOpME, JaHHBIX 32 BPOXKJICHHbIE
HIOPOKH Pa3BUTHUS HET.

Bomnpocsl k cuTyalnOHHOH 3aja4e:

1. VYcTaHoBHTE ITpeIBAPUTENIbHBIN TMarHo3, 000CHYHTE €ro.

2. Kakue metonpl oOcnemoBaHuss HEOOXOIUMBI IS TIOATBEPIKIACHUS TUArHosa?
[Tepeuncnure Hanbosee LenecoodpasHbIe.

3. OObsicHUTE Pe3yabTaT MPOBEIEHHOTO 0OCIEAOBAHMUS.

; v . . A
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b ™ h R R e R B LRt Bt 11 N L R et L
~Deted Verm® OC and Semgte Ws © 2 Ctwammocrme Summary Outs 1 pI/IC.l
4. KakoBo npoucxoxaenrne o0Hapy>KeHHOTO HapylieHus?
S. [lepeuncnure Bce wu3BecTHble BaM mNpuYMHBIL, NPUBOASAIIKME K JIaHHOMY

CUHIpOMY?
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6. Kaxkoit puck mOBTOPHOTO pOXKIEHUs peOeHKa C JaHHBIM CHHIPOMOM B JaHHOU
cembe? Kakme MepornpusTus (MCCIeIOBaHUS) HEOOXOAMMO NPOBECTH JJisi OIICHKH pHCKa
MOBTOPHOTO POXKACHUSI peOeHKa C JaHHBIM CHHAPOMOM B JaHHOH cembe? (Tpeasaraercs
pe3ynbTaT o0cienoBanws)?

7. B cnyuae orpumatensHOro pesynbTrara UCCIIEIOBaHHS, Ha3HAYeHHOTro Bamu B
.2 Kakue METOAbl AMArHOCTUKH HEOOXOJAMMO PEKOMEHIOBATh C IENbI0 YCTAaHOBJICHUS
auargosa?

8. C kakuM auarHo3oM cienyet auddepeHpoBaTh JaHHbIH CUHAPOM?

9. Uro BKIIOYAET NporpamMma JIeUeHUus, JAUCIAHCEPHOTO HaONIOJCHUS U
peaduIuTaMK MaUeHTa ¢ STHM CUHIPOMOM?

10. Cnenyer nu HamnpaBUTh JaHHOTO peOEHka Ha MCD? Byner nm ycraHoBieHa
WHBAJIUTHOCTH?

CuryanuonHas 3axa4a Ne 3

Ha npueme neBouka, 4 roja.

Kanobel: peuumuBupyromme pecnuparopubie uHpekuuu (10 3—4 >MU3010B B TON),
KallleJIb C OTXOXJIECHUEM BA3KOM MOKPOTBI, HEYCTOWYMBBIN CTYJI.

AHnamHe3 3a0oneBanus: mnepBblii  anu3onq OPBU B Bozpacte 3 Mecsues,
COTPOBOXAAIOITUICS ATUTEIBHBIM KanuieM. B 3 roga nepeHecia nepBblid 31307 THEBMOHHH,
KOTOpPBIC MTOBTOPSUTHCH U B JalIbHEHIIEM. [UTUTEIhHOCTS PeCIUPATOPHBIX HHPEKITNI B CpeHEM
cocrapmsieT 2—3 Heaenu. C 6 MecsileB y peOeHKa HEYCTOWYMBBIA, KalTUIIEOOpa3HbINA CTY.

AHaMHe3 KHU3HU: peOeHOK OT 2-if 6GepeMeHHOCTU. Posbl camocTosiTenbHble, HA cpoke 39
Henenb. Bec npu poxaeruun 3200 1, auHa - 52 ¢M, olleHKa 1o mkaine Anrap 7/9 6. JlaHHBIX 0
HEOHATaJbHOM CKPUHUHTE HET (BO3MOXKHO He mpoxozauna). CeMelHblli aHaMHE3 He OTATOIIIEH,
cTapiuii Opat 310pOB.

[Tpu ocmoTpe: neBOUYKa MPABHIIBHOTO TEJIOCIOXKEHHUs, HU3Koro nurtaHus. Bec - 14 kr,
poct - 97 cm. Ilepuonnueckn nmoaxamuBeT, Banas. Koxxa OnenHas, Typrop cHuxkeH. KuBOT
B3/YT, IPH MaJIbIAINK TeUeHb +1,5 cM u3-1moja kpasi peOepHOM TyTH.

[TenuaTp HanpaBm peOEHKA Ha KOHCYJIBTAINIO K TEHETHKY.

BOHpOCH K CI/ITyaL[I/IOHHOﬁ 3aaa4c:

1. YcTaHoBUTE peBapUTENbHBINA AUAarHO3, 000CHYHTE €ro.

2. Kaxue nabopaTopHbie METOIbI 0OCIEI0BaHMS HEOOXOAUMBI JJISI TIOTBEP K ICHUS
nuarnosa? Ilepeuncnure HambGonee 1enecooOpasHble. Kakue HHCTpyMEHTalbHBIE METOJIbI
o0crenoBaHUsl HEOOXOIMMO IPOBECTH?

3. OO0BsicHUTE PE3yNbTATHl TPOBEAEHHOTO 00CIIETOBAHNUS.

4. Kakue MONeKyIIpHO-TEHETHUECKHE METOJbl JWArHOCTHKM  HE0O0XOIUMO
MCIIOJIb30BaTh AJIs OATBEPKI€HUS 1UarHo3a’? B kakom nopsake?

5. Uro Bel oxkupaere B pesynbrare npoBeaeHUs uccienoBanua? CylniecTBYIOT
Ma)KOpHBIE MYTallUd B 3TOM TeHe (mpu 3ToM 3abosieBanuu)? MHTepnpeTtupyiTe pesynbraT
UCCIIEIOBaHMS (IUIS1 3TOTO UCIIOJIb3YHTE OTKPBIThIE TeHEeTHUECKHe 0a3bl TaHHBIX ).

6. Kakoli tun HacnenoBanus 3aboneBanusi? JlaiiTe XapakTepUCTUKY 3TOMY THUILY
HaCJIEJOBaHMUS.
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7. Kakoit puck MOBTOPHOrO pOXIEHUS pPEOCHKAa C JaHHBIM 3a00JIeBaHWEM B
obcnenoBanHoil cembe? Kakue meporpusitus (McciieoBaHHsS) HEOOXOAUMO MPOBECTH IS
OIICHKH pPUCKA MOBTOPHOTO POKICHUS peOCHKa C JaHHBIM 3a00JeBaHHUEM B OOCIICIOBaHHOU

cembe?

8. C KakuMH COCTOSHHSIMH HEOOXOJMMO NPOBOJAUTH UG (epeHIHATBEHYIO
JUArHOCTHKY 3TOTro 3a00seBaHus?

9. Kakue meroasl Tepanuu »Toro 3abosieBanus Bl 3Haere? ['ne peOEéHOk Oymer
HAOJI0/IaThCS, YTO BKJIIOYAIOT B IIJIaH JUCIAHCEPHOTo HAOII0AeHUS?

10. Ha uyto HampaBiieHbl OCHOBHBIE peaOWIMTALIMOHHBIE MEPONPUATHSA TPU ITOM
3a00sieBaHUN?

11. Crnenyer nu HanpaBUTh JaHHOTO peOéHka Ha MCD? Byner au ycraHoBIeHa
WHBAJIUTHOCTH?

CuryauuonHas 3agaya Ne 4

B Menuko-reHeTHUECKyr0 KOHCYJbTalMIO oOparuiack neBouyka 5 jer. JKamoObl Ha
OTCYTCTBUE pe4M, TMpoOsieMbl B OOIIEHUM U OOyYEeHMH, arpecCUBHOE IIOBECHUE.
['eHeanoruyeckuii aHamMHe3: 3TO BTOPOW peOEHOK B CeMbe, CTapIlas CecTpa U POJUTEIH
3n0poBbl. Ha MoMeHT HacTymieHus GepeMeHHOCTH MaTtepu Obuio 33 roxa. Poasl cpouHsle,
nyreM KecapeBa ceueHusi. Bec mpu poxnenun 2840 rp, nnuHa tena 47 cM, OKpPYXHOCTb
rosioBel 33 cM. Ouenka o mkaine Anrap 6/8. B ponnoMe ObIT JHATHOCTUPOBAH BPOKICHHBIN
MOPOK Cep/lla: HAAKJIANAHHBI CTEHO3 JIETOYHOH aprepuu. HepBHO-IICMXWYECKOE pa3BHTHE:
CaMOCTOSITENILHO XOJUT C 27 MecsleB, MEPBbIE ClI0Ba MPOU3HOCUT C 42 MecsueB. B nepsbie 2
roja OTMEYAIMCh TPYIHOCTH TpH KopmieHHH. B 4 roma Obuia omepupoBaHa IO MOBOAY
COJIPY’KECTBEHHOT'O KOCOTJIa3Hsl.

deHoTUNIMYECKHE OCOOCHHOCTU: MHUKpoledaius, NepuopOuTalbHas IMOJHOTA TKaHEH,
SMMKaHT, “‘3Be3Auaras’ paay’kka, IUIOCKas MMEePEeHOCHIId, BBIBEPHYThIE HO3pPH, OONBILION pOT,
HOJIHBIE TYOBI, MaJICHbKHUE 3YObl, TyIOYHas TpblXka (CM. PUCYHOK 1).

Oduznyeckoe pazsutHe: Bec 13,5 kr (menee 3 mepuentwis), poct 101 cm (3 - 10
NEPLEHTUIb).

WHTemnekT: BeIpa)keHHOE CHIDKEHHE.

OCOOCHHOCTH TIOBE/ICHUS: arpeCCHBHOCTb, OTMEYAETCs ayToarpeccusi, MmpoOJieMbl B
KOMMYHHKAIIMH, THIIEPAKTUBHOCTh, CTEPEOTUITNH, PA3APAKUTEIEHOCTh
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Pucynok 1. ®enorun pebéuka [Eur J Hum Genet 22, 64-70 (2014).
https://doi.org/10.1038/ejhg.2013.101].

Bormpockl k cutyaliioHHOM 3a1ay4e:

1. YcTaHOBUTE IPEIBAPUTENBHBIN TUarHo3, 000CHYIITE ero.

2. C  KakuMu  CHHAPOMAMH  HEOOXOAMMO  NPOBOAMUTH  KIMHUYECKYIO
mubdepeHIMaTbHYI0 TMarHOCTUKY 3TOr0 3a001eBaHus?

3. KakoBa »Tmomorus storo 3aboneBanus? K kakoil rpyrmme HaciaeICTBEHHBIX
Oone3Hel otHocuTca?

4. Kakmne meronsl oOcnemoBaHus HEOOXOIUMBI JJIsi TOATBEPXKICHUS IUarHo3a?
[Tepeuncnure Hanbosee 1enecoodpasHbIe.

5. Wutepnperupyiite 3aInuCh pe3yibTara o0cIeoBaHuS pebénka:
arr[hg19] (7)(g11.23q11.23)(72717345-74133310)x1, mpu HEOOXOAUMOCTH HCIIOIB3YHTE
reHeThuYecKkre 0a3bl JaHHbBIX.

6. Eciu Obl y mamumenta ¢ Oonee MATKUM (EHOTUIIOM Jenenusi Obuia Obl HE
oOHapyxeHa, Kakoe 00clieioBaHne He00X0IMMO PEKOMEH10BaTh? byeT 1 3T0 MOATBEpk AaTh
JMarHo3, KoTopelit Bel mocraBuinu (B 1m.1)?

7. Uro BKIIOYAET TMporpaMMa JICUYCHHUsS, JTUCIAHCEPHOTOo HAOMIOJACHHUS U
peadbHITUTAIIH MTAIIUEHTA C STUM CHHJIPOMOM?

8. Cnenyer nu HampaBUTh JaHHOTO peOEHka Ha MCD? Bymer nm ycraHoBieHA
WHBAJIUIHOCTH?

9. Kakoli moBTOpHBIN pUCK POXKICHHS OOJNBHOTO 3TUM 3a00JieBaHUEM peOeHKa B
o0crenoBaHHOM ceMbe?

10. Kakune metonsl mpoduiakTUK HEOOXOAMMO MPUMEHHUTHh B JaHHOH CeMbe C
[ENbI0 MPEOTBPAIICHUS POXKACHUS OOILHOTO peOEHKA, B TOM UHKCIE C ATHM 3aboieBaHreM?

CuryauuonHas 3aga4a Ne 5

B Meauko-reHeTHuYeCKyl0 KOHCYJIbTalMi0 oOpartuics Manpuuk 6 jer. JKamoObl Ha
CHIDKEHME ciayxa. ['eHeanornueckuif aHaMHe3: 3TO BTOpoi peOEHOK B ceMbe, cTaplias cecTpa
POJMTENH 37I0POBBI, Y 0aOyIIKK 1O OTIIOBCKOM JIMHUM T€TEPOXPOMUS paly’KKu U Oenas npsib
BoJsioc. Pozsl cpounsle, ecrecTBeHHbIe. Bec pu poxxnenun 3250 rp, ymHa Tena 50 cm. OneHka
no mkane Anrap 8/9. HepBHo-nicuxudeckoe pa3BUTHE: CaMOCTOSATENILHO XOAUT ¢ 12 Mecsles,
nepBble cioBa Mpou3HOcUT ¢ 11,5 mecsnesB. B 6 MmecsueB Oblia auarHocTHpoBaHa 00JIE€3Hb
I'mpmmpyHra, noATBepKAEHHAs TMCTOJIOTMYECKH, IO MOBOJY 4Yero omnepupoBaH. B 1,5 rona
POIUTENN CTajdd OTMEYaTh CHIDKEHHE CJyXa, HPUXOJIUIOCh HECKOJIbKO pa3 IOBTOPSTH
oOpamieHne Kk pedeHKy. MeToJoM ayJuOMETPUH YCTAaHOBJIEHA HEHPOCEHCOpPHAs TYTOYXOCTb.
W3 anamHe3a Takke U3BECTHO, YTO B MJIaJIeHYeCTBE y peOeHKa Oblia Oenast mpsiab BOJIOC Ha
7100M, KOTOpast CO BpEMEHEM HcYe3a.

deHoTUNMYEeCKHe 0COOCHHOCTH: IMPOKas MEPEHOCHIIA, CBETIO-TOIYObIE T1a3a, BBICOKOE
pacIioyio’KeHHe yriia mpaBoil JOMaTKH (CM. PUCYHOK 1).

®usnueckoe paszputue: Bec 20 kr (25 - 50 mepuentuns), poct 116 cm (50 - 75
NEPLEHTUID).
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A B

Pucynok 1. ®enotun nanuenTa
[https://doi.org/10.1016/j.jot0.2018.05.005]

Bomnpocs! k cuTyanlnOHHOH 3aja4e:

1. YcTaHoBUTE  NpeABAPUTEIbHBI  AMAarHo3, OOOCHyiTe ero  (Ha30BUTE
JMarHOCTUYECKUE KPUTEPUN).

2. Kak nacnenyercs nannoe 3a6osieBanre? COOTBETCTBYET JIM POJOCIOBHAS CEMbU
ATOMY THITY HACJIeJJOBaHUsA? APryMEHTUPYHTE OTBET (HEOOXOANMO COCTAaBUTh POJIOCIOBHYIO)

3. Kakne mertonsl oOcienoBaHusi HEOOXOMUMBI ISl TOATBEPIKIEHHS IuarHosa?
[lepeuncnure Hanbosee neIecooOpasHEIE.

4. WnuTepnperupyiite pe3ynbraT 00cie10Banus peOEHKa:
B pesynbTare cekBEeHMpPOBAaHHUS MOJTHOTO IK30Ma y peOEHKa 00HApy>KE€H T'eHETUYECKUI BapHaHT
NM:001122659.3(EDNRB):c.828G>T(p.Trp276Cys), (OMIM:*131244.0001) (st
UHTEpHpEeTaIUU UCTIOJIb3YHTE OTKPBIThIE TeHEeTHUECKUE 0a3bl JaHHbIX).

5. Yro He0OXOAMMO BBIIOIHUTE AJIS MOATBEPXKACHHUS 3HAYMMOCTH U TATOT€HHOCTH
oOHapyXeHHOW MyTalluu B pa3BUTUU 3a00s1eBaHus Y peO&HKa?

6. Kaxkoit puck poxnenusi 6015HOTO peOEHKAa B JTaHHOW CEMbE MPU CIETYIOIICH
O6epemeHHOCTH?

7. Ectp nmu puck nns cubca (cecTpsl) yHacienoBarb 3ty myranuio? Tpelyetcs u
e€ obcienoBath?

8. Yro BKJIIOYAET MporpaMma JIEUCHMs, JUCIIAHCEPHOIOo HAOIIOACHUS U
peadmInTalMy NalyueHTa ¢ 3TUM CUHIPOMOM?

9. Crnenyer nu HampaBUTh AaHHOro ped€Hka Ha MCD? byner nu ycraHoBieHa
WHBAJIUTHOCTH?

10. Kakue meTonpl mpopuiakTUKM HEOOXOAMMO NPUMEHHUTHh B JaHHOW CeMbe C
1EJTBI0 PEOTBPAIIECHUS POXKICHUS 00JBHOTO peOEHKa, B TOM YHCIIE ¢ TUM 3a00eBaHuEM?

CuryannonHas 3agadya Ne 6
Ha npuem Kk Bpauy-reHeTHKY oOOpaTHJIach CEeMbsl C MaJb4MKOM 2 Mecsla IO

HAIlpaBJICHUIO Bpayda IearaTrpa U HCBPOIIATOJIOra B CBA3U C HAJINYHUEM BpO)K)IéHHOFO IOpoOKa
cepana U CyaopOKHbBIM CUHAPOMOM JIA UCKITFOUYCHHA HACJIICACTBCHHOI'O XapaKTEpa MMaTOJIOTHHN
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WIM TOCTAaHOBKM JHMarHo3a, a TakXe JUIsi YTOYHEHHs] IMPOTHO3a IOBTOPHOTO POKICHUS
0onpHOTO pebeHKa MPH CIeAYIONIEH OepeMEHHOCTH.

Pe6€nok or II OGepemenHoctn, | pomoB (AIUTENbHBIA OE3BOJMHBIN MPOMEKYTOK,
JUTUTENIBHOE CTOSIHUE TOJIOBKM B POJOBBIX MyTsiX). Bec mpu poxxkaenuun — 2850 r., poct — 50 cM,
oleHka 1o mkane Anrap 6/7 6amnos. [lepBas 6epeMeHHOCTS TpepBajachk Ha CpOKe 6 HeJelb Ha
¢dbone OPBU.

Bo Bpemsi OepeMeHHOCTH MaTh OTKa3aJlach OT MPOBEICHUS MPEHATAIBHOTO CKPUHUHTA U
VY31 mnoma. C mepBbIX CYTOK >KM3HM OTMEUaIMCh TOHUYECKHE CYIOpOrd. bbln BbIABIECH
BPOXKAEHHBIN OPOK CepALIa.

[Tpu ocMoTpe 0OHApY)KEHBI MUKPOAHOMAIMH Pa3BUTHS: KOPOTKas IIes, KOPOTKUN HOC C
Y3KMMH HOCOBBIMH XOJIaMH, 3aHYTBHI 3aBUTOK JICBOM YITHOW PAaKOBUHBI, JTMHHBIE TOHKHE
HabLbl PyK, IIUPOKUI O0JIBIION Majel] KUCTH.

Pe3ynpTaThl KIMHUYECKUX AaHAM30B KPOBM W MOYHM B Tpeneiax pedepeHCHBIX
WHTEPBAJIOB.

buoxumuueckuii aHanu3 KpoBU Ha 2 CYTKHU KH3HU: COJIEp)KaHUE KajbIus B KpoBH 1,58
MMOJIB/ (HOpMa i aeteid 1o 6 mec. - 2,3-2,5 MMOoJIb/JT), OCTaJIbHBIC TIOKA3aTelId B Ipeaeiax
pedepeHCHBIX 3HAYCHHH.

OXO-KI': MHOXecTBeHHbIE Je(EKThl MEXOKETYIOYKOBOH MEPeropoaku, aedexT
MEXKIPEACEPAHON IEePErOPOIKH, JO0ABOYHAS JIeBas BEPXHsSsA IIOJIas BCHA, BIAJaromias B
KOpPOHApHBIN CUHYC

Heiipoconorpadusi: pacmmpenne OOKOBBIX KETyJOUKOB.

CeMeliHbIii aHamMHE3 HE OTATOUIEH HACIEACTBEHHBIMU 3a0ojeBaHUsAMH. bpak He
poacTBeHHbIA. Poaurenn mononasl u 3A0poBbl. OcobOeHHOCTEH ¢eHoTUna y poautenei He
00HapyXeHO.

BOHpOCH K CI/ITyaL[I/IOHHOﬁ 3aaa4c:

1. HazoBure HanOosiee BEpOSATHBIM NpeIBAapUTENbHBIM JUarHo3, Ha30BUTE
JTUArHOCTUYECKUE 3HAYMMBIE CUMIITOMBI JJisi TOCTAHOBKHM TMPEIBAPUTEIHHOTO JHArHo3a B
JTAaHHOW KJIMHUYECKON CUTYallWH.

2. Uro sBisETCS MPUYMHON HEOHATANIBHOTO CYJOPOKHOTO CHHApPOMA Yy peO&HKa B
JAHHOM KIIMHWYECKOM cuTyaruu? Kakue mMpuUUYMHBI HEOHATAJIBHOTO CYIOPOKHOTO CHHIpPOMA
HACJIEICTBEHHOW ATHOJOTUU Bbl 3Haere? C KakuMU CHUHAPOMAMH HEOOXOIUMO TMPOBOAHTH
KIMHUYECKYIO AU(depeHIINaTBbHYI0 TUarHOCTUKY 3TOTO 3a00IeBaHus?

3. KakoBa stmonorusi storo 3aboneBanusi? K kakoil rpymme HaclieCTBEHHBIX
Oone3nelt otHocutcs?

4, Kakne meronsr oOcriemoBaHus HEOOXOAWMBI ISl TOATBEPIKIACHHS TUarHosa?
[Tepeuncnure Hanbosee 1enecooOpasHbIE.

5. WNurtepnperupyiite 3aMuch pe3yabTaTta obcnenoBanus pebénka:
arr[hg19] 22911.21(18645354_21465750)x1 (nmpu HEOOXOAMMOCTH HCIIOJIB3YHTE OTKPHITHIE
reHeTHuYecKre 0a3bl JaHHBIX )

6. Ecnu Ob1 y manuenTa nenenus Obliia Obl He oOHapyXeHa, Kakoe oOclieZloBaHUE
HE0OXOaMMO peKOMEH0BaTh? byneT mu 3TO MoATBEPKIaTh AMArHO3, KOTOPhIM Bbl mocTaBmim
(Bm.1)?

7. Crnenyer nu HampaBWTh JaHHOTO peOéHka Ha MCD? Bymer nm ycraHoBiIeHA
WHBAJIATHOCTH?
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8. Uro BKIIOYAET TNporpamMma JI€UeHUs, JAUCIIAHCEPHOTO HaONIONECHUS W
peaduauTanuy nanueHTa ¢ ’TUM CUHIPOMOM?

9. Kakoii moBTOpHBI pHCK pOXIeHUs OOJBHOrO 3TUM 3aloiieBaHHEM peOeHKa B
oOcienoBanHON cembe? Kakme MeponpusTéss HEOOXOAMMBI Ui YTOYHEHHS T'€HETHYECKOTO
pucka?

10. Kakne meronsl mpoduiiakTUKH HEOOXOIMMO NMPUMEHUTHh B JAHHON CEMbE C

LEJbIO MTPEIOTBPALLEHUS POXKACHUS OOJIBHOTO peOEHKa, B TOM YHUCIE C ATUM 3a00JieBaHUEM (B
3aBHCHUMOCTH OT Pe3yJIbTaTOB OOCIIEIOBAHUS POAUTENCH)?

CuryanuonHas 3ajgada Ne 7

K Bpauy reneruky oOparuiach CEMbsl 1O IOBOJIY YTOYHEHHUS NPHUYMHBI 3aICPIKKH
IICUXO0AMOLIMOHAJIBHOTO ¥ UHTEJIEKTYaJIbHOT'O Pa3BUTHS Y ChIHA 8 JIET U IPOrHO3a IOTOMCTBA.

Pe6énok ot Il 6epemennoctu, Il ponoB ¢ MIUTENbHBIM OE3BOAHBIM MPOMEXYTKOM. Bec
npu poxaeHur — 3200 r., poct — 51 cMm, oreHka 1o mkaie Anrap 8/9 6amios

Pannee mcuxomoTtopHoe pa3BuTHe 0e3 ocobeHHocTeil. B Bo3pacte 10 1 roga Ha ¢one
temneparypsl npu OPBU ormeuanuce cynoporu (ogHOKpaTHO, Oosiee He oBTOpsuinCh). [loce
3-x yer oOpaTniM BHHUMaHUE Ha 33JCPKKYy (OPMUPOBAaHUS PEUH, C IETHbMH KOMMYHHULIUPYET
IUI0XO0, TUINEPAaKTUBHOE IIOBEJIEHUE, KOHTAKT IJla3a B IJja3a €CTh, JXOJIAJus, IU3apTpus,
OTMEYAIOTCS  CTEPEOTHUNUM (HE YacTo), YyYUTCA B 1-M  KOPPEKIMOHHOM  KJjlacce
00111e00pa30BaTEeIbHON IITKOJIBI.

[Ipu ocmoTpe oTMewaroTcs Au3MOpGUYECKHEe YepThl CTPOCHHUS: HE3HAUYUTEIHHO
YJIMHEHHOE JIULIO U OTHOCUTEJIBHO YBEJIMYEHA HUKHSAS YENIIOCTh, YIIHBIE PAKOBUHBI KPYIIHBIE,
OTTOIBIPEHHBIE; IockocTonue I-1I crenenu, nposanc MUTPaIbHOrO KianaHa.

B xnuHMYecKMX 1 OMOXMMUYECKUX aHaIM3aX KPOBM M MOUM MATOJIOTUH HE OOHAPYKEHO

O0I' — 6e3 ocobennocreit. MPT — matonorun He oOHapyxeHo. PonuTtenu 310pOBBI.
Hacnencreennsie 3a0oneBanus otpunatot. Ecth 310poBas noub, 18 ner.

[To naHHBIM ceMeHHOro aHaMHe3a JIBOIOPOJHBIM Asiid peOEHKa (ChIH POIHOW CecTphl
0a0yIIKi MO JTUHUU MaTepHu) CTPaJaeT JIETKOW CTETEeHBbI0 YMCTBEHHOW OTCTaNoCTH. PomHoii
cTapumii Opat (57 net) marepu cuuTaeT ceOs 370pOBbIM, HO MOCIEAHUM rojx HaOirogaercs y
HEBPOJIOTa 10 MOBOAY TpeMOpa MalblEeB KUCTU (CUMTAET, YTO Ha (poHE cTpecca); UMEeT JABYX
3/I0pOBBIX AeTei (104b, 20 jet, u cbiHa, 15 nerT).

BOHpOCH K CI/ITyaL[I/IOHHOﬁ 3aaa4c:

1. HazoBute Hanbosiee BEpOATHBIN MpeaBapUTENbHbIN 1uarHo3. OTBeT 000CHYyiiTe.

2. C kakumMu 3a00JIeBaHUSIMA HEOOXOAMMO TPOBOAUTH U] depeHITnaATbHYIO
JUArHOCTHKY, KaKUe pe3yibTaThbl OOCIENOBaHUS M KOHCYJIbTALMHU KaKUX CIEHUATMCTOB I
3TOTr0 HEOOXOJUMBI.

3. KakoBa stmonorusi storo 3aboneBanusi? K kakoil Tpymie HacleICTBEHHBIX
6one3neit otHocutcs? Kak Hacnenyercs?

4, Kakue metonsl oOcnemnoBaHus HEOOXOMMMBI sl TOATBEPXKIEHUS IUarHo3a?
[Tepeuncnure Hanbosee 1enecooOpasHbIE.

5. WnTepnipetupyiite 3anuch pe3yapTaTa 00cieq0oBaHus peOEHKa:

6. Ecnim Opl y manmenta oOcienoBaHue, HasHaueHHOe Bamm, oka3zanoch

HEpE3yIbTATUBHBIM, KAaKOW CJIETYIOMUNA Mar HE0OX0AUMO TIPEATNPUHSTH?
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7. [Ipennoxute mOporpamMmy  JI€UEHHs, JUCHAHCEPHOTO  HAOMIOJEHUS U
peadbmIUTalMK MAMEeHTa C 3TUM CHUHJIPOMOM, IPHU JIPYTUX COCTOSIHUSX aCCOLMHUPOBAHHBIX C
HApYIICHUSIMHA B TOM K€ TeHEe?

8. Cnenyer nu HampaBUTh JaHHOTO peOEHka Ha MCD? Byner nm ycraHoBieHA
WHBAJIUTHOCTH?
9. CeMbsl TUIAHUPYET MPOJODKUTH JETOpOoKIeHUE. Kakod MOBTOPHBIM PHUCK

poxzeHuss OONbHOrO 53TUM 3a0ojeBaHHMeM pebeHka B oOcienoBaHHOW cembe? Kakue
MEpONPUATHSI HEOOXOAUMBI 1JIs1 YTOUHEHHS TeHETUYECKOro pucka?

10. OneHuTe pUCKH IS ICTEH U BHYKOB OpaTa MaTepH.

11. Ponnas cectpa nmpobanaa obparuiack k Bam 3a KoHCynbTaMen CIycTs msTh JIET
[0 HAINpPaBJICHHUIO aKyLIepa-THHEKOJIorTa B CBS3U ¢ OecruiogueM B Opake, HU3KHM YPOBHEM
AMI', HU3KUM OBapHAJIBHBIM pe3epBOM. MOXET JI1 3TO OBITH CBsI3aHO ¢ OoJyie3HBIO €€ Opara.
Kakue mytu pemeHust mpo0iieMsl AETOPOXKACHUS Bbl MoXkeTe el mpeasoxKuTs?

CuryanuonHas 3aga4a Ne 8

B Menuko-reHeTHUeCKyr0 KOHCYJIbTALMIO oOpaTuiach MaTh ¢ MajibyukoM (16 jer), mo
HAIpPaBJICHUIO IeAuaTpa U KapAHOJIora C LEJIbl0 YTOYHEHHUS JUarHo3a, IpOrHo3a 3/70pOBbs,
BbIOOpA TAKTUKU JICYEHUS U HAOIIOCHUSI.

AHaMmHe3 3a0oJieBaHus: MaJIbuuK OT 1-ro Opaka, 1-0if GepeMeHHOCTH, pOC U pa3BUBAJIC
COOTBETCTBEHHO BO3pacTy. B paHHeM JeTcTBe HaOMIOJANCS Y4YacTKOBBIM I€AMATPOM:
WU3MEHEHUH CO CTOPOHBI CEPACUHO-COCYIUCTON CUCTEMBI Y MALMEHTa HE BBISBIICHO, IIPU3HAKOB
HE/I0CTaTOYHOCTH KPOBOOOpAIIEHUs HE OBLIO.

VY nanuenTa B Bo3pacte 6 JeT OblI BbISIBIEH OJBBIBUX XPYCTAINKA, B 7 JIET, 110 JaHHBIM
sXoKapauorpaduu cepaua, - Iposiaric MUTPAJILHOTO KJlalaHa, SKCLEHTPUYHOE PacIoyioKeHUe
AoOpTaJbHOTO KJamaHa, Tpabekyna B JieBoM kenyaouke. C 8 Jjer nepuogudecKud CTalu
OecriokouTh HowIIMe 00aM B cepAaue npu (QuU3MYecKol Harpyske, cepiauedueHue, 4To
MOCITY>KUJIO TOBOJOM JUIsl 00C/IeIOBaHNUS MAIlMEHTa B YCIIOBUSAX CTAllMOHApA.

®enotun: poct 166 cMm, Bec 36 Kr, aCTEHUYECKOTO TEJOCIOXKECHUS, apaxHOMAKTUIIH
KHCTEH W CTOI, aCUMMETpUYHas KUJIeBUAHAs JedopMalus IpyIHON KIETKH, KudoThueckas
OCaHKa, IPaBOCTOPOHHUI T'PYIHOM, IEBOCTOPOHHUM MOACHUYHBIN ckonno3. B obmactu cepana
oTMeuaercst mynbcanuss Bo II-IV mexpebepbe (M/p) cneBa. AyckynbTaTUBHO: | TOH Ha
BEpXylLIKe ociabiieH, Haj Bcell o00JacThl0 cepAlla, MaKCUMajJbHO Ha BEpXYIIKE,
BBICITYIIMBAETCS IPpyObIil cucTonnueckuil mym, B I1I M/p - KOpOTKHUI AMACTONMYECKU LIyM.

CeMeliHbIM aHAMHE3: OTSIOILEH 0 CepJCYHO-COCYAUCTHIM 3a00J€BaHUAM, AEIyIIKa 10
JUHUU OTHa yMEpP B Bo3pacte 28 JeT, Mpu4YrHa He yCTaHoOBJIeHA. B Bo3pacre okono 35 ner
yMep OoTell, MpUYMHAa CMEPTH - PacCiIauBaloIascs aHEBPU3Ma aOpThl. Y MaTepu B HACTOSIIMM
MOMEHT BTOPOH OpaK, OT KOTOPOTO €CTh 370pOBast A04b (8 JeT).

Bomnpocs! k cuTyalinoHHOH 3a1a4e:
1. HazoBure Hanbosee BepoSTHBIN NpeaBapUTENbHBIN AuarHo3. OTBeT 000CHYHTE.
2. C kakumMu 3a00JIeBaHUSIMH HEOOXOIUMO TPOBOAUTH U epeHITnaTbHYIO

JUArHOCTHKY, KaKUe pe3yibTaThbl OOCIENOBaHUS M KOHCYJIbTALMU KaKUX CIEUUATHCTOB IUIs
sToro HeoOxoaumsl. [TonTBepskaator nu Bamn npeaBaputenbHblil [UarHo3 3T 0ocae0BaHus?
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3. KakoBa sTmomorust storo 3abosneBanus? K kakoil rpyrmme HaciaeICTBEHHBIX
0one3nelt otHocurca? Kak Hacnenyercs?

4. Kakune meronsl oOcnemoBaHuss HEOOXOIUMBI JJIsi TOATBEPXKICHUS IUarHo3a?
[Tepeuncnure Hanbosee 1enecoodpa3HbIe.

S. WNHuTtepnperupyiite 3alHUCh pe3yabTara o0cnenoBaHus pebénka:
NM_000138.5(FBN1):¢.6920G>C(p.Cys2307Ser) [OMIM:* 134797.0002,
dbSNP:rs137854457]; (ucronb3yiiTe OTKPBIThIC TeHETHYECKHE 0a3bl TaHHBIX ).

6. Eciu Ob1 y mnamnuenta oOcienoBaHue, Ha3HadyeHHOe Bamu, okasanoch

Hepe3y/IbTaTUBHBIM, KAaKOH CIEAYIOIUI [Iar HeoOXOIUMO MpeanpHHATh? O3Hayaer JIu 3TO,
YTO AMArHO3 UCKIIIOUEH?

7. CeMbsi mIaHMpPYET NPOAOKUTH JETOpOoXkAcHHE. Kakoll IOBTOPHBIM pHCK
poxneHuss OONbHOrO 53TUM 3a0ojeBaHuMeM peOeHka B oOciermoBaHHOW cembe? Kakue
MEpOTPHUATHS HEOOXOAUMBI IJIsl yTOUHEHHS TeHETHYECKOTo prcKa?

8. Ouenute pUCKU IS JIeTel 00clIeIoBaHHOTO MajbuMka B OyayIleM, Kakue
npodUIaKTUYECKHEe MEPHI MOKHO Oy/IeT peKOMEHI0BATh MPH IIIAHUPOBAHUU JAETOPOKICHUS.

9. Kakoe neueHue moka3aHO TMAalMEHTy, HEOOXOAUMO JH JIMCIAHCEPHOE
HaOronenue?

10. Cnenyer nu HampaBUTh JaHHOTO peOEéHka Ha MCD? Bynmer nm ycraHoBieHA
WHBAJIUTHOCTH?

11. Uro BKIIIOUAET MporpamMma peabuanuTaluy ManyueHTa ¢ 3TUM CUHJIPOMOM?

CuryanuonHas 3aga4a Ne 9

K Bpauy remeruky oOparuiach ceMbs IO PEKOMEHALMU Bpaya HEOHATOJIOra POJJIOMA C
BOIPOCOM O HEOOXOIUMOCTH 00CIeJ0BaHUS HOBOPOXKAEHHOTO cbiHa. Pogurensm mo 30 iner,
ceMelHbIi aHamMHe3 He oTsaroméH. Ectb 3mg0poBas nous 7 ser (ot I OepemenHoctH). II
OEpEeMEHHOCTh — BBIKUJIBIII HAa CPOKE 7-8 HEelb.

Pe6énox ot III GepemennocTtu, mporekaBieil ¢ Tokcuko3om B [ Tpumectpe, B III
TpUMeCTpe — clie[ibl Oelka B Moue, yMepeHHble OTEKM Ha Horax. KoMOMHUpOBaHHBIM
npeHataibHblii cKpuHMHT | u Il TpumectpoB He mpoBoauics (otka3). Poxbr III cpounsle,
OCJIOXHMBILHUECS Cab0CThI0 poJoBoil AesrenbHocTH (I mepuon — 18 wacos, II mepuog — 30
muH). IlpoBogunace crumyssiuus okcuTonuMHOM. OneHka mno Imkane Amnrap 7/8 Oanos.
3akpHyal 1ocJie 0TCAChIBaHUS CIW3H U3 BEPXHUX JIBIXAaTEIbHBIX IIyTEH U TPaxeu.

Pe6énok (Manbuuk) poauicsa ¢ maccoil Tena 2900 r, qmuHoi 48 cm. KoxHble TOKpPOBBI
pO30BbI€, BhIpakeH akponrano3. Kpuk cnadwiii. bpaxunedannueckas popma uepena. Beipaxen
YepernHO-TUIEBON AU3MOP(GU3M U CTUTMBI TU3dMOpHUOreHe3a: KOCo pas3pe3 Ija3, SIMUKAHT.
Bricokoe roTmueckoe HEOO, MalleHbKHE HHU3KO PACIOJIOKEHHBIE VYIIHbIE PaKOBUHBI,
HEJIOpa3BUTHE KoOcTel Hoca, nporHatusMm. b.P. — 1,5x1,5 cm. BelpaxkeHa MbllieuHas
TUIIOTOHUS, CHUKEHHE pPE(IEKCOB CIHMHAIBHOTO aBTOMAaTU3Ma. bpaxuaakTUIMs KHUCTEH,
norepeyHas JIaJOHHAs CKJIajJKa Ha JIeBOW JagoHW. ['pynaHas kieTka OObIYHOW (OPMBI.
JlpIxaHue my3puiIbHOE, XpUIIOB HET. TOHBI cepAlia AOCTaTOYHO TPOMKHE, CUCTOIIMUECKUN IIyM
B III Mexpebepbe cieBa OT TIpPyAUHBL, JauacToldyeckuid ImyMm. JKHMBOT MArKuii,
6e300mne3nenHbid. [lewenr +1,0 cM. Cene3énka y kpas noxapedeprsi. HapyxHble MmosoBbie
opranbl C)OPMHUPOBAHBI MPABWIBHO MO MYXCKOMY THMY. SIMUKM HaJa BXOJAOM B MOLIOHKY
(xpunropxusm). AHyc ectb. CTyll — MEKOHHUH.
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Bomnpock! k cuTyanimoHHO# 3a1a4e:

1. YcraHoBHTE TpeNBapUTENbHBIN TUarHo3, oOocHyiTe ero. KakoBa stuomnorus
sToro 3aboneBanus? K kakoii rpymme HaclIeICTBEHHBIX 00JIE3HEH OTHOCUTCS?

2. Uro HeoO0X0oAMMO sl MOJITBEPKACHUS/UCKIIOUCHHUS JaHHOTO JIMArHo3a:
cocraBpTe TIUIaH oOcnenoBanus. Kakue Meroapl 00ciemoBaHUs HEOOXOAMMBI IS
noaTBepkIeHus AuarHosa? [lepeuncnure Haubosee 1enecoodpasHble.

3. Bel monyunnm pesynbTaThl obOcnemoBanus: 46,XX.der(13;21)(ql10;q10),+21.
Pacmmudpyiite moxkanyiicrta. [loaTBepkmaer nm pe3yiabrar oOciemoBanus Bamr awarnos?
Kakoit MexaHn3M BO3HUKHOBEHHUS 3TOTO HapyleHus?

4. Kakue emé nuToreHeTHYecKre BapUaHThl MOT'YT SIBJIATHCS IPUYUHON JAHHOTO
cuHapoma’?
S. Uro BKJIIOYAET TMporpamMma JICUEHHs, JUCIIAHCEPHOTO HAOMIOJCHUA U

peadbmMTaly nareHTa ¢ 3TUM CUHJIPOMOM?

6. Cembsi MuIaHMpyeT JanbHelniee aeropoxacHue. Kakoll pucK MOBTOPHOIO
clIydas poXKIeHus peOEHKa ¢ ATUM CHHAPOMOM Y JaHHOW cymnpykeckoil mapel? Yto
HEOOXOIUMO TPENNPUHATH JJIs YTOYHEHHUS 3HaueHuM reHeTndeckoro pucka? UYto Ber
OKHJAeTe YBUAETH B pe3yJibTaTaXx 00ClIe0BaHUs CYTIPYTOB.

7. Kakue meronsl nmpoduiakTUKu HEOOXOAMMO INPUMEHUTH B JIAHHOH CEMbE C
EJTBIO TIPEJIOTBPAIICHUS POXKIACHUS 00JLHOTO peOEHKA?

8. Tpebyercs nu oOcnenoBaHue cTapiueil cecTpbl OOCIECIOBAHHOIO MajlbYMKa?
Kakoii reHeTHYeCcKui prcK JUTsl €€ TOTOMCTBA B OyaymieM, mpoQuiIakTHIeCKUe MephI?

9. Kakune nanupie Bbl mMorim Obl MOMYyYUTh HpPU HPOBEACHUH TMPEHATAIBLHOTO
ckpununra I u Il pumecTpoB, Bamu nerictBus.

10. Crnenyer nu HampaBuTh JaHHOro pe6éHka mHa MCD? bynmer nu ycraHoBieHa
WHBAJIUIHOCTE?

CuryanuonHnas 3axa4da Ne 10

Bam nmocTynun 3BOHOK M3 J1aOOpaTOPUH HEOHATAJIbHOTO CKPUHHUIA HOBOPOXKIEHHBIX, IO
NoBOJy JeBOYkM A., 12 nHel, B CBSI3U ¢ OOHApY)XEHHEM IOBBILIEHHOTO COJEP KAHUS
(deHunanaHNHA B MATHE KPOBU. BBl CBS3anuch ¢ poaUTENsIMH JE€BOYKHM M MPUTTACHIM UX Ha
NIOBTOPHBIM AaHANU3 KPOBU, W KOHCYJIbTaluio0. Pogutenn mpuexamu yepe3 1 Henmenro mocie
Bamrero 3BoHka, pe6€HKy — 19 nHei, xanoObl — OOMIBHOE CPBITMBAHUE, HHOT/Ia PaBHOLIEHHOE
pBOTE, HENPUATHBIN crienupuyecknii 3anax ot namiepcos. [Ipu ocMoTpe — 651eAHOCTD KOXKHBIX
MIOKPOBOB, CBETJbIE PAAYyKKH M BOJIOCHI, TUIIEPTOHYC MBI, CHEUMPUUECKUN (MBIIIUHBIN)
3amnax.

W3 aHaMHe3a Takke HW3BECTHO, y poauTeliel Opak MepBblil, HEPOJCTBEHHBIH, €CTh
CTapIIMiA 3TOPOBBIN CBIH 5 JIeT, AeBouka oT Il 6epemernHoCTH, MpOoTeKaBIIel 6e3 maronoruu, 1
CPOYHBIX POJIOB.

BOHpOCBI K CHTyElL[HOHHOfI 3aga4c:

1. VYcraHoBUTE TIpeABApPUTENBHBIA JUArHO3, 000CHYHTe ero. Kakoma sTmosorus
sToro 3abonieBanus? K kakoi rpyrmre HacIeICTBEHHBIX O0JI€3HEH OTHOCHUTCS?
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2. Uto HeoOXoauMO IS TMOITBEPKIACHUS/UCKIIIOYCHHS JaHHOTO JUarHosa:
cocTaBbTe IUIaH oOcnenoBanus. Kakwe MeToasl o00cienoBaHWsS HEOOXOAWMBI  JUIS
MOJATBEPKJIEHUS AMarHosa?

3. Bb1 nonyunnu pe3ynbTaThl 00CIe0BaHUS:

a) Pe3ynprarel HEOHATANBHOTO OMOXUMHYECKOTO ckpuHUHTa: @A - 15 mr/m (Hopma 2
mr/mr), I'T — 15 MxME/a (mopma), I'AJI — (wopma), 17-OH-miporecteporn — 17 HMOIB/1
(ropma), UPT — 70 ar/miu (HopMma);

0) PesynbTaThl MOBTOPHOTO OMOXMMHUYECKOTO oOcienoBaHus (KpoBb): @A - 26 mr/mn
(HopM™ma 2 mr/mn).

Pacumdpyiite. [loarBepkmaer nm pe3ynabTar obcienoBanus Bam amarHos3? Kaxoit
MEXaHU3M BO3SHUKHOBEHHS STOTO HapyIICHUs?

4. Kaxosa Baiia nanbHeitast Taktuka?

S. Kakue emé meronapl Tepanuu 3TOM Ipymnibl 3a0oneBaHuil Bbel 3Haete? Brl
MOJTYYMJIH pe3y/bTaT TeCTUPOBaHUS Ha yacThle MyTanuu B reHe PAH: oOHapyxkeHa myrtanus
R408W B roM03UroTHOM cOCTOSIHMH. BO3MOKHA 71 Tepamnus canponTepruHoM?

6. Cembsi IUIaHMpYyeT JanbHelniee aeropoxacHue. Kakoil pucK MOBTOPHOIO
Citydasi poKIeHHs peOEHKa ¢ 3TUM 3a00JIeBaHUEM Y JAHHOU Cympyxeckoil mapei? ¥V e€ cubca?

7. Kakue meronsl nmpoduiakTUKu HEOOXOAMMO INPUMEHUTH B JIAHHOH CEMbE C
LEJIBIO MPEOTBPALLECHUS POKICHUS 00JIBHOTO peOeHKa?

8. Kakue TpyaHOCTH 0XHAAIOT KEHIIUHY ¢ (EHWIKETOHYPHEH MpH JOCTUKEHUU
JIETOPOAHOTO BO3pacTa?

9. Kakue emé 3a00s1eBaHMs BXOIAT B IPOrpaMMy HEOHATAJIbHOI'O CKPUHUHTA.

10. Yro BKJIIOYAET IUIaH JUCHAHCEPHOTO HAOJIOJCHHS U PEaOMINTALUU MTallUeHTOB
¢ 3TuM 3a00JieBaHUEM?

11. Crnenyer nu HampaBuTh AaHHOro ped6€Hka Ha MCD? byner nu ycraHoBieHa
WHBAJIUIHOCTE?

CuryanuonHnas 3aga4a Ne 11

B Menuko-reHeTHYEeCKYI0 KOHCYJIbTAlMI0 00paTUiiach CEMbS I YTOYHEHUS IMarHo3a 1
nosyueHus: UH(POPMaIMU O TEHETUYECKOM MPOTHO3€ MO 3a00IeBaHUIO CBOCH MJIQIIIEH T04epH.
B cembe Tpoe merel, ABoe cTapmmux (AeBOYKAa U Mallb4YHMK) 30pOBBL. PoauTenu cocTosT B
HEPOACTBEHHOM Opake, CUUTaloT ceOsl 3A0POBBIMHU.

JeBouke 2 rona. Pogunacek ot 5-oif 6epeMeHHOCTH, OT 3-UX MPEKIEBPEMEHHBIX POJIOB B
cpoke recranuu 37 Hen. Bec npu poxxaenuu 2990 rp, poct 45 cM, olieHKa 1o mkaie Anrap 6/7
6amno. Ilocie poxaeHus peGEHOK MepeBe/ieH B OTAEJICHIE PEAHUMALUU B CBA3H C TSXKECTHIO
COCTOSIHHS, OOYCJIOBJICHHOM JIBIXaTEIHbHOM W CEPIACYHO-COCYIUCTON HEIOCTAaTOYHOCThI0. B
MepBbIC CYTKU XKU3HHU OBbLI TUAarHOCTUPOBAH BPOXKICHHBIA TOPOK CEep/Iia: OONIUN OTKPBITHIHA
ATPUOBEHTPUKYJISPHBIN KaHal, MHOXXECTBEHHbIE JEe(PEKThI MEAOKENTyI0UKOBOW MEPErOpoIKH,
OTKPBITBIA apTEepHANIbHBIM MPOTOK, OTKPHITOE OBajdbHOEe OKHO. [Ipum ocmorpe pebeHka
oTMeuanach 4arieoOpasHas (Gopma yIrHOW pakOBHHBI CIpaBa, ¢ MOBOPOTOM e€ k3aau. M3-3a
3aTpyAHEHUS] KOPMJIGHMS JE€BOUKY IMONBITAJIUCh T[EPEBECTH Ha KOPMJIEHUE 4epes
HazoracTpajibHbIi 30H4. OJIHAKO MONBITKA MPOBEACHUS 30H/1a Y€pe3 HOCOBBIE XO/Ibl OKa3anach
Heymaunoii. [lo pesynapTaTaM  BBIMOJHEHHONW  KOMIIBIOTEPHOM  TOMOTpaMMbI  Oblia
MUarHOCTHpOBaHAa arpe3uss xoaH. Ha 3-u CcyTkum Ku3HH peOeHKY Oblja BBITOJHEHO
XUpyprudeckas: KOppeKLusi BpOXKIAEHHOIO TMOpok cepaua. JlanbHelimee o0OcienoBaHue
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BKJIIOYAJIO YJIbTPa3BYKOBOE HCCIIEI0OBAaHUE OPTaHOB OPIOIIHON MOJIOCTH, OOHApYKUBIIIEE IOPOK
pa3BuTHs noyek: L-oOpa3Hoe cpalieHue moyek, u opTaabMOJOTHUECKUN OCMOTP, BBISIBUBIIUI
KOJIOOOMY JIMiCKa 3pHUTENBHOTO HEepBAa W CETYATKH JIEBOTO TIJasa. B nampHeimem Obu1o
IIPOBEJEHO XUPYPrUUECKOE JIEYEHUE 110 BOCCTAHOBJIEHUIO POXOIUMOCTH HOCOBBIX XOJI0B.

B pesynbrare MonekynspHo-reHeTudeckoro wuccienoanus resa CHD7 wmeronom
OpSAMOr0 aBTOMAaTHMUYECKOTO0 CEKBEHMPOBAHUS B OHK30HE 26 Obul OOHAapyXeH BapuUaHT
HYKJICOTHJIHOM  mocienoBareabHOCTH  €.5418C>G(p. Tyr1806Ter) B reTepo3uroTHOM
COCTOSIHUMU.

B Bo3pacte 2 jeT neBOYKa pa3BUBACTCA C YMEPEHHOM 3aIEp)KKOHW IICHUXMYECKOro U
pedeBoro passurus. E€ pocT u Macca Tena HaxXoAsaTCs B 5S-M IPOLEHTHUIIE.

Bormpockl k cutyaliioHHOM 3a1ay4e:

1. VYcraHoBuTEe  TpeNBapUTENbHBIM  OUarHo3, o00OCHyWTe ero (Ha3oBUTE
JTUArHOCTHYECKHUE KPUTEPHUN).

2. WuTepnpetupyiite  pe3yapTaT TIeHETHYeCKoro oOcienoBaHus  peOEHKa,
0OBSCHHUTE 3aMUCh (UCIOIB3YHTE OTKPBITIC TCHETHUYCCKHE 0a3bl JaHHbBIX ).

3. Kaxk nacnenyercsi nannoe 3abosieBanue?

4. Uto HE0OXOMMO BBITIOIHUTH, YTOOBI OIIPEICITUTH TPOUCXOXKICHHUE BBISIBICHHON
mytauuu B rene CHD7?

S. Kakoii puck poxaeHus OOJBHOTO peOEHKa B JTAHHOW CeMbE TPH CIEAYIOMISH
OepeMeHHOCTH, eclii 00a POAUTENS OTPUIATENBHBI IO 3TOM MyTauu?

6. W3MeHuTCs U PHUCK, €CIM CIEAYIOUIMl pEeOCHOK B CEMbE TOXKE OKaXKeTCS
0O0JILHBIM?

7. Uto BKIIIOYAET MPOrpaMMa OKa3aHUs MMOMOIIH JIETSM C 3TUM CHHAPOMOM?

8. Kakune meronsl mpoduiakTUK HEOOXOAMMO MPUMEHHUTHh B JaHHOH CeMbe C
1EJIBIO MPEOTBPAIEHUS POXKICHUS 00JIBHOTO peOeHKa, B TOM YHCIIE C ITUM 3a00JIeBaHUEM ?

9. OO0BsicHUTE pa3Iudre MEXK]Ty aCCOLMAIMEN U CHHIIPOMOM.

10. Crnenyer nu HampaBUTh JaHHOTO peOénka Ha MCD? Bymer nm ycraHoBieHA
WHBAJIUTHOCTH?

CuryanuonHas 3axa4a Ne 12

Bb1 Bpau reHeTk 00JacTHOTO MEPUHATAIBHOTO IEHTpa. Bac mpuriacuiu B OTIENeHUE
MaTOJIOTUH HOBOPOXKIEHHBIX. PeOCHOK OT mepBol OEpEeMEHHOCTH, POAMICS B CPOK C MacCoOu
1800 mymmua 47 cMm, oreHka 1o mkaie Anrap 5/7 6anios, 3akpyuyai OCIe OTCACHIBAHUS CIIM3U
W3 BEPXHUX JBIXaTeNbHBIX MyTed W Tpaxew. [Ipm ocMmoTpe: CKBO3Has paciieauHa TYOBI,
aJbBEOJISIPHOTO OTPOCTKA M He0a, CUCTOJIMYECKUN M TUACTOIMYECKHM LIyM, aria3us KOXHU Ha
CKaJlblle, KPUITOPXU3M, TIOCTaKCHUajdbHas MOJUCHUHIAKTIINAS TaibleB cTorm. OcMoTp
odransmonora: mukpodrTambM, kKatapakra. 9XO-KI' — JIMXII, AMIIIT; Y3U opranos
OPIOIIHOM MOJIOCTH U MOYEK: TUTIOTIA3US TTOYEK.

W3 anamHe3a M3BECTHO, YTO Ha MEPBOM IPEHATAIbLHOM CKPUHUHIE Ha Cpoke 13 Hexenb
ObT0 OOHapykeHO oMdasionene, HO CeMbs OTKa3ajdach OT KOHCYJIbTAIlMM TEHETHKa W
JanbHEWIero oO0cneoBaHUsd 1O KOH(ECCHOHAIbHBIM YOEXKIEHUAM, TaKXKe IKEeHIIHWHA
OTKa3aJlach OT JajJbHEUIIEro HaONIOACHUS B JKEHCKOW KOHCyibTanuu. CeMeWHbIi aHaMHe3
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CYIIpyroB HE OTATOIIEH HACIEACTBEHHBIMU 3a00JE€BaHUSMH M BPOXKIAEHHBIMU MOPOKAMH
pa3BUTHA. Y POJHBIX CHOCOB CYNPYTOB €CTh [0 OAHOMY 30POBOMY PEOEHKY.

Bompockl k cutyaliioHHOM 3a1ay4e:

1. YcTaHoBUTE TpeaBAapUTEIbHBIA JUarHo3, obocHyiite ero. KakoBa sTHonorus
aToro 3aboseBanus? K kakol rpymre HaclIeICTBEHHBIX 00JIE3HEH OTHOCHUTCS?

2. UYro HeoOXomauMoO Uil TMOATBEPIKICHHUS/MCKIIOYEHUS JIaHHOTO JUarHosa:
coctaBbTe IUIaH oOcnenoBanusa. Kakue weroapl o0cnenoBaHus HEOOXOAUMBI  JUIS
noaTBepkIeHus auarHosa? [lepeuncnure Hanbomnee menecoodpasHeIe.

3. Bbl monyumnu pesynbtaThl  obcienoBanus: 46,XX,der(13;13)(q10;910),+13.
Pacumdpyiite noxanyiicta. [lonrBepxmaer nm pesynabTar obcienoBanuss Bam numarnos?
Kaxoit MexaHn3M BO3HUKHOBEHHUS 3TOTO HapyILIeHUs?

4, Kakue emi€é muToreHeTUYECKUE BapUAHTBhl MOTYT SIBISITHCSI IPUYUHON JTaHHOTO
cuHapoma?
5. Uro BKIOYAET NporpamMma JICYCHHS M peaOWUiuTallyd TalkeHTa ¢ 3THM

cunapomoM? KakoBa MpOJOJKUTEIBHOCTD KU3HU NALMEHTOB C 3TUM CUHAPOMOM?

6. CemMbsi TUIaHMpYeT JajibHelmiee neTopoxkiaeHue. Kakoil pHCK NOBTOPHOTO
cillydas pOXJIEHUs peOEHKa ¢ STUM CHUHAPOMOM Y JaHHOW cynpyxkeckoil mapel? Yto
HEOOXOIUMO NPEINPUHATH JJIsi YTOYHEHHUS 3HaueHuM reHeTudeckoro pucka? Yrto Bel
OKU/IaeTe YBUJETh B pe3yJbTaTax OOCIEIOBaHMS CYNPYTroOB. 3alUIINTE KAPUOTUIT HOCUTEIS
XPOMOCOMHOM MEPECTPOUKH.

7. Kakue wmeTtonpl mpouiakTUKM BO3MOXHBI B JaHHOW cembe? Kakue myTu
peIICHUs TPOOIEMBI IETOPOKICHUS?

8. TpebGyercs nu oOciegoBaHHWE POJACTBEHHUKOB HOCHUTENS XPOMOCOMHOM
NIEPECTPOUKH?

9. Ecim Obl skeHIIMHA HE OTKa3zajach OT JAJbHEHIIEro HAOIIOACHHS B KECHCKOM
KOHCYJIBTAIIMH, KaKHUE MIard JOHKHBI ObUTA OBITH MPEATPUHSITHI?

10. Crnenyer nu HampaBUTh JaHHOTO peOénka Ha MCD? Bymer nm ycraHoBieHA
WHBAIUIHOCTE?

CuryanuonHas 3axa4a Ne 13

B Menuko-reHeTH4ecKyro KOHCYJIbTAIMI0 00paTuiack ceMbs JUIsl YTOUYHEHUS MarHo3a u
NoJIyuyeHus: MHPOpPMAIUU O MPOTHO3€ 37]0POBbS U BO3MOXKHOCTH JIeUeHUsI peOEHKa, a Takxke
JUTSL OLIEHKY T€HETUYECKOT0 PUCKa B ClIydae Cleylole 06epeMeHHOCTH.

Pe6énok poawmics y xeHmuHbl 37 et ot 1-oif 6epemenHocTH. [lpenaransHo mo Y3U
wioga B 26 HeN. TecTalud BbISBIEHA Makpouedaiuss M YKOPOUEHHE MPOKCHMAaIbHBIX
CETMEHTOB KOHeuHocTed. CeMelHbIiI aHaMHE3 HE OTAIOLIEH IO HaCJIEJCTBEHHBIM
3a00JIeBaHUSAM, POSBIIONIMMHCS CKEJIETHBIMU JUcIIasusmMu. Poaurtenn peGeHka 310poBbl. Y
otua 45 neT ecTb TPoe 3/10POBBIX JeTel OT MpeAbLAYyIIEro Opaka.

Pons! npounzomuu B 40 Hex.

[Tocne poxxnenust y pebenka oOHapykeHbl Makpoliedanvs, BHICOKANA 7100, THIOIIIA3HS
CpeIHel TpeTu JHIla, pU30MEINYecKoe YKOpOUeHHEe KOHEYHOCTel, KUCTU B (popme Tpesyodua,
M30JAaKTHIINA, OpaxuIakTuians v quddy3Has MbllIedHas TUITOTOHMSL.
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Bomnpock! k cuTyalimoHHO# 3a1a4e:

1. YcTaHOBUTE  TpEABAPUTEIBbHBIN  AMAarHo3, OOOCHYyHTe ero  (Ha30BUTE
JIMAarHOCTUYECKUE KPUTEPHH ).

2. KakoBa stuosnorus 3a0oieBaHus, Kak HacleayeTcs JaHHOe 3a0oseBanue?

3. Yro HeoOX0AUMO HA3HAYUT JJIS TOATBEPKACHUS IMarHo3a?

4. WutepnperupyidiTe  pe3ynbTaT T'€HETHYECKOro  oOcienoBaHus — peOEHKa

(pe3yapTaT TPEAOCTaBISACTCS, €CIUM OpPJWHATOP Ha3bIBa€T HEOOXOAMMOE HCCIIEIOBAHUE;
OPJIMHATOP JIOJDKEH MPOJEMOHCTPUPOBATh YMEHHUE MOJB30BAThCSI OTKPHITHIMU TE€HETHUECCKUMHU
0a3aMu J1aHHBIX ).

5. Uto HEoOXOAWMO BBHIMOIHHUTH, YTOOBI OICGHUTh TEHETUYCCKUI PHUCK TIpH
NOCETYIONNX OEePEeMEHHOCTX?

6. Kakoli puck poxaeHus OOJLHOTO peOEHKa B JaHHOW CeMbE MPH CIEAYIOMIEH
O6epemMeHHOCTH?

7. MoskeT aM TO3AHMN PEenpOAYKTUBHBIA BO3pPACT pOAMTENEH OBITH MPUYUHOMN
BO3HUKHOBeHUs MyTaiuu B rene FGFR3 u poxnenus 6onpHOTO pedenka?

8. Kakne metonsl mpodriakTUKH HEOOXOIMMO NMPUMEHUTHh B JAHHOH CEMbE C
[EJTBIO TIPEOTBPAIICHUS POXKACHHUS OOJILHOTO peOCHKA, B TOM YHCIIE C ITHM 3a00ieBaHreM?

9. Kakue w™eroapl JjedeHHs BO3MOXXHO TOPEKOMEHIOBATH JIETAM C JaHHBIM
3aboseBanneM? Uro OymeT BKIOYATh IpOrpaMMa AWCIIAHCEPHOTO HAONIONCHUS U
peadbunuTamn?

10. Crnenyer nu HampaBUTh JaHHOTO pedéHka Ha MCD? bynmer nu ycTaHoBieHa
WHBAJIUIHOCTH?

11. Kakmne cxoxkue Mo KIMHUYECKOW KapTUHE 3a00JIeBaHUS MOTYT BbI3bIBAThH
mytanuu B reie FGFR3?

CuryanuonHas 3aaaya Ne 14

K Bam o6partumnach cembsi 0 MOBOY MPOTHO3a 3/10pOBbs ChIHA 3-X JIET IO HAIIPaBJICHUIO
neauarpa. Y MajabuMKa Ha KOXK€ BO3HMKAIOT cTpaHHbIE MATHA. Co CJIOB MaTepu NepBbIE MATHA
MOSIBWINCH B BO3pacTe 2 MECALEB, OJHAKO B TEUEHUE MOCIEAYIOUINX 2-X JIET UX KOJIMYECTBO
3aMETHO BO3pOCIO, KPOME TOro, OHM CTaJld BHJHBI Oonee oTuémiuBo. IloHawany menuatp
OPUHST MX 3a «POJMMBbIE MATHA», OJHAKO MaTh peOEHKa HAcTOsIa Ha JOMOJIHHUTEIBHOM
oOciiezjoBaHUM U Oblja HampaBiieHa K reHeTuky. [Ipu ocMoTpe y manpumka oOHapyxuiu 10
IATEH 1BeTa Ko(e ¢ MOJOKOM pazMepoM OT 5 MM 10 2 cMm. PusnkanbHOE 00ClieJOBaHUE HE
BBISIBUJIO 3aMETHBIX OTKJIIOHEHUH, 00pa3oBaHUil Ha KOK€ M MPOYMX OYaroB, OJTHAKO 3HAYCHHE
OKPY’KHOCTH TOJIOBBI HAXOAMJIOCh HAa YpoBHE 95 mepueHtusieil (yBenuueHHas, HO B Ipejaenax
HOPMBI).

Ha nosTopHOM npuéme uepes roj, B Bo3pacte 4-X J€T y MaibuuKa MOSBUINCH BECHYIIKH
B MO/IMBIIIEYHBIX U MAaXOBBIX CKJIAJKaxX, IPU O(TATEMOJIOTHUYECKOM 00CII€0BaHUH NaTOJIOTUH
HE BbISIBIIEHO. OT MOJIEKYJISIPHO-TEHETUYECKOT0 00cie/I0BaHusl peOEHKA pOTUTENN OTKA3aIUCh
B CBSI3U C (DUHAHCOBOM CUTYaIHEH.

K Bo3pacty 5-6 ner poauTenu cTaiaud OTMEYaTh, YTO MajJbUMK HCIBITHIBAET TPYIHOCTH
npu 0O0y4eHHU M B OOLIEHUHM CO CBEpCTHUKaMHU. Takke pOAUTENH 3aAyMAUCh O POXKICHHUU
BTOPOTo peO&HKa, U XOTAT Oosiee TOUHBIN MPOrHO3 370POBbSI ChIHA U OLIEHKY M'€HETHYECKOIo
pHUCKa IpU NOCIEAYIOUUX 0€PEMEHHOCTSIX.
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[Tpu oOcnenoBanuu B 14 €T y Majgb4rKa BBISBICHBI MHOKECTBEHHBIC HEUPODHUOPOMBL.
CeMeliHbIil aHAMHE3 HE OTATOUIEH, IPU OCMOTPE POJIUTENEH CUMIITOMBI, UMEIOIIUECS Y
MaJIbYMKa He OOHAPYKECHBI.

Bormpockl k cutyaliioHHOM 3a1ay4e:

1. VYcraHoBuUTE NMpeBAPUTEIIBHBIN AUArHO3, APTYMEHTUPYUTE CBOM OTBET.

2. KakoBa stmonorus storo 3aboneBanusi? K kakoil Tpymie HaclieJCTBEHHBIX
Oone3neit otHocutca? CHUXKAET JIM OTCYTCTBHUE MPHU3HAKOB MATOJIOTHH B CEMEHHOM aHaMHeE3e
Ballly YBEPEHHOCTb B JUarHose?

3. Kakmne meronbl 0o0cieoBaHUsS MOTYT OBITh MPEIJIONKEHBI IS TIOITBEPKICHUS
JMarHo3a Ha MOJIEKYJISIpHOM ypoBHe? MHTepnperupyiiTe pe3ynbTar (IMPeIoCTaBISIETCS €CIH
oOyJaromuics Ha3bIBaCT HE00X0IMMOe UCCJICIOBAHNC, OpIMHATOP JIOJIKCH
MPOJEMOHCTPUPOBATh YMEHHUE IOJIb30BATHCSI OTKPHITHIMU T€HETHUECKUMHU 0a3aMM JIaHHBIX).
UYrto He0OXO0AMMO PEAIPUHATD, €CIIU OBl MyTalus He Obl1a oOHapyxeHa?

4. B ciyuae ecnu myranus y pe6€Hka He Oblia Obl OOHapyKeHa, UCKII0YAET JIU 3TO
npeamnonaraeMeiii Bamu quarnos?

5. Ecin Obl Obla BBISIBJICHA HEONMUCAHHAS MHUCCEHC MYTAIUs, YTO HEOOXOIUMO
MPEIIPUHSITh, YTOOBI yIOCTOBEPUTHCS, YTO JAHHAS MYyTalMsl ydYacTBYeT B IIaTOTEHE3e
3a0oneBanus?

6. Kakue nedcTBUS HEOOXOAWMBI JUIsSI OICGHKH TI'€HETHYECKOTO pHCKa IPpHU
nocneayomux oepeMeHHocTsx? Kakoil prck MOBTOPHOTO ciay4as poKIeHUsT peOEHKA ¢ ITUM
3a0oneBaHueM B JaHHOU cembe? Kakoil puck poxkiaeHus 00lbHOTO peO€HKa y o0cienyemMoro
MaJbuuKa B Oyayiiem?

7. Kakue Meronbl mpouIakTUKH BO3MOXKHBI B JAHHOW cembe (AN poauTeneit
naueHTa 1 JJig Hero B Oyayiem)?

8. OnuirTe MeXaHU3M BOSHUKHOBEHHS HEMpoduOpom.

9. Kakoii mporHo3 370poBbsl W Kakas TaKTUKAa HAOJNIOJCHUS, JICYCHUS U
peadbunuTaly Npyu BeJACHUN NAIMEHTOB ¢ HelipoguOpomaro3zom tum 1?

10. Cnenyer nu HanpaBuTh AaHHOro pedéHka Ha MCO? Byner iau ycraHoBiIeHa
MHBaJIUIHOCTbH?

CuryanuonHnas 3axa4a Ne 15

K Bam oOpartuiace cembs 110 OBO/Y MPOTHO3a 3/I0POBbsI ChbIHA 4-X JIET IO HAPaBJICHUIO
nenuatpa. Poaurenn mampurka 00ECHOKOEHBI TE€M, YTO MX ChIH OBICTPO YCTAET MPHU MEUIMX
NPOTYJKaX, C BO3PAaCTOM CTAaHOBHTCS BCE Oojee W Ooliee HEYKIIOKUM, HCIBITHIBACT
3aTpyIHEHUS TPH Pa3IMYHBIX JBIDKEHHSX, OCOOCHHO NMPH BCTAaBAaHWHM HA HOTH, MOABEME IO
JecTHUIlE, Oere, MPeaIOYNTaeT MaJIONOBH)KHBIC UTPBI, HO JIIOOUT KaTaThCsl HA BEIOCHTIE]IC.

Manbuuk ot IV 6epemennocTH, nporekasiiei 0e3 ocobenHocteit, IV ponos B cpok. [IBe
crapmue cectpsl (18 et u 12 net) u crapumii 6pat (8 ner) — 310poBbl. Y Marepu peOEHKa
O6bu1 Opat, KOTOpBI B Bo3pacTe 15 jer mepectan XoauTh U ymep B 18 njer (mpuuumHa He
U3BECTHA), MJIJIIIAsl CECTpa MaTepu MMEET 3[0pOBYIO Moub 11 JeT U B HACTOALIMI MOMEHT
KAET peOEHKa (OepeMeHHOCTh § HEJeINb).

[Ipr ocMoTpe BBl BHIWTE BHENIHE 30POBOTO MajbuWka, 0e3 MpU3HAKOB AnU3Mopdui,
KOTOPBIA HE MOXET BCTaTh Ha HOTH 0e3 momomm pyk. OOpamarT Ha ceOs BHUMaHUE
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BBICTYITAIOIINE UKPHI, IPUCYTCTBYET YMEpPEHHas1 cnabocTh OenpeHHoro crubdarens. Pedrexchbr
BBI3BIBAKOTCA.

Bormpockl k cutyaliioHHOM 3a1ay4e:

1. VYcraHoBuTE TpeABAPUTENIBHBIN  JIMArHO3, AapryMEHTHPYHMTE CBOM  OTBET.
CocTaBbTe POJOCIOBHYIO, OINpEAETUTEe TUIl HACIIEJJOBaHMs, COOTBETCTBYET U OH Bamemy
[penoyiaraeMoMy TUarHo3y?

2. KakoBa sTmomorust storo 3aboneBanusa? K kakoil rpymme HaciaeaCTBEHHBIX
0one3Helt otHocuTea? OnuIKTe NaTOreHe3 3a00eBaHusl.

3. Kakue meTospl 1ab0paTOpHOTO M MHCTPYMEHTAJIBHOTO OOCIIEeIOBaHUS CIIEIyET
3ampocuTh y poauteneit peoéuka? Uro Bel oxkupaere yBHIETh B ITUX pe3yibTaTaX, 4YTO
noaTBepAnIo 06l Bam npeaBapuTenbHbIi 1Marno3?

4. WuTepnpetupyiite pe3ynbraTr (IpeaocTaBiseTcs] eclid 00yJaromuicss Ha3bIBaeT
HeoOxoaumoe uccienoBanue): Ananus ypoas KOK B kposu — 25 000 En/n (Hopma — 170
En/n).

5. Kakue meTtoapl MUArHOCTUKKA HEOOXOIMMO HAa3HAYMUTH JUJIS TOJITBEPKICHUS
JIMarHo3a Ha MOJIEKYJISIpHOM ypoBHe? MHTepnperupyiite pe3yibTar (IIpeloCTaBISETCS €CIIH
oOydaroluiicss Ha3blBa€T HEOOXOAMMOE MCCIENI0BAaHUE): B pe3yjbTaTe IPOBEAEHHOTO
MOJIEKYJISIPHO-TEHETUUECKOI'0 HMCCIIEJOBaHMsI OOHapyKeHa Jenelus 3axBarbiBarolnas 44-47
9K30HBI. YUTO HEOOXOMMO TPEAIPHUHSATh, €CIIM OBl MyTaIus He OblIa oOHapy)eHa?

6. Kakoil mporuo3 juist 310poBbs ¥ *KHU3HHU NanuenTa? UTo BKIIIOYAIOT IPOTPaMMBI
JIeYSHMsI, AUCIIAHCEPHOT0 HAOIIOIEHUS U PeadMIUTALMHU TALIMEHTOB C 3TUM 3a00JeBaHuEM?

7. Crnenyer nu HampaBUTh JaHHOro pe6éHka mHa MCD? bynmer nu ycTaHoBieHa
WHBAJIUIHOCTE?

8. Kakue neiicTBus HEOOXOAWMBI JJs OLEHKM T€HETHYECKOro pHCKa Npu
MOCIEAYIOIUX 0EpEMEHHOCTSIX ?

9. Kakoli puck MOBTOpHOTO ciyyasi pokJIeHusi peO€Hka ¢ 3TUM 3a00JeBaHUEM B
IaHHO# ceMbe?

10. KoMy w3 pOJICTBEHHHKOB MalbulKa HEOOXOIUMO MEIHKO-TeHETHIECKOEe
KOHCYJIbTUPOBaHHME U MOJIEKYJIIPHO-TEHETHUYEeCKoe o0ciieioBaHue?

11. Kakue metobl npouiIakTUKY BO3MOKHBI B IaHHON ceMbe?

12. B uém paznuums Meimeunoi quctpodun Gopm dromenna u bekkepa? Moryt nu

00JeTh 3TUMU 3200JIEBAaHUSMU KEHITUHBI?
CuryanuonHas 3axa4ya Ne 16

Myxunna (40 neT) oOpaTuics K Bpady 3a KOHCYJIbTAllUEH KacaTelabHO paka MOJIOYHOMN
xene3bl. OH OecriokouTcs He 3a cedsl, a 3a CBOMX JBYX Jodepeil coorBeTcTBeHHO 10 1 12 jer.
VY ero cectpsl, 36 ner, OblI IMArHOCTUPOBAH paK MpPaBOil MOJOYHOH >Kesle3bl M MPOBEICHA
OJIHOCTOPOHHSSI MacCT3KTOMUS C MOCIENYIOIEed MaMMoIIacTuko. Ero mate ymepna ot sToro
3aboneBanus B Bo3pacte 40 yeT; y He€ M0 MaTepUHCKON JIMHUU €CTh JBe TETH: OJHA U3 HUX
3mopoBa, a BTopas (65 ner) JeuyuTcs OT paka sSMYHUKOB. OmHa W3 godyepedt 3Tod TETH
(mBOrOpOSHAS cecTpa MaTepH) TaKXKe TMepeHecia MacTIKTomuio B Bo3pacte 40 met. Pomnoi
Opat matepu ymep B 63 roga OT paka Mo/ PKeTyI0THON JKEJIe3hl.
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Bomnpock! k cuTyanimoHHO# 3a1a4e:

1. CocraBbTe pOJIOCIOBHYIO, KAK PACIICHUTH CIIy4aun HEOIUIa3uil B JaHHOH ceMbe

2. [TepeurcinTe OCHOBHBIC KPUTCPUH HACIICICTBEHHOTO Paka MOJOYHOM JKEJIe3bl

3. CocraBbTe miiaH o0cIeI0BaHus, 0OBSICHUTE TIOPSIOK 00CIIEIOBAHNS.

4. Wurepripetupyiite pe3ynbTar (MPeaoCTaBaseTcss eciii 00yJaronMiicsi Ha3bIBaeT

H606XOI[I/IMOG HCCICIOBAaHUC, OopaAruHAaTOp JOJIDKEH MMPpOACMOHCTPUPOBATDH YMCHUC
MOJIb30BAaThCS CCHIJIKAMM Ha 0a3bl ,Z[aHHBIX).

5. Kak mnacnenyercs BRCAIl-accounmupoBaHHBIA pak MOJIOYHOM JKEJIE3bl U
SIMYHUKOB

6. KakoBa BeposSITHOCTh paKa MOJIOYHOM >Kele3bl y Jodepeil oOpaTuBiIerocs
MYKYUHBI?

7. Ectb 1M puCK pa3BUTUS OHKOJIOTMYECKOTO IIpolecca y OOpaTHUBLIETOCS
MY>KUHHBI?

8. UTo BBI TOCOBETYETE KacaTeIbHO JUATHOCTUKH €T0 Jo4Yepsim?

9. Uro BKIOYaeT TIUIaH OPOMUIAKTHYECKHMX  MEpOINpHUATHH  (mporpamma

JTUCIAHCEPHOT0 HAaONIOEHUs) AJsl Jo4epeil oOpaTUBIIETOCs MYKUWMHBI, IPU OOHApYKEHHUH
MYyTaIliH, U €r0 CECTPHI.

10. Kto 13 uieHoB maHHOW ceMbu MOXET ObITh HampaBiieH Ha MCD? byner nu
YCTaHOBJICHA HHBAJIUAHOCTD?

CuryanuonHnas 3axa4da Ne 17

B Menuko-reHeTHYecKyl0 KOHCYNbTALMIO oOpatuics Myxk4uHa, 41 roxm, mocine
oOcriezioBaHus y He(posiora ¥ HEBPOMATOJIOra C LeNbl0 Bepu(UKALMN AUArHO3a, YTOUHEHUS
BO3MOXXHOCTH JIe4eHUsI M TporHo3a Juist neteid. IlpumepHo c¢ 32-x 5eT y Hero BHE3alHO
TIOSIBUJTMCH c71A00CTh B JIEBBIX KOHEYHOCTSIX W JUILIONUS (JIBOCHHE B IJ1a3aX), IPH STOM Y HETO
OBUT TMAarHOCTUPOBAH MHKPOHMHCYIBT. Kpome TOro, y HEro Takke OTMEYall yMEPEHHYIO
npoTenHypuro. Ha mpoTsKeHNn HEeCKOJIBKUX MOCIEAYIOMNX JIET MalueHT 3aMeyval, 9YTO OH He
MOTEET M YTO B JKAapKYIO0 IMOTOAY CTPAJaeT OT MeperpeBaHrs. JTO 3aCTaBUJIO €ro CHIDKATh
¢u3nUecKyr0o aKTMBHOCTb B JKapkue JHU. B oceHHe-3uMHMIA nepuos OecroKosT
HOKaJIbIBatOIIMe OOJM B KUCTAX M CTOIAaX, 0COOEHHO Ha MOpo3e. Bpems oT BpeMeHH BO3HUKAET
CHJIBHOE cepJilieOreHne, 0lHako 00K B Tpy/AM OH HHUKOT/a He 3amedan. Kaxzasie 6-8 Henens y
HEro BO3HMKAIOT MPHUCTYIIBI PBOTHI M AUAPEU, KOTOPbIE MPOXOJAT Ha Cleayouuii 1eHs. Kpome
TOTO, B TIOCJIEJTHEE BPEMsI OECITOKOUT O0JIb M1 OHEMEHHE B MAbIIaX HOT U PYK.

KoHcynpTHpyeMBINl K€HAT, y HEro ABOe JeTel: Aoub, 15 mer, u cbmH, 13 ner. ¥V
KOHCYJIBTHPYEMOTO eCTh poaHas cectpa (38 net) u 6par (28 ner, oT BTOporo Opaka Marepu), y
CecTphl — JiBa cbiHa B Bo3pacte 12 u 10 jer, OpaT He JKeHaT - CO CJIOB KOHCYJIbTUPYEMOTO BCE
3JI0pOBBI, HO CECTpa MHOTI/IA XKaJyeTCsl Ha TMOKaJbIBAaHUS, «MYpAIIKW» B KHCTAX B XOJIOJHYIO
noroy. MaTepu KOHCYJIbTHUPYEMOI'O MYKUUHBI 65 JIET, *KalyeTcsi Ha TOJIOBHbIE OOJIM, MHOTa
OECIIOKOUT apUTMHUs, HEOONbIINE MNPOOJIEMBI CO CIYyXOM, HO CIIyXOBBIM aIllapaToM He
nosab3yercs. Ero orery ymep ot uHdapkra Muokapaa B Bo3pacte 58 jer, Opar oTia u ero AeTd
(1oYb U CBIH) 370pPOBBI. Y MaTe€pH KOHCYJIBTHPYEMOT'O MY>KYMHBI ObUT poJHOM Opat (ymep OT
WHCYNIbTa B Bo3pacTe 51 roma) u aBe cecTpsl 0€3 0COOBIX MpoOIeM CO 30pOBbEM, Y Opara —
CBIH, Y CEeCTEpP — 1O JBE JOYEPH, CO CIOB KOHCYIBTUPYEMOTO 310pOBBI. Takke M3BECTHO, UTO
0aby1Ika KOHCYJIBTHPYEMOTO CO CTOPOHBI MaTepH >KajoBajgach Ha OOJM B CyCTaBax, JICUWIIH
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apTpUT, HO YyMepja OT MOYEYHOW HEIOCTaTOYHOCTH B Bo3pacte 57 mer. Jeaymika 1o
MaTEpPUHCKON JTUHUHU U POAUTENN OTIA, KOHCYIbTUPYEMOTO YMEPIU MpUMEpPHO B 85-87 meT.

Bormpockl k cutyaliioHHOM 3a1ay4e:

1. HazoBure Bain npeamnonaraemplii JuarHos.

2. CocTraBbTe POJOCIOBHYIO, MOXKHO JIM CJENAaTh BBIBOJ O THIIE HACJIECIOBAaHUS
3a001eBaHus 10 COCTaBIICHHON posiocioBHOM? Kak HacinemyeTcs 3aboneBanue?

3. Kakune cumnTomsl Bel oxxuiaete 0OHapy)KUTh pu ocMoTpe? Pe3yabTaThl Kakux
METO/IOB KJIMHUYECKONM WHCTPYMEHTAJbHON JAMArHOCTUKH CIIEyeT 3allpOCUTh Yy MalueHTa?
Onummre naToPpU3NOTOTUICCKII MEXaHU3M JaHHBIX HAPYIICHHA.

4. Kakue wmerompl oOciemoBaHUS HEOOXOAMMBI MJisi TOATBEpXKIeHUs Barero
auaruosa?
5. [TonydeH pe3ysibTaT OMOXMMHYECKOTO O00cienoBaHus (NMPEIOCTABISAETCS, €CIIU

OpIMHATOP NPaBUIBLHO HAa3bIBa€T HEOOXOAMMOE wuccliefoBanue). JlocTaToueH U OH JUIs
MOJTBEPK/ICHUS WM UCKITIOYEHHS MPEANoIaraeMoro quaraosa’?

6. CrnenyeT nu MpPOBOIUTH MOJIEKYJSIpPHO-TeHeTH4eckoe uccienoanue? Ecnu na,
TO ¢ Kakou nenwto. Kakum meromom? MuTepnperupyiite pe3ynbTaT (MPEIOCTABISIETCS €CIH
oOyuaromuiics Ha3bIBACT HE00X0IMMoe UCCIIEJOBAHMUE; OpAUHATOP JIOJIKEH
MIPOJIEMOHCTPUPOBATH YMEHHUE TMOJIH30BATHCSI OTKPBITHIMHU IT'€HETUYECKUMH 0a3aMu JaHHBIX ).

7. OueHuTe TEHETUYECKUE PUCKM i JeTedl mpobaHaa, [Uisl pPOAHBIX U
JIBOIOPOIHBIX CHOCOB, YTO HEOOXOIUMO PEKOMEH/I0BATh (Ha3HAYHTh ).

8. Kakoe neuyenne tpedyercs HazHauuTh oOcienyemomy Myxunne? Kak depmMenr,
BBOAMMBIA BHYTPUBEHHO, momagaer B kieTku? Komy emé B 3TOl ceMbe HEOOXOIUMO
HA3HAYUTH JieueHue?

9. Uro JAOoMKEeH BKIHOYATh IUJIaH JUMCIAHCEPHOTO HAOMIOAEHUS U IUIaH
peaduIuTaIU TIPU STOM 3a00JIEBaHUH?

10. Kto u3 uneHoB 3Toi cembu MOXET ObITh HampaBieH Ha MCD? byaer nm
yCTaHOBJICHA HHBAJIUAHOCTD?

11. HazoBure npyrue 3ab6oeBaHus U3 TPYIIIBI JIU30COMHBIX 0OJI€3HEN HAKOIICHMUS,
KOTOPBIE€ B HACTOSAIIUN MOMEHT Jieyat MpH MoMOIIH (epMEHT-3aMECTUTENBHON Teparuu.

CuryanuonHnas 3axa4a Ne 18

B Meauko-reHeTHYeCKyr0 KOHCYJIbTAIlMI0O O0paTHiiach CEMbs 10 HAMpaBIICHUIO
HEBpPONATOJIOTa W TeAWaTpa JJis yTOYHEHUs JuarHo3a y jgodepu 10 mecsieB B CBA3U C
3aJIepKKOH MOTOPHOTO Pa3BUTHS W CHMIKEHHWEM MBIIIIEYHOTO TOHYycCa. TakKe POIUTENTH XOTST
YTOUHHUTH MPOTHO3 MMOTOMCTBA TIPH MOCIEAYIOMNX JETOPOKICHUSX.

JleBouka - eOUHCTBEHHBIH peOEHOK B ceMbe. Poaunach OT MOJIOABIX, 3AOPOBBIX
poauTeneld, He COCTOSIIMX B KPOBHOM pOACTBe. bepemMeHHOCTh mepBas, mpoTekaBmias 0e3
natosnorud. Poael Ha 38 Hepgene, camoctoarenbHble. Bec mpu poxkaenun cocrasisut 3200,
mmHa 51 cM, oneHka o Amrap 8/86amnoB. Jlo 6 Mec. pocia W pa3BUBaiach Mo BO3PACTY:
TOJIOBY JieprKaja ¢ 2 Mec., IepeBOpaunBayiach ¢ 4 MecC. CO CITMHBI Ha KUBOT. [lepBbie mpU3HaAKK
3a00eBaHus TIOSIBIJIMCH B BO3pacTe 2-3 MecC. B BUJE MEPUOJUICCKH BO3HHMKAIOIIETO TPEMOpa
moa00PO/IKa M MAJbIEB KUCTH, YCHIIMBAIOMIETOCS TTPH AYMOITMOHAIIBHOM BO30YXKJEHUN peOeHKa
u 1iade. HeBpomaTojor paclieHWS 9TO Kak BO3MOXKHBIC ITOCTEACTBUS TUIIOKCHH MO3Ta B
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nepuHatajibHOM nepuoie. B Bospacte 7 Mec. pebeHOK mepectan IepeBOpavyMBaThCS U
CaMOCTOSITENIBHO cafuThesa. [lpu ocmoTpe: pebeHOK JeXUT B crenuduyeckoil mose ¢
pPa3OTHYTHIMH B Ta300€JIPEHHBIX CYCTaBaX W COTHYTBIMH B KOJCHSIX HOTraMu (B «I103€
JSTYIIKWA»), PYKHA BBITSHYTHl BIOJb TYJIOBHUINA, AeGOpManus TPYyIHOW KIETKA IO THILY
CEeIIOBUIHOM, IBIXaHUE C BTSHKEHHEM YCTYIMYHBBIX MECT, TU(Qy3Has MbIIeYyHass TUIIOTOHUS,
0oJbIIe BBIpaKEHHAS B IMPOKCHMAJbHBIX OTAENaX KOHEYHOCTEH, CYXOXKMWIbHbIE pedIeKchl ¢
PYK U HOT HE BbI3bIBalOTCS. JlopeueBoe pa3BUTHE HE CTpajaeT — peOEHOK TyIuT, yiablOaeTcs
MHTEPECYETC UTPYLIKAMU, 3HAET POJUTENEH, IPOU3HOCUT HECKOJIBKO CJIIOrOB.

CeMeliHblii aHaAMHE3 €O CTOPOHBI OTHAa peOEHKA HE OTArOIIEH HACIEACTBEHHON U
BPOKAEHHOMN Maroyiorueil (y KaKAoro M3 poAMTENeld ecTb CUOC, Y KOTOPOIo JABOE 30POBBIX
JIeTe (MalbYMK W JCBOYKA), BCE 3J0POBBI; Yy Marepw peOEHKa y JBOIOPOIHON CECTPHI MO
JUHUU oTHA (y JAOYEpH POIHOM CecTphbl OTLA) TPoe JeTel (CTapiiue MajbYUK U JIEBOYKA —
3/10pOBbI; MIIaJIIasl I€BOYKA — 5 JIeT, cilaOeHbKas, IIOXO XOAMUT, HE WUIPAeT B IOABM)KHbBIE
UTPBHI).

BOHpOCBI K CI/ITyaL[I/IOHHOﬁ 3a1a4c:

1. Hasosute Bam npeamnonaraemsiii JUard€os.

2. CoctaBbTe POJIOCTIOBHYIO, MOKHO JIM CIeNaTh BBIBOJ O THIIC HACJEIOBAHHUS
3a00JIeBaHUS TI0 COCTaBJICHHON pojocioBHoW? Kak Haciemyercs 3a0oneBanue? MOXHO JH
Ipernoiararb, 9To 3a00JeBaHNe Y IBOIOPOAHOHN IIEMSIHHUIBI U Y TI0OYEPU KOHCYJIBTHPYEMOM
OJTHO U TOXeE?

3. Pe3ynbrarhl KakiMX METOAOB KIMHHUYECKOHN 1a00paTOpHO U MHCTPYMEHTAIBbHOM
JTUArHOCTHKY CIIeyeT Ha3HAYUTh peOEHKY miu 3anpocuth? Uto Bl oxxunaere?

4. Kakmne wmeroapl oOcienoBaHusT HEOOXOAMMBI Ui MOATBEp:kIeHUs Barero
nuarsosa?

S. [Tomyden pesynapTaT (MPEIOCTABISETCS €CIM  OOYy4alolUMWCS  Ha3bIBaeT

HeoOxoaumoe uccienoBanue). JloctaToueH M OH Ui HOATBEPKICHUS WIM UCKIIOYEHMS
npenmnosaraeMoro auartosza? Kakoil crnenyromumii mar? MHTepnperupyiTe MNOJy4EHHBIN
pe3yapTaT (MPEeoCTaBISIETCS €cld OOyJarolIuiicss Ha3biBaeT HEOOXOJUMOE HCCIIEIOBAHUE)
(opauHATOp AOJKEH MPOJEMOHCTPUPOBATh YMEHHUE MOIb30BATHCS OTKPBITBIMU T'€HETHUECKUMHU
0a3aMM JTaHHBIX ).

6. WNHuTtepnperupyiite pe3yabTar oOcie10BaHuUs poaurenen pebEHka:
(mpenocTaBsieTcs: €ciu 00ydJarolLHiics Ha3pIBaeT HEOOXOIUMOE HCCIIEeI0OBAHUE).

7. Kakoii mporaos 310poBbsi pe6énka? Kakoe crneayer Ha3HauuTh JeueHue? Kak
W3MEHUIACch OBl CUTYaIHsI, €CITM OBl TUArHo3 ObLT MOCTaBIICH B Bo3pacTe | mMecsir.

8. KakoB MexaHu3M jaelcTBUS MpenapaToB JUIs JiedeHus 3Toro 3aboneBanusa? Kak
MIPOBOAMTCS MAaTOT€HETHUECKOE JIeUeHHe?

9. Yro BKJIIOYAET NOpOrpaMMa JUCHAHCEPHOTO HAOMIONCHHUS W peabuIMTaIluH
NAIMEeHTOB € 3TUM 3a00JIeBaHIEM?

10. Crnenyer nu HampaBuTh AaHHOro ped€Hka Ha MCD? bByner nu ycraHoBieHa
WHBaJIUIHOCTb?

11. Kakoli prck HOBTOPHOTrO citydast poKJeHHs 00IbHOTO peOEHKa B JaHHOU cemMbe?
Yro BKIIIOYAET IJIaH NPOPHUIAKTUYECKUX MEPOTIPUATHI B TaHHOU ceMbe?

CuryanuonHas 3axa4a Ne 19
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JleBouka 8§ meT HampaBieHa IMEeIUaTpOM Ha KOHCYJIbTAlMI0 TEHETHKAa IO IOBOAY
rernaToCIUICHOMETalInU HeYTOYHEHHOTo reresa. [Ipu onpoce MaTepu BBIICHUIOCH, YTO OKOJIO 3
MeC. Ha3aJ POJUTENIM CTAId OTMEYaTh y JCBOYKM YBEIWYCHHUE J>KUBOTA, IOBBIIICHHYIO
YTOMIISIEMOCTb.

JleBouka poamiach y 3J0POBBIX POJAWTENICH, COCTOALIMX B HEPOACTBEHHOM Opake. B
CeMbe €CTh MJAIIIMNA pPeOEHOK — 310pOBBIM Manbuuk 5 jer. Ilepuon paHHero pa3BuTHs HE
OTMEYEH KaKUMHU-JINO0 OCOOCHHOCTSIMH.

IIpu ocMoTpe pebeHka BbIsBIEHA renarociyieHoMeranus. Ko)kHble IOKpOBBI U
CJIM3UCTBIE O0OJOYKM OOBIYHOW OKpacku, B o00NacTH >KUBOTa M Oeaep OTMedaeTcs
pacupeHHass COCyAMCTas CceTb. Pe3ynpTaThl OMOXMMHYECKOTO aHajh3a KPOBU MOKa3ald
noBbIIIeHHe akTHBHOCTH amuHOTpaHchepas: ALT - 80 Ex/n, AST - 50 En/n; nmoBsinenue
xosecrepuna 10 8,4 mmonb/n (Hopma 0.98 - 5.04); nucaunuaeMuio: MOBBIICHHE TTOKa3aTenen
JITIHIT no 6,31 mmons/n (HopMma 0-2,6) u camwxenne nokaszareneid JIIIBIT mo 0,41 mmonb/n
(mopma 1,04-1,55); noBeimenue TpuriaunepuaoB 4,81 mmons/n (Hopma 0,21-1,97); ocTanbHbIC
OnoxuMHuYeckue TMokazarenu (oOmuid OwinpyOuH, ¢pakuuu OwinpyOuHa, TIIOKO3a) B
npezenax HopMel. [leBouka KOHCYJIbTUPOBaHA MH()EKIIMOHUCTOM: MCKIIIOYEHbI HH(DEKIIMOHHbIE
3a0oseBaHus, B TOM uucie BupycHble rematutsl A, B u C. JlanbHeliee obcienoBaHue
BKJIIOYAJIO YJIBTPA3BYKOBOE HCCIIEIOBAaHHE OPraHOB OpPIOIIHOW IOJIOCTH, OOHAPYKHBIIEE
rernarociuieHoMeranuio, 9XO — npusHaku auddy3HBIX M3MEHEHHI TapeHXuMbl nedeHd. 11o
JAHHBIM OPTAITBMOJIOTHYECKOTO OCMOTpPA MATOJIOTMUECKUX U3MEHEHNUH HE BBISIBIICHO.

B nanpHeiimemM peOEHOK OBUI TOCHHTAIM3MPOBAH B OTIENICHHE TacTPOIHTEPOIOTHH
JETCKON KIMHUYecKoi OoibHMIBL. OOcienoBaHue BKIHOYAIO MPOBEAECHUE OMOICHU IE€YEHHU,
KOTOpas MoKa3aJjia TMCTOJIOIMYECKHE IPU3HAKY MUKPOBE3UKYJIIPHOTO CTE€ATO3a I'eNaTOLUTOB.

BOHpOCH K CI/ITyaL[I/IOHHOﬁ 3aaa4c:

1. VYcraHoBuTe  mpeNBapUTENbHBIM  qUarHo3, o00OCHyWTe ero  (Ha30BUTE
JTUAaTHOCTHYECKHUE KPUTCPUH ).

2. Kakne amarHOCTHYECKHE METOABI HMCCIEIOBAHHUS HEOOXOAWMO IMPOBECTH IS
MOATBEPKICHUS TUarHo3a’?

3. WuTepnpetupyiite pe3ynbTaT oOcineqoBanus peOEHKa: (IpeaocTaBiseTcsl eciu
oOydaromuiics  Ha3plBaeT  HeoOXoaMMoe  uccienoBaHue)  (OpAMHATOP  JIOJIKEH
MPOJIEMOHCTPUPOBATH YMEHHUE MOIH30BATHCS OTKPHITHIMU T€HETHUECKUMHU 0a3aMU TaHHBIX).

4. Kak Hacnenyercs manHoe 3aboneBanue? EcTh nm puck ans cubca (Opara)
yHacJe10BaTh 3TO 3abosieBanue? TpeOyeTcs u ero oOciIeoBaTh, €cliu TpeOyeTcs, TO KaKue
METOJIbI TUATHOCTHKHU BbI MopekoMeHyere?

5. Kakoe maTtorenernyeckoe JieueHHE HEOOXOIUMO TOPEKOMEHIIOBATh PEOCHKY?
Kakwue emé MeToapl Teparnuy BO3MOXKHBI, TOKA3aHUS?

6. Uro BKIIOYAET MpOrpaMMa COMPOBOXKICHHS (IUCIAHCEPHOTO HAOTIOACHUS,
peaduIuTaIKK) TAIUeHTOB C TaHHBIM 3a00eBaHueM?

7. Kakme ocloXHEHHs MOTYyT BO3HUKHYTh Yy TAaIlMeHTa TpPH OTCYTCTBHH
MATOTEHETHYECKOTO JICUCHUS?

8. Crnenyer nu HampaBWTh JaHHOTO peOéHka Ha MCD? Bymer nm ycraHoBieHA
WHBAJIATHOCTH?

9. Kakune metonsl mpoduiakTUKH HEOOXOAMMO MPUMEHHUTHh B JAHHOW CEMbE C

EJTBI0 TPEOTBPAIECHUS POKICHUS 00JIBHOTO peOeHKA, B TOM YHCIIE C ITUM 3a00JIeBaHUEM ?
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Kaxnplii Ouner cocTOUT M3 JBYX TEOPETHUYECKMX BOIPOCOB M OAHON CHUTYAl[MOHHOU
3a/1a4H.

ITonHbli EpeYeHb BOIPOCOB 110 KaXIOMY 3TaIly IOCYJapCTBEHHOIO dK3aMEHA IIPUBEICH
B ABTOMaTM3MpPOBAHHOM CHUCT€ME MOATOTOBKM KaJpOB BhICIIEH KBanudukanuu (paiee —
ACIIKBK).

B xome mnpoBeneHus cobecenoBaHus OOydaroLleMycsl 3aJalOTCsl JONOJIHUTEIbHbIE
(yrounsromue) Bonpocsl. IlepedeHp 3a1aHHBIX 00ydaroleMycsi BOIPOCOB M XapaKTEpUCTUKA
OTBETOB HAa HHUX, MHEHHsS YICHOB TOCYJAPCTBEHHOW JSK3aMEHAlMOHHOM KOMHCCUU O
BBISIBJICHHOM B XOJI€ TOCYJapCTBEHHOI'O 3K3aMeHa YPOBHE MOJATrOTOBJIEHHOCTH OOydaromerocs
K PELICHHIO MPO(HEeCCHOHABHBIX 3a/1a4, @ TAK)KE O BBISIBICHHBIX HEJJOCTATKaX B TEOPETUUECKOM
U TPAaKTUYECKOH TOATrOoTOBKE oOywaromerocss (UKCUpyeTcss B TPOTOKOJIE 3acelaHus
rOCyIapCTBEHHOW  3K3aMEHAlMOHHOM  KOMHUCCHMM  II0  IPUEMY  TI'OCYAApCTBEHHOIO
aTTECTallMOHHOTO UCIIBITAHUS.

3. Onucanue KPUTEPUEB U HIKAJ OLICHUBAHUA KOMIIeTeHIInii

P€3y.HI)TaTI>I TOCYyJapCTBEHHOI'0 J5K3aMCHA OLCHUBAIOTCA II0 KaXXIAOMY OTally B
OTACIBHOCTH.

TectupoBanue (1 3Tam)
[TepeBon pe3ynbTaToB TECTUPOBAHHS B YETHIPEXOAUIBHYIO IIKATy OCYIIECTBIISETCS IO
cxeme:

Oyenka «Omauunoy — 90-100% npaBUIBHBIX OTBETOB;

Oyenka «Xopouwioy» —80-89% mpaBUIbHBIX OTBETOB;

Oyenxa «Yooenemsopumenvno» — 11-79% npaBUIIbHBIX OTBETOB;
Oyenka «Heyooenemeopumenvro» — 70% 1 MeHee NPaBUIIbHBIX OTBETOB.

PesynbTatel TecTHpOBaHUS OOBABISIIOTCS oOOydarolmeMycst cpa3y [0 OKOHYaHHH
TECTUPOBAHUSI.

OLEHKH  «OTJIMYHO», «XOPOIIO», «YIOBJICTBOPUTEIHHO» O3HAYAIOT  YCIEIIHOE
npoxoxaeHue 1 srana rocyqapcTBEHHOTO 9K3aMeHa.

OkoHYATeTBHOE pEIIeHHEe O JIOMyCKe KO 2 JTamy ToCYJapCTBEHHOTO JK3aMeHa
oOyJaromerocsi, MOJIYYUBILIErO OIEHKY «HEYIOBIETBOPUTENbHO» Ha 1 3Tame, B KaXIOM
OTAEJIBHOM CJy4ae MPUHUMAETCS WIEHAMU FOCYIapCTBEHHON 3K3aMEHAIIMOHHON KOMHUCCHUEHN.

IIpakTHYeckne HABBIKM U YMeHUd (2 3Tam)
PesynbraThl 2 3Tana oneHUBAIOTCS MO ABYXOaJUILHOM IIKAJIE: «3a4TEHOY / «HE 3a4TEHO.

OueHKa «3a4meno» — BBICTABIIACTCA OpANHATOPY, €CJIM OH MPOACMOHCTPUPOBAJI 3HAHHUA
IpOorpaMMHOI0 Marepualia. CIpPaBHUIICSA C BBIIIOJIHCHUEM 3aJaHuil U (I/IJ'II/I) CUTYallUOHHBIX
3aaa4, ACMOHCTPHUPYET OCBOCHHBIC HABBIKW U YMCHUA.

Oyenxa «He 3aumeH0» — BBICTABIISIETCS OPJUHATOPY, €CIIH OH UMEET MPOOEIbl B 3HAHUAX
MPOTrpaMMHOTO MaTepuaia: JOMYCKaeT TpyOble, MPUHIMIHAIbHBIC OMMOKH B BBITOJHCHUH
3aaHii W (WJIM) CHUTYAIlMOHHBIX 3a/lad, HE CHOCOOEH MPOJAEMOHCTPUPOBAThH OCBOCHHBIE
HAaBBIKH U YMEHUS.
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OOyuaromiyecs, NOJYYMBIIMN OLIEHKY «HE 3a4T€HO» K 3 3Taly TOoCyJapCTBEHHOTO
9K3aMeHa HE JIOIYCKAaeTCs, a PEe3y/bTaT TOCYJapCTBEHHOIO 3K3aMeHa (MTOroBas OIICHKA)
OTIpENIeNAETCS OLECHKON «HEYIOBIECTBOPUTEIHHO.

CobecenoBanue (3 3Tam)
PesynbpTathl 3 3Tana oneHUBAIOTCS M0 YETHIPEXOAITEHON MIKAJIE: «OTIUYHOY, «XOPOIIIOY,
«YIOBIIETBOPUTEIBHOY, «HEYIOBIECTBOPUTEIHHO)» U 3aHOCSATCS B IIPOTOKOI.

Oyenka «omauuno» — BBICTABIAETCS OPAMHATOPY, €CIM OH TIJyOOKO YCBOWI
IIPOrpaMMHBIN MaTepual, UCUEPIIBIBAIOLIE, 10CIEI0BATENBHO, YETKO U JIOTUYECKH CTPOMHO €T0
u3jaraeT, yMeeT CBS3bIBaTh TEOPHIO C INPAKTHUKOW, CBOOOJHO CIpaBiseTcs € 3aJadyaMu U
BOIIPOCaMM, HE 3aTPYAHSETCA C OTBETAaMU IPU BHUJIOM3MEHEHUH 3aJaHUM, YMEET NPUHATH
IPaBUIbHOE pEIlIEHHE U TPAMOTHO €ro 0OOCHOBBIBATH, BJIAJEET PA3HOCTOPOHHUMH HaBBIKAMHU
U TpUEMaMM BBIIOJHEHMS] NPAKTUYECKHUX 3a/ay, KOMIUIEKCHOW OLIEHKON IpeaIoKEeHHOU
CUTYallu{, IPAaBUIBHO BEIOMPAET TAKTUKY JI€HCTBUMA.

Oyenka «xopouio» — BBICTABJISICTCS OPJAUHATOPY, €CIU OH TBEPJO 3HAET MPOrPAMMHBIN
MaTepuai, TPaMOTHO U MO CYIIECTBY M3JIaraeT €ro, He J0MycKasl CYIIeCTBEHHBIX HETOUHOCTEH
B OTBETE HA BOMPOC, HO HEJOCTATOYHO IOJIHO PACKPHIBAET MEKIUCIUIUIMHAPHBIEC CBSI3H,
MPaBUJILHO TPUMEHSET TEOPETUUYECKHE TOJOKCHUS TPH PEIICHUH MPAKTHYECKUX BOIPOCOB U
3a/1a4, BIIAJICET HEOOXOAMMBIMM HAaBbIKAMU M TMPUEMAMH WX BBIMOJHEHUS, KOMIUIEKCHOMN
OLICHKOM MPEeIJIOKEHHON CUTYaIluH, PABUIIbHO BEIOUPAET TAKTUKY ACHCTBHIA.

Oyenxa «yooeremeopumenvHo» — BBICTABISIETCS OpPAUHATOPY, €CIAM OH HMEET
MOBEPXHOCTHBIE 3HAHUS IPOrPaMMHOIO Marepuasnga, He YCBOWJI €ro JeTajieil, JOIMyCKaer
HETOYHOCTH, ONEPUPYET HEJOCTATOYHO MPABWIBHBIMU  (OPMYJIUPOBKAMH, HapyIIacT
JIOTUYECKYIO IIOCIEAOBATEIBHOCTh B M3JIOKEHUM IIPOTPAMMHOIO MaTepuasa, HCIBITHIBACT
3aTPYyJHEHUSI TIpYM BBINOJHEHUWHW MPAKTUYECKUX 3a/Ja4y, MCIBITBIBACT 3aTPYJHECHUS C
KOMILIEKCHOM OLEHKOW MPEAJIOKEHHON CUTYalluH, HE MOJHOCThIO OTBEYAET HA BOIMPOCHI, IPU
MOMOIIM HABOMSIIMX BOMPOCOB TMpENoAaBaTeNsi, BHIOOP TaKTUKH JACHCTBUN BO3MOXEH B
COOTBETCTBUU C CUTYaLIMEN IIPU TOMOIIY HABOIALIUX BOIIPOCOB.

Oyenka «Heyo0061emeopumenbHoy — BBICTABISICTCS OPAMHATOPY, KOTOPBIA HE 3HAET
3HAYUTEIbHON YacTH MPOrpaMMHOI0 MaTepHala, JOMYyCKaeT rpyOble OMIMOKH, HEYBEpPEHHO, C
OOJBIIMMU 3aTPYJHEHUSIMHU pelIaeT MPaKTHYECKHE 3a/laddl WM HE CIpaBJIETCS C HUMHU
CaMOCTOSITENIbHO, HE BJaJIe€T KOMILJIEKCHON OLIEHKOM CUTyalluu, HEBEPHO BHIOMPAET TaKTHKY
JeNCTBUH, MIPUBOALIYIO K YXYAILICHUIO CUTYallUU, HAPYILIEHN 0 0€301aCHOCTH MalleHTa.

4. TlepeyeHb peKOMeHAYeMOii JTUTEPATYPHI I MOATOTOBKHU K rOCy1apCcTBeHHO
HTOrO0BOM aTTecCTAllMH

Tabnuya 5
Ne
ABTOp, HAHMEHOBaHHe,
n/m KoJsinuecTBo 3K3eMIIAPOB
MeCTO U3IaHHUsl, H31aTeJIbCTBO, F0/l H3IaAHUS
1. Knuamueckast renetmka [DneKTpoHHBIN pecypc]: [yueb. s VY naneHHslil joctyn
Beicul. mpod. obpaszosanus] / H. I1. Boukos, B. II. Iy3sipes, C. | https://www.studentlibrary.ru/book/
A. Cvupuuxwuna; nox pea. H. I1. BoukoBa. — 4-¢ u3f., jom. u ISBN9785970458600.html
nepepab. — Mocksa: ['D0TAP-Menua, 2020. — 592 c. — Pexxum
jocryna: http://marc.rsmu.ru:8020/marcweb2/Default.asp.
2. I'eHeTHKa M 9BOJIOLMSA: CJIOBAapb- CIPABOYHUK / aBT. - COCT. Y naneHHsblIi 10CTYI
benenkas E. S. - 3-¢ u3., crep. - Mocksa: ®JIMHTA, 2020. - | https://www.studentlibrary.ru/book/
108 c. - ISBN 978-5-9765-2188-9. - TekcT : 31eKTPOHHBII ISBN97859765218891.html
3. HacnencTBeHHple  0GONE3HHM:  HALMOHAIBHOE  PYKOBOACTBO: V naneHHsIi 10CTy
kparkoe uznanue / mox pexa. E. K. Tmntepa, B. I1. ITyseipesa. - | https://www.studentlibrary.ru/book/
Mocksa: I'DOTAP-Menaua, 2019. - 464 c. - ISBN 978-5-9704- ISBN9785970449813.html
4981-3
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4. MemuuHCKasi TeHeTHKA: HAlMOHAJIBHOE PYKOBOJICTBO/ MOJ] PE. VY naneHHsId 1oCcTYN
E. K. T'unarepa, B. II. Ily3eipeBa, C. U. Kynesa. - Mocksa: | https://www.studentlibrary.ru/book/
I'S0TAP-Menna, 2024. - 896 c. (Cepus "HammoHanbHbIe ISBN9785970485576.html
pykoBozctsa") - ISBN 978-5-9704-8557-6

5. HeonaTtanpHBIE CKPHHHHT: HAMOHAJIHHOE PYKOBOACTBO / IO YV naneHHslil foctyn
pexn. C. U. Kymesa. - Mocksa: TDOTAP-Menua, 2024. - 360 c. - | https://www.studentlibrary.ru/book/
ISBN 978-5-9704-8320-6 ISBN9785970483206.html

6. Kinaccuueckas (eHITKETOHYpHS u Ipyrue BUJIbI YV naneHHslil foctyn
runepdenmnanannaemun. - Mocksa : T90OTAP-Menua, 2024. https://www.studentlibrary.ru/book/

GLR005632.html

7. Heitpomerabonuueckue 3a00JicBaHUsS Yy JETCH W TOAPOCTKOB: VYV nanenHslil toctyn
JIMarHOCTHKA M moxo 6! K Jeuenuto / C. B. Muxaiinosa, E. 0. | https://www.studentlibrary.ru/book/
3axapoBa, A. C. Ilerpyxun. - 3-¢ w3m., mepepab. u Jom. - ISBN9785423504762.html
Mocksa: Jlutreppa, 2025. - 400 c. - ISBN 978-5-4235-0476-2

8. MenmuunHckass nabopaTropHasi JHAarHOCTHKA: NPOTPaMMBI  H Y naneHHsli 10CcTYN
ATOPUTMBL: PYKOBOACTBO s Bpaueit / moxm pena. A. U. | https://www.studentlibrary.ru/book/
Kapnumienko. - 4-e u3g., nepepab. u gom. - Mocksa: [D0TAP- ISBN9785970466902.html
Menuma, 2023. - 976 c. - ISBN 978-5-9704-6690-2, DOI:
10.33029/9704-6690-2-MLD-2023-1-976

9. l'enetnka w mpaBo: moHorpadus / U. B. ®pomor, JI. A. VY nanenuslii joctyn
HoBocenoBa, A. A. Tpourkas u ap.; ot. pea. E. B. Jlayrc. - | https://www.studentlibrary.ru/book/
Mocksa: Crartyt, 2023. - 228 c. (Tpymer FOpumiraeckoro ISBN9785835419319.html
(akymprera: kH. 17) - ISBN 978-5-8354-1931-9.

10. HacnencTBeHHBIE HeiipoMeTaboyeckiue 00JIC3HN IOHOLIECKOTO Y naneHHbId 10CTyT
u B3pocioro Bospacta / I'. E. Pynenckas, E. FO. 3axaposa. - | https://www.studentlibrary.ru/book/
Mocksa: ['D0TAP-Menua, 2020. - (Cepus "bubnuorexa Bpaya- ISBN9785970459300.html
cnenumanucta"). - 392 c¢. (Cepus "bubnuoreka Bpaya-
cnenuanucta") - ISBN 978-5-9704-5930-0.

11. ConuanabHO 3HauUMbIe 3a00JiCBaHHS B  TEPANCBTUYCCKOM VY nanenHslil noctyn
npaktuke. CTaHmapThl paHHEro BhisBieHus u npodumaktuku: | https://www.studentlibrary.ru/book/
pykoBozcTBO Juist Bpadei / A. I'. O6pesan, E. K. Cepexuna, A. ISBN9785970475577.html
A. O0pe3an. - MockBa: 'DOTAP-Menma, 2023. I'maBa 2.

[IpodunakTuyeckue  CKPUHHMHIOBBIE M JHCIAHCEPHBIC
MEpOTPHUATHS B IPEHATAIbHOM Iiepuone - 544 c. - ISBN 978-5-
9704-7557-7, DOI: 10.33029/9704-7557-7-2023-1-544.

12. [cuxonorus, MeOULIMHCKAas OSTHKA W JICOHTOJOTHs: Yy4eO. V naneHHbIi 10CTyT
nocobue / J. A. Honenko, T. 0. KpecresuunoBa, M. B. | https://www.studentlibrary.ru/book/
[lonkosa. - Munck: PUIIO, 2024. - 282 c. - ISBN 978-985-895- ISBN9789858951849.html
184-9

13. [MayjuinatuBHAsT MEOUIMHCKAs IIOMOINb B3POCIBIM U JIETSAM: Y najeHHbId 10CTYI
yuebunk / mox pen. H. B. Opnosoii, JI. U. Unsenko, E. C. | https://www.studentlibrary.ru/book/
CaxapoBoiil. - 2-¢ u3n., ucop. U gom. - Mocksa: DOTAP- ISBN9785970473948.html
Menua, 2023. - 592 c. - ISBN 978-5-9704-7394-8, DOI:
10.33029/9704-7394-8-PCAC-2023-1-592

14. Iens! [Texcr] / b. JIbtoun; nep.: U. A. Koduanu u ap.; non pen. 5
J. B. Pe6puxosa. - Mocksa: BUHOM. JIa6. 3Hanuii, 2012. - 896
c.: mn. - (Jlyummit 3apyOexHbrii yueOHuUK). - [lep. 9-ro anrm.
u3g. - [ep. m3xa.: Genes IX / B. Lewin. Boston etc. : Jones and
Bartlett publ

15. AHoManuu pa3BUTHsI OPTaHOB M YacTed Tena yenoBeka [Tekcr]: 5
[yueOHOE mocoOue st MeauuHCKNX By30B] / O. B. Kammus, O.

A. Kanmuna. - PoctoB-na-Jlony: ®enukc, 2016. - 591 c. : un. -
(Briciee MmeuIMHCKOE 00pa3oBaHue).
16. Matematnueckue acrnektsl reHetuku / A. H. Bonob6yes, U. JL VY naneHHslil joctyn

Haseinkxue, A. B. Komcamos, . A. Kymmait. [DxexTpoHHBIH
pecypc] — MockBa: IT'D0OTAP-Menua, 2020. — 176 c— Pexum
noctyna: http://marc.rsmu.ru:8020/marcweb2/Default.asp.

https://www.studentlibrary.ru/book/
ISBN9785970458907.html
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