OILIEHOYHBIE CPEJICTBA (TECTOBBIE 3AJIAHUS) JJIS1 ITIPOBEJIEHUS
TOCYJAPCTBEHHOM UTOIOBOM ATTECTAIIIU

ITO CIIEHUAJIBHOCTH 31.08.30 <'EHETHUKA»

Hacnencrsenssie 001e3HM 0OMEHA

PexoMenyemblil ypoBeHb (heHMIaaHuHA B KPOBU y OOJBHBIX (PeHMIKETOHYpHEil, B Bo3pacTe 0-6
JIET, HaXOISAIINXCS Ha JICYEHUU, COCTABIISIET

2,0-6,0 mr/m (120-360 MKMOIIB/I1)

He 6onee 2,0 mr/mn (ue 6onee 120 MKMOITB/T)

2,0-10,0 mr/mn (120-600 Mxmo1b/1T)

2,0-15,0 mr/ma (120-900 MxMoOJIB/JT)

Pexomenayemslii ypoBeHb (peHHIIAIAHIMHA B KPOBU Y OOJIbHBIX (DEHIIIKETOHYPHE, B BO3pacTe 7-
12 ner, HaXOSIIUXCS HA JICUCHHUH, COCTABIIACT

2,0-6,0 mr/m (120-360 MKMOIIB/I1)

He 6onee 2,0 mr/mn (He 6oee 120 MKMOIIB/1)

2,0-10,0 mr/mn (120-600 MxmoJIB/1T)

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

PexoMeHnyeMblil ypoBeHb (heHuIaIaHnHa B KPOBU Yy OOJIbHBIX (DEHUIIKETOHYpUEH, B Bo3pacTe 13-
15 ner, HaxoAAMXCsl HA JICYEHUH, COCTABIISAET

2,0-10,0 mr/mn (120-600 MxmoJIIB/1T)

2,0-6,0 mr/mm (120-360 MKMOIIB/IT)

He 6omee 2,0 mr/an (He 6onee 120 MKMOIIB/I1)

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

PexoMenyeMblil ypoBeHb (heHuIalaHuHa B KPOBU Yy OOJIBHBIX (DeHUIIKETOHYpHUEH, B Bo3pacTe 16-
18 net, HaxoAAMMXCsl HA JIEYEHUH, COCTABIISAET

2,0-15,0 mr/mn (120-900 MxmoB/I1)

He 6onee 2,0 mr/mn (He 6onee 120 MKMOITB/T)

2,0-10,0 mr/mn (120-600 MxMOIIB/IT)

2,0-6,0 mr/m (120-360 MKMOIIB/IT)




OpueHTHpOBOYHAs TOTPEOHOCTh B METHOHUHE y MAIIIEHTOB C TOMOLIMCTUHYPHEH B BO3pacTe
MEPBBIX 3-X MECALIEB COCTABIISAET MT/KT

15-30

10-25

10-20

8-16

OpueHTHpoBOYHas MOTPEOHOCTH B METHOHUHE y MAIMEHTOB ¢ TOMOIMCTUHYpUEH B Bo3pacTte 3-9
MECSIIIEB COCTaBISET MT/KT

10-25

15-30

10-20

8-16

OpueHTHpoBOYHAs MOTPEOHOCTH B METHOHHHE y MAllMEHTOB C TOMOIIMCTUHYpUEH B Bo3pacTte 9
Mecs1EeB — 4 rojia COCTaBIISIET MI/KT

10-20

15-30

10-25

8-16

OpI/IeHTI/IpOBO‘IHaSI HOTpe6HOCTB B MCTUOHHHC Yy MAIlUCHTOB C l"OMOLIHCTHHypHCfI B BO3pacCTe 4 -7
JICT COCTaBJIACT MI/KT

8-16

15-30

10-25

10-20

HpI/I MMPOBEACHNHN HCOHATAJIbHOTO CKPUHUHTA Y 3JOPOBEIX HOBOPOXKIACHHBIX YPOBCHDb
CbeHI/IJ'IaJ'IaHI/IHa B KPpOBH COCTaBJIACT

0-2,0 mr/mn (0-120 mxMoub/11)




0-3,0 mr/mn (0-180 MmxMouB/11)

0-4,0 mr/mmn (0-240 MKMOJIB/7)

0-5,0 mr/mn (0-300 MKMOJIB/7T)

10

OeHUITKETOHYPHS OTHOCUTCSA K IPYIIIE HACIeICTBEHHBIX 3a00JIeBaHUI HapylIeHus: oOMeHa

AMHWHOKHCIIOT

MypUHOB

TJIMKOI'€Ha

Keie3a

11

[IepBBIM 3TaoM MOJIEKYIISIPHO-TEHETHUECKOW JUATHOCTHKH (DEHUIIKETOHYPUH SIBIISIETCS

aHaJIM3 yacTbIX MyTaluil B rene PAH

cekBeHupoBaHue rena PAH

NGS-cexkBeHHpOBaHUE K30Ma

MI/IKpOManI/I‘lHHﬁ aHaJIn3 XpoOMOCOM

12

OCHOBHBIM METOJIOM JUArHOCTHKHU U30BAJIEPHAHOBOM allUIeMUH (allUypun) sBIsIETCS

AHAJIN3 OPraHNYCCKUX KHUCJIOT MOYH, aHAJIN3 AllTUJIKApDHUTHHOB B KPOBU

OIpECACIICHUC aMUHOKHNCIIOT B KPOBHU

aHaJIn3 4aCThIX MYTaI_II/Iﬁ B I'CHC

HCCIICAOBAHUEC KApUOTHUIIA

13

HpI/I H3OBaﬂepHaHOBOﬁ t:300701(531%070%¢ (aunz[yplm) OTMCYACTCS MOBBIIICHNUEC B KPOBHU KOHICHTpAlIUN

CS (u30BanepuIKapHUTHHA)

C3 (mponuOHMIKapHUTHHA)

CO (cBOOOHOTO KAPHUTHHA)

C5DC (rnytapuiikapHUTHHA)

14

W3oBanepuanoBas aauaemMus (aiurypusi) o0yciaoBieHa AeGUIUTOM H30BAIEPU-KOIH3HUM a
JIETUIPOTeHAa3bl, yUaCTBYIOLIEH B 0OMeHe




JIernuHa

(dheHnaIaHUHA

TJIFOTaMHHa

TUPO3HHA

15

OCHOBHBIM METOJIOM JUAarHOCTHKHU U30BaJIEPUAHOBOM allMIeMUU (allUypun) sBIISETCS

dHaJIM3 OPraHNYCCKUX KUCIIOT MOYH, AHAJIU3 AlTUJIIKAPHUTHUHOB B KPOBH

OIIpECACIICHUEC aMUHOKHCIIOT B KPOBU

aHaJIn3 9aCThIX MyTaHI/Iﬁ B I'CHC

HCCIICAOBAHUC KapUOTHIIA

16

[Ipu u3oBanepranoBoil auuaeMun (aUUAYPUH) OTMEYAETCS TOBBIILIEHUE B KPOBU KOHLIEHTPALUU

CS5 (u30BanepuIKapHUTHHA)

C3 (nponuoHMIKapHUTHHA)

CO (cBOOOHOTO KAPHUTHHA)

C5DC (rmyrapuiKkapHUTHHA)

17

N3oBanepuanoBas anuaeMus (auuypus) o0yciaoBiieHa MyTallusIMU T'eHa , KOTUPYIOLIETO
M3BAJIEPUI KOBH3UM a IETUPOTeHA3y

IVD

PAH

CFTR

IDS

18

OCHOBHBIM METOAOM JUArHOCTHUKHU HpOHHOHOBOfI aluaAypuun ABJIACTCA

AHAJIN3 OPraHNYCCKUX KHUCJIOT MOYH, aHAJIN3 allUJIKaApHUTHHOB B KPOBU

MAaraMTHO-PE30HAHCHAsA TOMOl"pa(i)I/Iﬂ TOJIOBHOT'O MO3ra

NGS-cekBeHHpPOBaHUE 3K30Ma

HCCICO0OBAHUEC KapHUOTHIIA




19

IIpu nponKMOHOBOM aLMAYPUHU 4aCTO OTMEYAETCS ITOBBIIICHUE KOHIEHTPALMU B KPOBU

C3 (mponuoHUIKaPHUTHHA)

C5 (u30BanieprIKapHUTHHA)

CO (cBOOOHOTO KAaPHUTHHA)

C5DC (rayrapuikapHUTHHA)

20

XapakTepHbIM U3MEHEHHEM PH KPOBHU IMIPH MIPONUOHOBOM alluaAypuu (B KpHU3e) SIBIISETCS

METa0O0INYECKUN allna03

META0OJIMUECKHI aIKaI03

pecupaTOPHBINA alua03

pecnupaTOpHBIN aJIKaIo3

21

HpOHI/IOHOBaﬂ alnuaypus 06YCJ'IOBJ'ICH8. MyTallUsIMU B I'€HAX

PCCA u PCCB

PTPS u PCD

PAH u PTP

PTEN u NAGLU

22

I'myrapoBas auuaemus 1 Tuna oOyciaoBiIeHa MyTallUsIMH FeHa , Koupyromiero hepMeHT
[IIyTapuil KOSH3UM a JETUAPOTeHa3y

GCDH

PAH

CFTR

IDS

23

OCHOBHBIM METOJIOM AMArHOCTUKH IIIyTapoOBOM alluAypuu 1 ThIa ABIISETCS

AHAJIN3 OPraHNYCCKUX KHUCJIOT MOYH, aHAJIN3 allUJIKApHUTHHOB B KPOBU

OIPCACIICHUC aMUHOKHUCIIOT B KPOBHU

NGS-cexkBeHHpOBaHUE K30Ma




HCCIICAOBAHUC KApHUOTHIIA

24

[Ipu rmyrapoBoii auugypun 1 Tuna 4acTo OTMEUYAETCs MOBBIIEHNE KOHIEHTPALMU B KPOBU

C5DC (rayrapuikapHUTHHA)

C5 (u30BanieprIKapHUTHHA)

CO (cBOOOHOTO KAPHUTHHA)

C3 (mIponuOHUIKAPHUTHHA)

25

JloGHO-BUCOYHAs aTpo(us TOJOBHOTO Mo3ra ¢ (hopMupoBanueM «d3PQeKrra HaIKyIIEHHOTO
s10J10Ka» WIIH «KPBUTHEB JICTYYEH MBI SBISETCS XapaKTapHBIM PaIHOJIOTHICCKIM IPU3HAKOM
JUISL

[JIyTapoBOW auuaypuu 1 tumna

METHUJIMAJIOHOBOW allulypHUH

(beHMITKETOHYpHUH

MIPOMMOHOBOM allAypUn

26

Maphanonono0OHbIH (HeHOTUN XapaKTepeH A

TOMOLIUCTHUHYPUH

IIPONMOHOBOM alluypuu

(eHIIKeTOHYpUHn

rIIyTapoBoi anuaypuu 1 Tumna

27

Ocobennoctu (peHOTHUITA, BKIIFOYAIOIIUE B CEOSI aCTEHUYECKOE TEIOCIOKEHUE, apaxXHOTAKTUIIHIO,
nepopMaIuio IpyIHOM KIIETKH XapaKTepHBI IS

TOMOIIUCTUHYPUHA

MUCTUHO3a

JIeUIMHo3a

(beHnIKeTOHypun

28

HeoObIuHbIi1 3anax «KXKEHOro caxapa, KapaMesm» OT KOXKHU U OMOJIOTHYECKUX KUAKOCTEN
ManueHTa XxapakTepeH s




(55000705 (0K T

(heHUITKETOHYpUH

TOMOIIMCTCHYPHUH

TUpo3uHeMuu | tuna

29

OCHOBHBIM OMOXUMHYECKUM MAPKEPOM TUPO3UHEMHH | THTIA ABISIOTCS

CYKIIMHHUJIaICTOH

MCETHOHHH

THUPO3HH

dbymapat

30

OCHOBHBIM MCTOAOM JUATHOCTUKH TUPO3UHCMUU 1 Tuna sBnseTcs

TaHACMHAasA MAaCCIICKTPOMETPUA

MAaramMTHO-PC30HAHCHAA TOMOI“pa(i)I/IFI T'OJIOBHOI'O MO3ra

NGS-cexkBeHMpOBaHKE K30Ma

HCCIICAOBAHUEC KApUOTHUIIA

31

HeoObrunbrit ((KaHYCTHBIﬁ)) 3amax oT Teja 00JbHOIO BCTpPCHACTCA ITPpHU

THPO3WHEMHH | THIA

(beHUITKETOHYPHUH

JIeHIIMHO3€e

TOMOLIUCTHUHYPUH

32

[Ipu Tupo3uHemuu 1 TUa B KPOBH 4acTO OOHAPYKUBAETCS 3HAYUTENBbHOE MMOBBIILIEHUE YPOBHS

anbda-heronporenHa

anb(ha-1-aHTUTpIICHHA

anbda-uateppepona

AIlIOJIMITIONPOTCHUHA




33

IIpu ankanTOHYpHUM MOBBILIAETCS IKCKPELMS C MOYOI

TOMOTEHTH3UHOBOM KHCJIOTHI

3-FI/IHp0KCI/IHp0HHOHOB0ﬁ KHCJIOTBI

2-KeTOU30BAJIEPHAHOBON KUCIIOTHI

KE€TOHOB

34 N3menenue BE€Ta MOYU Ha I-IepHI)II\/JI IIpH CTOSAHHUU HA BO3AYXC, HArp€BaHWU UJIK MOAUICIaYNBAHNN
XapEKTEPHO 1A
aJIKaIITOHYpHUU
(beHuIKeTOHypun
TraJIaKTO3€EMHU N
THPO3NHCMHUHU
35 | YV manumeHToB ¢ rajakTo3eMueil HanboIee 4acTo BRISBISIOTCS MyTallid B T€HE
GALT
GALK1
GALE
GALD
36 | Hambomee TsoKeTbIM TEUEHUEM TaJTAKTO3EMHUH SBIISIETCS] HEOHATAIBHBIN CETICHC, 00YCIIOBICHHBIN
TPaMM-TIOJIOKUTENbHON (IIopoit
Escherichia coli
Mycoplasma pneumoniae
Pseudomonas aeruginosa
Klebsiella pneumoniae
37 | danpHelmasi yTOUHSIONMAs TUarHOCTUKA TIOKa3aHa MPH MOBBIIICHUH YPOBHS OOIIEH TaiakTO3bI
Oomee  Mr/mi, 0OHApYKEHHOTO TIPH MPOBEJCHUN HEOHATAITHPHOTO CKPHHUHTA
7,2

6,1




10,5

15,4

38

HepBBIM 9TaIlOM JUArHOCTHKU I'aJIaKTO3CMHUU ABIACTCA

orpeziefieHue aKTUBHOCTU (hepMeHTa rajnakto3o1-hocdat ypunui tpancdepassl

aHaJIM3 BCEeH KOIUPYIONIeH mocienoparenbHocT Tena GALT

MI/IKpOManI/ILIHBII\/'I daHaJIn3 XpoOMOCOM

NGS-cexkBeHupOBaHHE K30Ma

39

Ha PE3yIbTAaThI OMOXHMHUYECKOU JUArHOCTHUKH IraJlakKTO3€MHUHU BIIMACT

MepeIMBaHUE IPUTPOITUTAPHON MACCHI

aHTHOAKTpUANIbHAS TepaNHs CETcuca

dhoTorepanus

HNCKYCCTBCHHAA BCHTUIIALUA JICTKHUX

40

[Ipu ramakro3emMuun caMoil 4acTON NATOJIOTHEN I1a3 SBIAETCS

KaTapakTa

MHUKpO(pTAIBM

aHo¢TaabM

rjJIaykomMa

41

HpI/BHaKaMI/I TaJIaKTO3EMHU Y HOBOPOXKIACHHBIX ABJISAIOTCA

MIPOTPECCUPYIOIIAS MATOJIOTUS NTEYEHU

ocCTpasd nmo4ycuyHasd HEJOCTATOYHOCTE B COYCTAaHUU C K&p}IHOMHOHaTHeﬁ

runepTpodus MuoKap/ia, TUIOTIMKEMUs, JIaKTaT-al1103

THIICPAaMMOHEMMUS, KaApAUOMHUOIIATHUA C BBIPAKCHHBIM ITOBBIINICHUCM KPECTHUHUH-KWHA3bI

42

XapaKTepHBIMI/I CUMIITOMAaMHU TI''TMKOI'CHO30B ABJIAIOTCA

TUIIOTJIMKEMMUA, JUCIIUIINICMUA, T'CIIaTOMET aJIUsA




JIGfIKOI[HCTpO(l)HSI, TUNCPIIIMKCMUS, KapJAUOMUOIIATHU A, TUTICPAMMOHCMUS

OCTpasi moYeyHasi HeJJIOCTaTOYHOCTb, aTaKCHsl, TUIIEPXOJIECTEPUHEMHSL, TPOTPECCUPYIOIIAS
MUKpoLedanus

pE3UCTEHTHAS SMUJICTICHS, TPOrPecCUpyroiias MUKpoledanus, HeKpo3 0a3aIbHBIX TaHTIINECB

43

I'mukoreHos la Tuma o0ycIOBICH MyTallUsIMH B TeHE

G6PC

SLC17A4

AGL

GBE1

44

XapaKTapHBIMI/I CHMIITOMaMH TIMKoreHo3a () Thma sBIIsioTCs

TUIIOTJIMKEMUA C ITOCTIIPAHAUAIIbHBIM ITIOBBINICHHUECM JIAKTATa

THICPIIIMKEMUS C TOCTIIPAHAUAJIbHBIM ITOBBINICHUCM JIAKTATa

TUIIOTJIMKEMUA C IOCTIIPAHAUAIbHBIM CHHUXKCHHUCM JIaKTaTa

THIICPIIIMKEMUS C TIOCTHPAHIUAIbHBIM CHM)KCHUCM JIaKTaTa

45

Knuangeckuit (l)eHOTI/IH HapymeHI/Iﬁ OeTa-OKHUCIICHUS JKUPHBIX KUCJIOT XapaKTCPU3YyCTCA

IMOpaXxCHMWEM MBI, CEpALa, IICUCHU, HeBpOHOFI/I‘{CCKOﬁ CHUMIITOMATHKOM

MOpa’xCHUEM I'J1a3, [ICYCHH, [TOYCK, HeBPOHOFquCKOﬁ CHUMITOMATHUKOM

ITOJIMHEMPOIIaTUEN, MBIIIEYHON THIIOTOHUEN, MAKPOTJIOCCUEH, aTOTMYECKUM JE€PMATUTOM

MIPOrpeCCUpPYIOLIEH lereHepanueil ceTyaTku, TYTOyX0CTbhl0, (papMaKkoOpe3UCTEHTHBIMU CY10pOraMH

46

[Ipu HapymeHusx 6eTa-oKUCICHUS JKUPHBIX KUCIOT B OMOXMMUU KPOBH YacTO BCTpeUaeTcs

TUIIOKCTOTHUYCCKAA THIIOTTINKEMU A

THIICPKTOTUYCCKAA THIIOTTITUKEMUA

THIIOKETOTUYCCKAA TUIICPTIIMKEMUA

THIICPKETOTUYICCKAS TUIICPTIINKCMU A

47

Knunnyeckue cuMnTomMsl B BUZE 3a/1€PKKU TICHXOMOTOPHOTO U (PU3UYECKOT0 Pa3BUTHUS
MeTanobJIaCTHON aHeMHH, aTpO(UUECKOT0 TIIOCCUTA POTPecCupyomield HeMponaTH B COYSTAHUU




C IOBBIIEHUEM 3KCTKPELUH C MOYOM METHUIIMAJIOHOBOM KUCIIOTOM XapaKTEPHbI IS

HACJICACTBEHHOI'O HAPYIICHUA MeTaboIr3Ma KobajJaMuHa

HCJOCTAaTOYHOCTH aﬂb(l)a'l-aHTI/ITpI/IHCI/IHa

[JIyTapOBOW alllypHUH

noppupun

48

Kimmanueckue cuMnToMsl B BUJI€ IPOTPECCUPYIOIIEH HEBPOJIOTUYECKONH CUMIITOMATUKH,
CYJIOPOKHOTO CHJIPOMA, YACTUYHOM WJIA TOTAJbHOM aJUIONENUU XapaKTEPHbI IS

HEJIOCTATOYHOCTY OMOTHUHUIA3kI

6ome3nu Pedcyma

TraJJaKTO3EMHHU

METHIMAJIOHOBOM aluaypuu

49

Kimanuecknm IMPOABJICHUEM IMUPUAOKCUH-3aBUCUMBIX CyJOPOT SABJIACTCA

SMUIICIITHYCCKAas BHHC(i)aJIOHaTI/IH, ,He6IOTpr}OH_IaH B HEOHATaJbHBIN nepuon

Iporpeccupyoias MUOKJIOHHYECKast SMUIerncus, Ae0oTupyromas B Bozpacte 3-6 jer

¢dokanpHas KOPTUKAJIbHASA AUCILIA3Hs K IPOrpeccupyroliei aTpodueil noaymapuii roJI0BHOTO
Mo3ra

CYJIOPOXKHBIM CUHAPOM, BO3HHUKAIOIIUI y IETEN ¢ HU3KUM YPOBHEM ITHUPUOKCHHA KPOBU

50

[MupunokcruH-3aBUCHMBIE CY10POTH 00YCIOBIEHBl MyTAlIUSIMU B F€HE

ALDH7Al

SCO2

HADHA

HADHB

51

[Ipy nUpUIOKCUH-3aBUCUMBIX CyIOpOraX OTMEYaeTCsl OBBIIIEHHE B KPOBH U MOYE YPOBHS
KHCJIOTBI

OUTEKOJIUHOBON

bymapoBoii




MEBAJIOHOBOU

aUIIMHOBON

52 | bone3Hb BUILCOHA-KOHOBAJIOBA JICOIOTUPYET
y JeTel crapiie 2-X JIeT
y JAE€TEN NEPBOro roja KuU3Hu
B HEOHATAJILHOM IEPHOJIE
y aerei B Bo3pacte 1-3-x jeT
53 | H.B. KonoBanoB npemioxui B 1960 romy KIMHAYECKYIO Ki1accuuKaIuio 00JIe3HN BIIIbCOHA-
KOHOBAJIOBA, BBIJEIAS AT (DOPM: PUTUIHO-TUIIEPKUHETUYECKYIO, a0JOMUHAIBHYIO,
JpOKaTeIbHYI0, SKCTPAHUPAMUIHO-KOPKOBYIO U CAaMYIO YacTYIO
IPOKATEITHLHO-PUTHUTHYIO
TUTICPKHHETUYECKYIO
MO3/HIOIO
a0 TOMUHAITbHO-TUTICPKUHETHYECK YO
54 | ledunut Gppykro30-1,6 —6udocdarassl SBIsIeTCS HACIESICTBEHHBIM 3200JICBAaHUEM U3 TPYIIITHI
HapyLIEHUH IIFOKOHEOTeHe3a
aMUHOALIUIOTIATU ]
HapYIICHHUI 1TUKIIAa MOYEBUHOOOPA30BaAHUS
JU30COMHBIX 0OJIe3HEH HAKOTIIICHUS
55 | dedumut tpancmoptépa rimoko3sl (glutl), kak mpaBuiao, MaHu(BECTHPYET Y AETEH
MIEPBOTO MOJIYTOAMS KU3HH
crapuie 2-x JeT
IIIKOJILHOTO BO3pacTa
¢ 1 roga Ku3HM TocIe MPOMEKYTKA HOPMATBHOTO Pa3BUTHUS
56 | Heiiponerenepalusi ¢ HaKOTICHHEM JKeJie3a B MO3Te XapaKTepU3yeTCst




TeHEeTHYSCKOMN TCTCPOrCHHOCTHIO

HaJgu4yreM JyacToi mytaruu B reHe CBS

MaHH(l)CCTaL[I/ICﬁ B HCOHATaJIbHOM BO3pPacTe

TSAKCIJIBIM HTOPAKCHUCM IMCYCHHU

57 | 3aboneBanue, BIiepBbie onMcaHHOE B 1922 ToIy FOIMYCOM TJZIEPBOPJCHOM H T'YTO IIIATIEM,
COTJIACHO COBPEMEHHOM KJIacCHU(PHKAIIUU, OMTUCHIBAETCS KaK
HEHpoJereHepays ¢ HaKOIIEHUEM JKEJIe3a B MO3Te
Iporpeccupyoias HapyxHas 0pTaJIbMOIIETUs
HelpojereHepanus ¢ HakOIIEHHEM MeJId B MO3Te
MIPOTPECCUPYIONINIA HEKPO3 Oa3aIbHBIX TAHTIINEB
58 | Heiiponerenepaius ¢ HaKOTUICHHEM jKeJie3a B MO3Te U3-3a HAKOIUICHUS JKese3a B 0a3aibHBIX
TaHTJIMAX TIPU HEMPOBU3yalU3aIlMi UMEET XapaKTepHbIN (heHOMEH
«rJ1a3a TUTpa»
«HAJKYIIEHHOTO S10JI0Ka»
«KOPEHHOT0 3y0a»
«KPbUIbEB JIETYYEH MBI
59 | [Ipu HemocTaTOYHOCTH anb(a-1-aHTUTPHUIICHHA Y B3POCIIBIX HAMOOJIEE YacTO Pa3BUBACTCS
sMpu3emMa Jerkux
XpOHHUYECKasi THOWHAs THEBMOHUS
OpPOHX000CTPYKIIHS
TUTIOTUIAa3HsI TEPMUHATBHBIX OPOHXOB
60 | Cunapom Jiernia-HaliXaHa XapaKTepU3yeTcs

YMCTBEHHOU OTCTAJIOCTBIO, XOPE0ATETO30M, IPUCTYIIAMHU arpeCCUBHOTO TTOBEACHHUS C
CaMOTIOBPEKICHUEM

ANWIENITUYECKON SHIe(anonaTHel, MpIIIEYHON THITIOTOHUMN, TPOTPECCUPYIOIIMM TEYEHHEM

FI/IHOFJ]I/IKCMI/Ieﬁ, MHOHaTHeﬁ, 3aL[ep>1<K0171 MNCUXOMOTOPHOT'O pa3BUTUMA




THIIOTIIMKEMHEH, porpeccupyroliei runeprpodueit Muokapaa, MeTaboJIMYeCKUM ali1030M

61

XapakTepHbIM OMOXUMUYECKUM MapKepOM CHHIpOMA Jiella-HalixaHa SIBJISIeTCS MOBBILICHUE B
KpPOBH YPOBHS

MOYEBOI KHCIIOTHI

MOYCBUHBI

omnnpyonHa

KPpCATHHUHKHWHA3bI

62

>K6CTKI/IG, OBCTa «CIIOHOBOM KOCTHU», JIOMKHEC BOJIOCBI BCTPCUAIOTCA IIPU

0ose3un MeHkeca

AJIKAlITOHYpUH

oosiezuu Humanua-ITuka

TJIMKOTEHOBOM 00JIe3HA

63

HeoObI4HEII 3am1ax «IIOTHBIX HOTY OT TEJIa XapaKTepeH s

M3BaJIEPHAHOBOM allMIeMUU (AlUTypUH)

(beHUITKETOHYPHH

TOMOIIMCTCHYPHUH

TUPO3NUHEMUU 1 Thma

64

[Ipu ranakrozemun Tumna ayapre 1e00T 3a00J€BaHUS IPUXOIUTCS Ha

NEPBLIC HCACIIN KU3HU

IEPBLBIC I'OJbI J)KU3HU

JIOIIKOJIbHBIM nepuon

MJIQJIIINNA [KOJIBHBIN NEPUO.T

65

Haubonee BepossTHBIM THAarHO30M Yy ManeHTa ¢ u3MeHeHusiMu Ha MPT, HamoMuHArO MU
«HAJKYIIEHHOE SI0JI0KOY SBISETCS

riyrapoBas auuaypus | tuna




TUPO3UHEMHUS | THIa

HeﬁponereHepauI/m C HAKOIIJICHHUEM XKE€JIE3a B MO3I'C

oosie3up Bunscona-KonoBaoBa

66

VY neteil ¢ rIMKOreHoBOM 00JIe3HBIO 1 THIIA TIPH OCMOTPE YacCTO OTMEYAETCs

«KYKOJIBHOCY JIMIIO

rpyOble YuepThl JIULA, TaprOMIU3M

,Z[aYHO-HO,I[O6HBIe YCPTHI JIMLa

JBYCTOPOHHUH IITO3 BEK

67

OI[HI/IM W3 OCHOBHBIX CUMIITOMOB IJIMKoreHo3a 0 Tuiia siBiaseTcs

THUITOTJINKEMU S

HEUTpOIeHUS

TPOMOOLIUTOTNICHUS

IUCIIAINIEMUS

68

Pannee BBITTIAACHUE MOJIOYHBIX 3}’60B LCJIMKOM C KOPHEM BCTPEYACTCHA ITPU

runogocharazum

HCCOBCPHICHHOM OCTCOICHE3C

ooJsiesuu BoseMaHa

TUIICPUHCYIIUHU3MC

69

OCHOBHBIMHU CHMIITOMaMH MEBaJIOHOBOM AUAYPHUU ABJIAIOTCA

PEKYpPEHTHBIE KPU3BI C JIMXOPATKOM, ChINbIo, TuM(aeHONaTHEN U renaTocrieHoMerainei

TUTIOTIIUKEMHS, JIAKTaT-aIk/103, IPOTPECCUPYIOIIas dHIIeparonaTus

MMporpeCCUpyromiad xKXejaTyxa, mno4ycuHad HEJOCTAaTOYHOCTD, FHHCprO(I)I/I}I MHOKapJa

WHCYJIBTONO00HBIE COCTOSIHUSI, aTaKCHsl, TPOTPECCUPYIOIIas MUKpoIedamus

70

OCHOBHBIMU ANArHOCTUYCCKUMHU KPUTECPUAMU CUHAPOMA CMHUTA-JIEMIIN-OIIUTHA SABJIAIOTCA

XapakTepHbIA (PEHOTHII C IUPOKUM aJIbBEOJISIPHBIM OTPOCTKOM, TOPOKH BHYTPEHHUX OPTaHOB,




CUHJAKTUIUSA 2-3 CTOM, TUIIOCHAAUS Y MaJTbYMKOB

PEKYPPEHTHBIE KPU3BI C JIMXOPATKOH, ChINbIo, TuMaIeHONAaTHEN U renaTocIieHoOMerainei

MIpOrpeccupyroias KenTyxa, moueyHasi HeIoCTaTOYHOCTh, TUIIEPTPOPHs MUOKapAa

WHCYJTBTOMOA00HBIC COCTOSTHUS, aTAKCHsI, TPOTPECCUPYIOIas MUKpoIehatus

71

JIJi TMarHOCTHKY CUHIIPOMa CMHUTA-JIEMJIN-OMHTIIAa HEOOXOJUMO OMpeielieHHe B CHIBOPOTKE
KpPOBH YPOBHS

MeTabOoIMTOB X0JIECTEPUHA

OYCHb AJIMHHOLCIIOYCYHBIX KUPHBIX KHUCJIOT

KCIYHBIX KHCJIIOT

TJIFOKO3bI

72

XapakTepHO# TMCTONOTUYECKON KapTUHON AePUIIMTA TU30COMHOM KUCIION TUNa3bl SBISETCS

MEJIKOKAIICIbHBIN CTEaTO3 ICUCHU

prrIHOKaHCJIBHHﬁ CTCAaTO3 IICYCHU

MEepUNOPTANBLHBIN puOPO3 neyeHu

CMELIaHHBIN CTEATO3 NIEYECHU

73

BoabpIIMHCTBO ceMEeMHBIX I‘I/IHerOJ'IeCTepI/IHCMI/Iﬁ XaPaAKTCPUIYIOTCA MTOBBIMICHUCM YPOBHS
XOJIECTCPpHHA KPOBH, a TAKKC

nossimenueM JITTHIT

cumxenuem JITTHIT

MOBBIIICHUEM TPUTITIMICPUIOB

CHMXXCHUECM TPUTIIMLCPUIOB

74

[Tpu ceMelHBIX TUTIEPXOJIECTCPUHEMHSX TUETOTEPAI OCHOBaHA Ha OTPaHUYCHUH MTPOYKTOB,
oorarbeix

XO0JIECTEPUHOM

OeIKoM

YriieBoJaMu




pubodraBuHOM

75

Kcantunypus xapakrepusyercs

reMaTypHuei HepoJIUTHA30M, TOYEYHON HEJOCTATOUHOCTHIO

MIPOrPEeCCUPYIOLIEH MeUYeHOUHOM HeJOCTaTOUHOCThIO

IIPOrPECCUPYIOIIMM CHHIPOMOM XO0JIecTas3a

MIPOTPECCUPYIOIIEH TUTIEPTPOHUUSCKON KapIMOMUTIaTHEH

76

Kcantunypus o0ycioBieHa qepumToM

KCAaHTUHACTHUAPOI'CHA3bI

bpykT030-1,6-6udocharassl

anb(ha-1-anTUTpUTICHHA

OpHUTHHTpPAHKapOaMUIIa3bl

7

HpH‘IHHOﬁ KCAaHTUHYPUU SBJIAKOTCA MyTAallUH B I'CHE

XDH

PAH

CFTR

FAH

78

CaMBbIM 4acTBIM T€HETHYECKUM }le(l)eKTOM I'€Ha CtnS, MyTallki B KOTOPOM IMMPUBOJAT K HUCTUHO3Y,
SABJIIFOTCA

MPOTSHKEHHBIE JIeNelun 0Koio 57-kb

MHCCEHC MyTaluu

HOHCCHC MyTallun

ACJICHUKU OAHOI'O HYKJICOTH A

79

HCpBBIe KIIMHUYCCKUEC CUMIITOMBI IMUCTUHO34a IMOABIISIFOTCA Y JeTen

crapuie 6 MecsIeB

IEpBOro MecAla KU3HU




crapuie 4-5 ner

IIOAPOCTKOBOI'O II€PpUOaa

80

K nmoueunnim MMPOABJICHUAM UCTHHO3a OTHOCAT

CUHAPOM dankoHn

yIBOCHHE COOMPATEIHHON CHCTEMBI TIOYEK

THUITIOIIIA3HIO ITOYECK

MMIBTHUKHUCTO3 ITOYKH

81

XapaKTepHBIM n CHeI_II/I(i)I/I‘IHLIM CUMIITOMOM IIMCTHHO3a SABJISACTCA

OTJIOKCHUC KPHUCTAJIJIOB B POrOBUIIC U KOHBIOKTHBC

CHUMIITOM «BHIITHEBOW KOCTOYKH

aTpodus ArcKa 3pUTEIHLHOTO HEpPBa

IMUIMCHTHAaA JCTCHCpalua CETYATKU

82

MaKpOHC(baJ'II/ISI ABJICTCA XapaKTCPHBIM CUMIITOMOM JJIsA

oonesnn Kanasana

(beHUITKETOHYPHUH

cunapoma Cmura-Jlemnu-Onutia

cunapoma Perra

83

Muxkpouedanus ABISETCS XapaKTEPHIM CUMIITOMOM JJIsI

MaTEepUHCKON (PEHUIIKETOHYPHH

cungapoma ['ypuep

Oomne3Hn AllekcaHaepa

cuHApoMa XaHTepa

84

Hanuuue xanbIIMHATOB B TOJIOBHOM MO3T€, BBISBIISIEMbIX [TPH KOMITbIOTEPHOU ToMOrpaduu,

XapaKTepHO IS

cuHapoma Alikapau-I'yreepec




(beHUITKETOHYpHH

TraJJaKTO3€MHUHU

MYKOBHCIIM 034

85

Hucrarm siBinseTcs XapaKTEPHBIM CUMIITOMOM JJIsA

6one3nu [lenuneyca-Mepibaxepa

METHIMAJIOHOBOM aluaypuun

MIPONMOHOBOM allAypun

6one3nn Padpu

86

AreHe3us MO30JIHMCTOr0 Tella SBISCTCS YaCThIM CUMIITOMOM

HEKETOTHUYCCKOU THIICPITIMIUHCMUA

MYKOBHCIIM 034

TJIMKOTEHO03a 9 Turma

(beHuIKeTOHypUn

87

HOMyTHeHI/Ie POroBUIbl HaCTO BCTPCHACTCA ITPHU

cunapome I'ypnep

CUHJIpoMe XaHTepa

(beHUITKETOHYPHUH

TIMKOTEHOBOM OOJIC3HM 2 THIIA

88

AJ'IOHCL[I/IH ABJIICTCS XapPaKTCPHBIM CUMIITOMOM [1JIs1

HEIOCTATOYHOCTA OMOTHHHAA3EI

HEKETOTHYECKON THIICPIIIMIUHEMU A

HETMEePEeHOCUMOCTH (PPYKTO3BI

rajakrosemMuu 1 tuma

89

[{nppo3 nedeHu sBiIseTCss XapaKTEPHBIM CUMIITOMOM




oolie3uu Bunscona-KonoBanosa

(heHUITKETOHYpUH

METHIMAJIOHOBOM aluaypuun

runogocdarazun

90

Henepenocumocts (u3nueckoit Harpy3ku, MUOTJIOOUHYpUS, TIOBBIIIIEHUE YPOBHS
KpeaTuHGOCPOKUHA3BI XapaKTEPHO AJI HEAOCTATOYHOCTH

KapHUTUH MaaMUTOMI Tpanchepassl 11

(beHI/IJIaJIaHI/IHFI/II[I)OKCI/IJIaBI)I

OPHUTHHTpPAHKapOaMUIIa3bl

anb(ha-1-aHTUTpUTICHHA

91

[Iporpeccupytoiias MUONIATHS BCTPEUASTCs MPU

riukorenose Il Tuma

MYKOBHUCIIMI03C

rajakroseMuu 1 tuma

HCCOBCPHICHHOM OCTCOICHE3C

92

KaTapaKTa ABJIACCA XapaKTCPHBIM CUMIITOMOM JIJIA

TraJJaKTO3EMHHU

(heHnIKeTonypun

THIIOTUPE03a

MYKOBHCIIJI032

93

ITonBeIBHUX XpyCTajinka BCTPpECHACTCA IIpU

TOMOLIUCTHUHYPHUH

nophupun

AJIKAIITOHYPUHU

TraJJaKTO3€EMHH




94

IIpucTynsl rTMNEPBEHTUIISILIUN XAPAKTEPHBI IS

HapymeHI/Iﬁ HUKJIa MOYCBUHBI

JICHUJIIKCTOHYPUU

METHUJIMAJIOHOBOW allulypHUH

MIPOMMOHOBOM allAypun

95

CTpI/I,I[Op ABJCTCA XapaKTECPHBIM CUMIITOMOM JJISA

HEAOCTATOYHOCTHU 6I/IOTI/IHI/I,Z[a3I)I

rajakrosemMuu 1 tumna

OHMCTHUHO3a

nophupun

96

Hporpeccnpy}omaﬂ MNEYCHOYHAass HEAOCTOTOYHOCTDb XapaKTEpHa IJIA

rajakrosemMuu 1 tumna

OHMCTHUHO3a

KCaHTHHYPUHU

MyKIoJIucaxapuao3a 3 tuma

97

3aI[ep>KKa pocTa, TUIOTJIIMKEMHUS, I€IaTOMETalIus U THICPIIUTINACMHAA XapPaAKTCPHBI JJIA

rIMKoreHo3a 1 tuma

MYKOBHUCIIM03a

THIIOTUPE03a

(beHUITKETOHYpHUH

98

[IpoOy ¢ KynpUHUIOM MTPOBOAST MPH MOJAO3PEHUU HA

0oie3ub Bunbcona-Konosanosa

6one3nsp ["amnepBopaena-llnarma

xopero ['eHTuHrToHa

cunapoma Kpurnepa-Haitspa




99

Harpy304HbIii TECT ¢ TVIIOKO30M MTPOBOIAT MIPU MOAO3PEHUU HA

MUTOXOHAPUATIBHYIO IMATOJIOTUIO

MYKOBHCIIH/103

aTUnU4Hble GopMbl HEHUIKETOHYPUU

TraJJaKTO3EMHUIO

100

Haunbosnee yacTbiM reHeTHYECKUM Ae(DEKTOM, MPUBOAAILINM K BOSHUKHOBEHHUIO OOJIE3HU
nenuieyca-mMepuoaxepa spisieTcs

nyrukanus Xq22, skioyatomas ren PLP1

nenerust X(22, Bkiatoydaroniasi ren PLP1

MucceHc myrauuu resa PLP1

HOHCeHC MyTanuu resa PLP1

101

AnnensHpIM KJIMHUYECKHM BapHaHTOM, KaK M 00JIe3Hb MeJHIeyca-Meprdaxepa, 00yCIOBICHHBIM
MyTaiusimMu B rena PLP1 sBisiercst

CIIaCTUYCCKas maparjierusa 2 TMIa

MblleyHast guctpodus Jlannysu-Jlexeprna

cuHpoM Muinepa-Jlukkepa

LIUCTHHO3

102

JInzocoma npezacTaBisieT coooi

O0JTHOMEMOpaHHYIO C(heprUUeCcKyI0 OpraHeTy KIETKU

JBYMEMOPaHHYIO OPTaHeJTy KISTKH

HCMCM6paHHyIO OpraHeJl1y KJICTKH

KJIICTOYHOC BBIKJIIFOUCHHUEC

103

OcHOBHOU (hYHKITHEH TU30COMBI SIBISIETCS

BHYTPHUKIICTOUYHOC IIEPCBAPUBAHNIC

XpaHEeHHE HacJeICTBeHHON nH(popMaIiu




cuare3 ATO

06p330BaHI/I5I BEPCTCHA NCJIICHUA

104

K nu3ocoMHBIM 00JI€3HSIM HAKOIUICHUS OTHOCHUTCS

oosie3ap Humanna-ITuka tumn C

cunzpom LlenbBerepa

cunzpom Kepnca-Ceiipa

nedunut anuia-KoA nernaporeHassl )KUPHBIX KHCIOT C OYCHB JUIMHHON YTIIEPOIHOM IETbIO

105

B ocHOBe matoreHesa JIMCOMHBIX OOJIE3HEHN JIEKUT

HaKOIIJICHHUEC C}’6CTpaTOB B OpraHax v TKaHsIX OpraHu3sma

nedeKT OKUCIUTENsHOTOo (hochOopUITMPOBaHUS

HEeMpaBUIIbHAS 3aKJIaJIKa HEPBHON TPYOKH

NePeKT B—OKUCIICHUS KUPHBIX KHCIIOT

106

K HapyUICHUAM 00MeHa IIMKO3aMHUHOTIIMKAHOB OTHOCHTCS

CUHIpPOM XaHTepa

oouezub [Tomre

ooiesup Tesa-Cakca

cupom Cannxodda

107

ypOBeHL TIIMKO3aMHWHOTJTIMKAaHOB MOXKCT HC IOBBIIIATHCS B MOYC Y IMALIUCHOB C
MYKOIIOJIMCaxapnuao3a

THUIIOM

\v

Vi

108

Bose3snr HUMaHHA-TIMKA THTI C SIBIISIETCS HapylmcHueM oOMeHa

CUHTOHITHIOB




AMHUHOKHUCJIOT

YIJI€BOI0OB

TJIMKO3aMHUHOIJIMKaAHOB

109

HpI/I 00/Ie3HM HUMaHHA MHKa BBIACTIAIOT THIIBI

AB,C

1,2,3

C1,C2,C3

Al,A2, A3

110

Bose3snp HUMaHHA-TIMKA T C BBI3BIBACTCS MyTalsMHU B Ir€Hax

NPC1, NPC2

SMPD1, SMPD2

GAA, GLA

GBA, NPB

111

HawnbGonee yacroi HpPI‘-IHHOﬁ pa3BUTHUA 00JIe3HN HUMaHHA-ITMKA THII C SIBIISIOTCS OMalllIeIbHbIC
MyTalluu B I'CHC

NPC1

NPC2

GAA

SMPD1

112

HJ'ISI OoJyie3Hn JAaHOH XapaKTCpHa KIIMHUYCCKasA Tpuajaa, BKIIIO4Yaronasa

KapJAuOMHUOIIaTUI0, CKCIICTHYIO MUOIIATUI0, YMCTBCHHYIO OTCTAJIOCTDh

KapaAuOMHUOIIaTU0, YMCTBEHHYIO OTCTAJIOCTh, SITUJICIICHIO

SIHJICTICUIO, YMCTBCHHYIO OTCTAJIOCTh, MBIMICYHYIO TMITIOTOHUIO

CKCJICTHYIO MHUOIIATHIO, YMCTBCHHYIO OTCTAJIOCTDh, ATAKCHUIO

113

bone3ns momiie Pa3BUBACTCA BCIICACTBUC ,Z[C(I)I/IL[I/ITa (pCpMeHTa




anb(a-rIIFOK03U a3kl

C(bI/IHI‘OMI/ICJ'II/IHaSI)I

TIF0K030-6-ocdaTazbl

anbha-L-uxypoHuga3sl

114

[TpuumnHO¥# pa3BuTHs 0OJIE3HU MTOMIIE SBISIOTCS OMAaJUIeIbHbIE MyTAIlH B TeHE

GAA

GBA

HEXA

C19orfl12

115

OCHOBHBIMHU KJIMHHYECKUMHU IMPOABJICHUAMU MYKOIIOJIMCaxana03a | TUIIA SABJISFOTCS

3aACPIKKA IICUXOMOTOPHOI'O PasBUTUA, YMCTBCHHAA OTCTAJIOCTD, FPY6I>I€ YCPTHI JIMLA, IOPOKH
KjIallaHOB CepAUC, IOMYTHCHUC POTrOBUIIbI, TYT'OIIOJABUKHOCTE CyCTaBOB

MbIIICYHAA TUIIOTOHUSA, YMCTBCHHAs OTCTAJIOCTDh, SITUJICTICUA, FPY6LIC YCPTHI JIUIa

HEUPOCEHCOPHAsl TYTOYXOCTh, TPYObI€ YEPTHI JINIIA, aTaKCHSsl, CIIAaCTHYECKas Taparuierus

MHUAJIrud, FI/IHeprO(I)I/I‘IeCKaH KapAuOMUOIIaTuA, CIlJICHOMETaJIus, IMTMCHTHAs ACTCHEpAla
CETUYaTKH

116

B nnarnoctuke MYKOIIOJINCAaXapru1030B UCIIOJIb3YIOT

KOJIMYECTBEHHOE ONPEEIICHNE TIIMKO3aMUHOTIIMKAaHOB B MOY€E, U3MEPEHUS AKTUBHOCTH
JM30COMHBIX (hepMeHTOB, npsamyto JIHK-nuarnoctuky

KOJMYCCTBECHHOC ONPEACICHUC INTMKO3aMUHOTJIMKAHOB B MOYC

M3MEpEeHUs! aKTUBHOCTH JIM30COMHBIX (hepMeHTOB, KocBeHHYI0 JIHK-nuarnoctuxy

HU3MCPCHUA aKTUBHOCTH JIN30COMHBIX (I)epMCHTOB, TaHACMHYIO MacCC-CIICKTPOMCTPUIO

117

XapakTepHble U3MEHEHHS YePT JIUIA [0 THITY «TaprOMIM3May MPU MYKOIOJIHCaXapua03e | Thma
bopmupyrorcs

K KOHITY I€PBOT'0 roZia ’KU3HU

C POXKACHUS

B IIOAPOCTKOBOM BO3pPaCTC




nocie S et

118 | TpancnnaHTaus reMOIOITHYECKUX CTBOJIOBBIX KJIETOK MOKa3aHa OOJIHBIM C
MYKOIIOJINCaXapHu1030M | THIIa B BO3PACTE 10 IIPY HOPMAJIbHBIX U CYOHOPMaJIbHBIX
[IOKA3aTeNsIX pa3BUTHUSA

2 j1er

5 jmet

7 net

12 Mecs1eB

119 | OgHuM U3 KITMHUYECKUX THITIOB JM2-TaHTIIMO3U103a SIBIISETCS

6ome3up Cangxodda

reHepalIn30BaHHbIN ranrmos3nno3 Hopmana-Jlanaunara

ceMeliHas MH(aHTHIIbHAS aMaBPOTHUYECKAs HIIMOTHUS C MOPAKEHUEM BHYTPEHHHUX OPTraHOB

Ooie3nb JlaHoHa

120 | IlprunHO# pa3BUTHS OOJIE3HU TOIIE SBIISIFOTCS

OuaenbHbie MyTayn B rene GBA

OayutenbHbIe MyTanuu B TeHe GAA

OouamiensHbl MyTanuu B rene IDUA

reMU3TOTHBIE MyTaruu B rene IDS

121 | B ocHOBe pa3BUTHsI METaXpOMaTHYECKOH JIEHKOIUCTPOPHHU JISKUT NePeKT pepMeHTa

apwicynbdartazsl A

uaypaHarcyibdarazsl

raJlakTorepeOpo3uIa3bl

C(bI/IHl"OMI/IC.HI/IHBBBI

122 | MeraxpoMaTideckas JISHKOAUCTPO(HSI OTHOCHTCS K TPYIIIE

C(pI/IHFOJII/IHI/II[03OB




MYKOIIOJIMCaxapnuao30B

TJIMKOI'€HO30B

TJIMKOIIPOTCUHO30B

123

K 1130coMHBIM 00JIE3HSAM HAKOIIJIEHUS OTHOCUTCS

0o1e3us Kpaboe

cunapom LlensBerepa

riyTapoBas auuaypus 1 tuma

X-cueruieHHas agpeHoeikoauctpodus

124

K x0>xHBIM TIpOsiBICHUSIM 00JIe3HN (Ppadpu OTHOCST

AHT'MOKEPAaTOMBIL

aHTHO(PUOPOMBI

IOBBIIICHHYIO JIOMKOCTb HOTTCH

HUXTHO3

125

[TarorHOMOHUYHBIM /17151 O0JIe3HU (hadpu ABISIETCS

MOBBIIIEHUE YPOBHSI [NI000TPHA3WIC(UHTO3UHA

IOBBIIICHUEC YPOBHSA J'H/I3OC(1)I/IHFOMI/ICJ'H/IH3

CHIPKEHHE YPOBHS C(UHTO3UHA

TMOBBIIICHNUEC YPOBHA XUTOTPHUO3UIA3bI

126

Myxkonununos |l Tuna cnenyer auddepeHunponars ¢

MYKOITOoJIMCaxapruao3aMu

nuno¢yCImHO3aMU

C(bI/IHF OJIMITINA03aMU

TIIMKOI'€HO3aMH

127

PannuMu cumnromamu nHGaHTUIEHON Gopmbl 601e3HU Kpalbe sBisiroTest




HEMOTUBUPOBAHHBIE [TOIEMbI TEMIIEPATYPbI, TUIIEPBO30YIMMOCTh, HAPYIIEHUS! BCKAPMIIMBAHUS

3aACPKKa pEYCBOI'O pa3BUTHUA, CHUXXCHUC 3PpCHHUSA, CyJOPOTH

CHUH/IPOM «BSIJIOr0» peOeHKa, YacThle pecupaTopHble HHGEKIUN

rernaToCijiCHOMETallvA, IMyIIOYHbIC I'PBIKHU, MAKPOTJIOCCUA

128

N3meHeHns KOXKHU 10 TUILY «MOPCKOM raJIbKW» XapaKTEPHO AJIs

Oose3Hn XaHTepa

6one3an ®adpu

60me3au dapbepa

IIHMKHOAN30CTO3a

129

O6H_II/IMI/I KIIMHUYCCKUMU IIPHU3HAKAMU JJIA OOJIBIIIMHCTBA (bOpM HeﬁpOHaHLHOFO HEPOUAHOIO
HHHO(bYCHHHOSa SABJIAIOTCA

CYJIOpPOTH, pEerpecc MCUXOMOTOPHOTO Pa3BUTHS, HAPYIICHUS 3pEHUS

aTaKCHs, TPEMOp, Cyaoporu

runeppedqiiekcus, Cy10poru, KapaAuOMHUONATHS

runepTpodus JeBoro Kenyaodka, Helponaruyeckas 00J1b, aHTHOKEPaTOMBbI

130

HepBHM KIIMHUYCCKHUM CUMIITOMOM IIpU HeﬁPOHaHBHOM HEepOUaAHOM JII/IHO(l)YCLII/IHOSC 3 tuma qaiie
BCCTO ABJIACTCA

MPOTPECCUPYIOIIEEe CHIDKSHUE 3PEHHUSI

TeHEPaIN30BaHHBIC TOHUKO-KIIOHUYCCKHUEC CYAOPOTrr

OKCTpalTMpaMHUIHbIC 3HAKN

NCUXHUATPHUUICCKUEC HAPYIICHUA

131

ITpu Bcex popmax HEHPOHATBHOTO LIEPOUAHOTO JUMOPYCIUHO3A B KJIETKaxX HaOI01aeTcs
HAaKOIUICHHE

nunogyciuHa

rajlakTosuiagcepaMuga

TaHIJIMo3naa




raJlakTO3UICHUHTO3UH

132

denorunuyeckuMu popmMaMu aeGuIuTa TM30COMHOM KHCION JIUIA3bI SBISIOTCS

6one3np BosnbMana, 6051€3Hb HAKOIUICHHUS 3(UPOB XOJIECTEPUHA

MJIIAACHYCCKaA U B3pOoCiiasi (l)OpMI)I

0oiie3ub ['enTuHITOHA, OONIE3HHL baTtTeHa

oone3nb Kydca, 601e3up bunbimosckoro-Hckoro

133

[Ipu Gosie3HM BOJIbMAHA BBISBIISIOT

KaJIbIIU(UKAIMIO HAIIOYCYHUKOB

MBIIICYHYIO JTUCTPOPHUIO

ITYTIOYHBIE TPBIKH

aTpoduI0 3pUTEIBHOTO HEpBa

134

B ocHoBe nmarorenesa MUTOXOHAPHUAJIbHBIX 3a00/1€BaHUH JIEKUT

NePEeKT OKUCIUTENBHOTO (OCPOPUIUPOBAHUS

HapylIeHUE CUHTE3a TIII0KO3bI

HAaKOIINICHUE TOKCUYHBIX IMTPOAYKTOB oOMeHa

nedekT cyocTpatHoro GpocGopuaupoBaHus

135

O,Z[HI/IM N3 MAapKEPOB MUTOXOHAPHUATIBHBIX 3a00JIeBaHUN SIBISCTCS

JJaKTaTanuao3

BBICOKUH YpOBEHb OMIIMpyOrHa

MOBBILIEHUE YPOBHS IN1000TpHUa3HIC(HUHTO3UHA

META0OJIMUYECKHI aIKaI03

136

MI/ITOXOHJIpI/IaHI)HI)Ie 3a00JIEBaHUSA C MyTallUAMHU B MUTOXOHJAPHUAJIIBHOM I'€CHOME HACJIICAYHOTCA

10 MaTepHHCKOﬁ JIMHUHN

10 OTILIOBCKOH JIMHHUU




ayTOCOMHO-JOMHWHAHTHO

AYTOCOMHO-PEIECCUBHO

137

JpIxaTenbHas [enb MUTOXOHAPUI BKIIOYAET KOMILIEKCOB

5

138

MUTOXOHIpHATBHBIA TEHOM MPEJCTABIAET COO0M

KoJIbIIEBYIO MoJiekyny JJTHK

mapy roMmoJIOTH4HbIX XpOMOCOM

onHouenovyeunyro monexkyiny PHK

nuHenHyo Monekyiry JTHK

139

Bricokasi ckopocTh MyTHPOBaHUSI MUTOHXOHPHUAIBLHOTO FeHOMa 00yCIIOBJIEHA

JIeCTBHEM aKTHBHBIX (JOPM KUCIOPOa, 00pa30BaHHBIX B AbIXaTE€IbHON LIENU

HU3KOH TOYHOCTBIO MUTOXOHIpuanbHoi JJHK-nnonumepasbl

MaJibIM pa3MepOM reHoMa

KOJIBLIEBOW CTPYKTYPOM

140

Hanuuwne B KJeTKe Kak MYTAaHTHBIX, TAK H HOPMAJIbHBIX MOJICKYJI MPITOXOHI[pPI&J'ILHOfI JHK
Ha3bIBACTCA

reTepOIIa3MHUsI

TOMOIIJIa3MUsL

AHTHUIUIIaIIuA

OIIHUCTAa3

141

K mapymenuto GyHKIIH MUTOXOHAPUN Han0oJIee YyBCTBUTEIbHBI

HEpBHAs, MbIIIICYHAA U S9HAOKPUHHAA CUCTCMbI




KOCTHAas1, MbIIIICYHAA U JKUPOBAA TKaHU

nepudepryeckas HepBHas CUCTEMA U MEYCHb

KOCTHBIA MO3T U ri1aaKas MbIIICYHAs TKaHb

142

IloBreIIIcHNE YPOBH: JIaKTaTa IIPpU MUTOXOHIPHUAJIbHBIX 3a00JIeBaHUIX O6YCJ'IOBJ'ICHO

Nepexo0M KIETOK Ha cyOcTpaTtHoe hocopumupoBanue

CHM)XCHHUEM aKTUBHOCTH JIAKTAaTACTHPOIrCHE3bL

HapymcHUEM 0eTa OKHCIIEHHS JKHUPHBIX KUCJIOT

aKTUBAIIMEN TIIOKOHEOreHe3a

143

K MHUTOXOHAPHUAJIbHBIM 3a00JICBAHUSM OTHOCHTCS

cunapom Kepuca-Ceiipa

6one3np ®abdpu

cunzpoM IIurra-XonkuHca

aTaKCHUA-TCIICAaHTI'MOKTa3usAa

144

Tpuana kIMHUYECKUX CUMIITOMOB, XapakTepHas uist cuaapoma Kepuca-Ceiipa, BKitoyaer

XPOHUYECKYIO TPOrPECCUPYIOLIYIO BHEIIHIOK O(TaTbMOIUIErHIO, MUTMEHTHYIO PETUHONATHIO,
0JI0Kay cep/ra

MBILIEYHYIO JUCTPODUIO, THIEPTPODHIO JIEBOTO KeTyJ0UKa, TOJMHEHPOIaTHIO

YaCTUYHYIO aTpo(HI0 3pUTETHLHOTO HEPBA, JEHKOAUCTPOPHIO, CYT0POTH

sHIIe(pATTOMUOTIATHIO, JTAKTATAIIU 03, HHCYJIBTOTIOIO0HBIE ATTU30/IbI

145

3amo/103puTh MUTOXOHIPHATFHOE 3200JI€BAHNE MOKHO MPY HATUIHH

HCTUIIMYHOI'O COUCTAaHUA MYHLTHOpFaHHOﬁ IaTOJIOTHuH

TUMUYHON KIIMHUYECKON KapTHHBI

panHero ne6roTa 3a001eBaHUs

O3OHEro ne0roTa 3a00JIeBaHus

146

MuToXO0HIpHalIbHBIM 3a00JIeBaHUEM, TIPUYUHONW KOTOPOTO SIBJISIOTCS KPYIHBIE JAETEIII




MHTOXOHI[pHaHBHOfI JHK, ABJISICTCA

cunapom [Iupcona

HacJICACTBECHHAasA OIITHYCCKast HeﬁpOHaTI/IH He6epa

cungpom MELAS

cunjipom NARP

147 | MuTOXOHIpUATBHBIM 3a00JI€BAaHUEM, IPHUYNHON KOTOPOTO SIBIISIFOTCS] TOYKOBBIE MYyTaIHH
MUTOXOHIPUAIBHON JTHK SBJISIETCS

cunzipom MERRF

cunapoMm Kepuca-Ceiipa

cunapoM IInpcona

XPOHHUYCCKAs MMPOrpeCCUpPyrolias BHCHIHAA Oq)TaJ'IBMOHJ'ICFI/IH

148 | Haubomnee yacThiM MUTOXOHIPHAIIBHBIM 3a00/1€BaHHEM, AEOIOTUPYIONIEM B PAHHEM JETCKOM
BO3pacTe SBIIACTCS

cunzpom Jln

cunapom Kepuca-Celipa

cunpom MERRF

HacJeACTBEHHas onTHYeckas Heriponatus Jlebepa

149 | CuHOHUMOM CHHIIpOMA JIN SIBIISIETCSI

nmoaoCTpast HCKPOTHU3UPYIOoIas BHHe(baJIOMI/IeJ'IOHaTI/IH

MHOKJIOHWYECKAa SIMUJICTICUA C pPBaHBIMU MBIIICYHBIMHA BOJIOKHAMU

MUTOXOHJIpHATbHAs YHIE(HATOMHOIATHSI, TAKTATAIIN103, HHCYJIBTOIOA00HBIE SITH30/1bI

apTepuonaTus 1epedpaabHas ayTOCOMHO-JIOMUHAHTHAS C CYOKOPTHUKAIBLHBIMU HH(APKTaAMH U
nerkosHIedanmonaTuei

150 | YpoBeHb nakTara Bcera B HOpME IpH

HacJeACTBEHHOM onTryeckoi HeliponaTuu Jledepa

cunapome MELAS




cunpom MERRF

cunsipome Jln

151 | Uucynbronoao0HbIe COCTOSIHUS, BO3HUKatomue 10 40 JIeT, 4aCTo BCTPEUYAIOTCS IPH CUHAPOME
MELAS
MERRF
NARP
CADASIL
152 | MuToXoHApHATEHEIM 3a00JIeBaHHEM, 00YCIIOBICHHBIM TOYSYHBIMH MYTAIUSIMU B
muroxoHapuanbHon [IHK, asmsercs
HaCJIeICTBEHHAs onTuyeckas Heliponarus Jlebepa
cunapoMm Kepuca-Ceiipa
cungpom CADASIL
cunapom [Iupcona
153 | IlepBbIM CUMIITOMOM HACJICICTBEHHON ONTHYECKON HeWponaTHu jgedepa sSBIsIeTcs
ocTpas MoTepst 3peHust
AIUJIETICUS
aTakcus
MEJIEHHO MPOTPECCUPYIOIIEE CHIKEHUE 3PEHUS
154 | CunapoMbl UCTOIICHUSI MUTOXOHAPHAIIBHOM THK Pa3BUBAIOTCS BCIEACTBHE MYyTAIlMil B reHaX
OTBETCTBEHHBIX 32 PEINTUKAIUI0 MUTOXOHApHanbHOM JITHK
KOJUPYIOMINX CyOheIUHUIIBI | KOMIUTEKCa IXaTeNbHON 1eTH
MHUTOXOHIpHabHbIX TPHK
KoJupyromux cyobenuauiib! || komruiekca apIxaTenbHOM eTH
155 | Hau6Gomnee tsoxensiM u3 POLG-acconmupoBaHHBIX (DEHOTHITOB SBIISETCS

CUHJpOM AJnbrepca




SANDO

MEMSA

AYTOCOMHO-PECUECCUBHAA MIPOTIpECCUPYIOLIAsA BHCIIHAA O(bTaJ'IBMOHJ'ICFI/IH

156

MuTOXOHApHATIHHBIM 3200JIeBaHHEM, TIPUIUHON KOTOPOTO MOTYT CTaTh KaK MyTalluH B SIEPHOM
reHOMe, Tak U B MuToxonapuansHon JTHK, sBisgercs

cunsipom Jln

cunapom Kepuca-Ceiipa

HacJeACTBEHHAs onTUYeckas Heriponatus Jlebepa

arakcust Opuaperixa

157

CoueraHue KapIMOMHUOIIATUH, HEUPOTPOIIEHUH, 331€PKKU POCTA U XapaKTEPHbIN JIMILIEBON
(beHoTun BeTpeyaercs npu

6one3nu bapra

6one3an ®adpu

cunapome Kepuca-Ceiipa

CUHAPOMC HI/IpCOHa

158

[IpuunHoil pazBuTHs 60s€3HN OapTa SBISIIOTCS

IeMU3UTOTHBIE MyTalluu B reHe TAZ

reTepo3UroTHbIe MyTaluu B rene TAZ

OuasenbHble MyTaluu B rene TAZ

KpyIHBbI€ Jiejenuu B MUToXoHapranbHon JJHK

159

[Tpu cunagpome MERRF rucronorudeckoe uccieoBaHue MBIIII] YaCTO OMPEIEsieT

HAJINYHEC PBAHBIX KPACHBIX BOJIOKOH

KHUPOBYIO MHPHUIBTPALIIO

JTEUKOUUTAPHYIO HHPHIBTPALIUIO

¢budpo3




160 | Ie6roT cunapoma MERRF uame Bcero nabmtonaercs B

ACTCKOM BO3pacTe

HepBHﬁ IroJ ) XKU3HHU

HCOHATAJIbHOM IICPHUOOC

30-40 ner

161 | OcHOBHBIMH KJIMHUYeCKUMU nposiBieHusME cubapoma NARP sBistores

HeﬁpOHaTHH, aTakCcys ¥ MUTMEHTHBIN PETHUHUT

MHOKIJIOHUH, TCHCPAIIM30BaHHAA SITHJICTICHUA U ICMCHI A

SHHGQ)aHOHaTI/IH, MHOIIATHUA U JIAKTAT allM103

NeKosHIIePaIonaTHsl, ”HCYJIBTHI U MUTPEHU

162 | Ilpu nogo3peHnn Ha CUHAPOM Narp reiecoodpa3Hee BCEro HayaTh JUArHOCTHYECKUH IMTOKMCK C

IIOMCKA YaCThIX MyTalui B MUTOXOHApHaibHOU JTHK

MOMCKA KPYIHBIX Jenenuil B MutoxoHapuansaoi JIHK

CCKBCHHUPOBAHUS MMAHCIIU SAJACPHLIX TCHOB

CCKBCHHPOBAHUS ITOJTHOT'O 3K30Ma

163 MI/ITOXOHI[pI/IaJ'IBHLIM 3a60HeBaHI/IeM, O6y0J'IOBJ'IeHHBIM MyTaI.[PIeﬁ B AACPHOM I'CHOME, SABJISICTCS
CHUHAPOM

bapra

Kepnca-Ceiipa

IIupcona

MELAS

164 | Camoii 9acTOi MPUIMHON Pa3BUTHS CHHIPOMA JTU SIBIISIETCS

myTtaunu B rene SURF1

KpyIHBbI€ Jiejenuu B MUToxoHapuansaon JJHK

MyTanuu B rede LS




TrE€MHU3UTOTHBIE MyTalluu B rene TAZ

165

CI/IHI[pOM JIk, 06YCHOBJICHHBII>'I MyTalusMH B I'CHE surfl IMPUBOJUT K HEJOCTATOUYHOCTH
KOMIIJICKCa ,Z[BIXaTeHBHOfI OeIu MI/ITOXOHI[pI/Iﬁ

v

\

166

Myrtanuu B rene POLG npuBoasT k

CHEKTPY Pa3JIMYHBIX O TSHKECTH (EHOTHUIIOB

n3oiaupoBaHHOMY (peHoTuny ¢ Tunuunoit MPT kapTuHoi

cunapomy MELAS

cungpomy MERRF

167

Hcrommenne MUTOXOHIpUAIbHON AHK, 00ycioBneHHoM Mmytanusmu B reHe TWNK, pazBuBaercs
BCJIEICTBHE:

HapyUIEHUs peIUIUKali MUTOXOHApruabHoi JTHK

HapylIeHus: OMOCUHTE3a HYKJIEOTH/I0B

nedexTa CTpyKTYPHBIX OE€JIKOB MUTOXOHIPUHN

nedexra coopku | KomIiekca JpIXaTeaIbHOMN e

168

Hcromenne MUTOXOHApUaIbHON AHK, 00ycioBineHHoM MyTtauusmu B reHe TWNK, pazBuBaercs
BCJIEJICTBHE:!

HapyLIEHUs peIUIMKalui MUTOXOoHApraibpHoi JJHK

HapylIeHus: OMOCHHTE3a HYKJIEOTHI0B

nedexTa CTPyKTYPHBIX O€JIKOB MUTOXOHIPUHU

nedexra coopku | Komriekca JpIXxaTeaIbHOM e

169

CI/IHI[pOM BapTa UMECT THIT HACJICAOBaAHUA

X-CHEIJIEHHBIN peleCCUBHBIN




ayTOCOMHO-IOMHUHAHTHBIN

MI/ITOXOH,Z[pI/IaJ'IBHLJﬁ

X-ClLEIUIEHHBIN TOMUHAHTHBIA

170

Cunapom SANDO nacnemyercs mo

TUITY

ayTOCOMHO-PEIIECCHBHOMY

dyTOCOMHO-JJOMHUHAHTHOMY

X-CLIETJICHHOMY

MHUTOXOHIPHAIIBHOMY

171

Jlns cunapoma Anbriepca XxapakTepeH

THIT HACJICAOBaHUA

ayTOCOMHO-PELIECCUBHBIIN

aYTOCOMHO'I[OMI/IHaHTHHﬁ

X-CLEIUIEHHBIN

MHTOXOHﬂpHaHBHLIﬁ

172

OCHOBHBIMU IPUYUHAMH CMEPTH T1pH Oosie3Hu bapta sBisitoTCs

cepAcuHasd HEAOCTATOYHOCTh U I/IH(I)eKI_[I/IOHHLIe OCJIOXKHCHU A

Mporpeccupytomas sHiedanonaTus

IoJImopraHHas HEAOCTATOYHOCTb

AbIXaTCJIbHAsd HCAOCTATOYHOCTD

173

Pa3Mep MEPOKCUCOMEI B KJICTKC YCJIOBCKA

pum

or 0,1 mo 1

orl no5

Ooiee 5

ooiee 10

174

V uenoBeka HaMOOJbIIEE YUCIO EPOKCHUCOM COAEPIKUTCS B




KIJICTKaX MCYCHU U IOYCK

KJICTKax I'oJIOBHOI'O MO3Tra U KOXKH

MBIIICYHBIX KJICTKaX

KJIETKaX COENUHUTEILHON TKaHU

175

B oxnoMm renaronure B CpCAHEM COACPIKUTCA OKOJIO IIEPOKCUCOM

100

10

1000

500

176

OueHp JUJIMHHOLICTIOYCYHBIMHA JKUPHBIMH KHUCJIIOTAMU (O,I[I_I)I(K) CUUTAIOT KHMCJIOTHI C KOJIMYCCTBOM
4TOMOB YTJICpOda

ot 20 1o 26

ot 15 no 20

or 10 mo 15

ooitee 50

177

MapKépOM HepOKCHCOMHOﬁ IMaTOJIOTHH, KOTOpHﬁ MOXET OBITh B npeaciiax HOpMhl y
HOBOPOXKACHHBIX C CHHAPOMOM LECJIILBErCpa, SABJIISICTCA KHCJI0Ta

¢uTaHoBas

JIMHOJICHOBAasA

IpuUCTaHoOBas

T'CKCaKO3aHOBas

178 | Ilpu X-crenaeHHoM aapeHoIeHKOAUCTPODUHN HApYIIAETCs OKUCIICHUE KUPHBIX KUCIOT C UTMHOM
Lenu YIJIEPOJIHBIX aTOMOB
22-26
30-35

18-22




50-69

179

Puzomennueckas ToueuHas XOoHApOAUuCIIIIa3uss OTHOCUTCA K

MEPOKCUCOMHBIM OOJIE3HSIM

C(bI/IHI‘OJ'II/IHI/II[OSaM

HapymeHusiM 0OMeHa METaJlJIOB

nedekTam oOpa3oBaHMsl KOJUIareHa

180

HepOKCI/ICOMHOC 3360J’ICBaHI/Ie, MMPpOTCKAOMIUECE C MPCUMYIICCTBECHHBIM ITOPAXKCHUCM I10YCK,
Ha3bIBACTCA

runepoxkcanypus tui 1

OHUCTUHO3

X-creryieHHas aapeHOIECHKOIUCTPOdus

6one3np Pecyma

181

[TsTHA OpymdmIbIa, KOTOPBIE BCTPEUAIOTCS IPH CHHAPOME IIeTbBETepa, MPEACTABISIOT COO0M

IIsITHA Ha pady>KKC B BUIC OeNBIX BKpaHJ’IeHI/Iﬁ

OTJIOKCHHEC ITMT'MCHTA HAa CCTYATKEC

OTJIO’)KEHUE TEMHOI'O TUTMEHTA Ha Nepupepun pasyKKu

OTJIOKCHUC TCMHOT'O IIMTTMCHTA Ha POTOBUIIC

182

ITpu cunapome nenbBerepa HauboJIee YacToO BCTPEYAETCs MATOJIOTUS I0YEK B BUJIE

KHCT B ITOYKax

ar¢He3nu NMo4YKu

OCTpOfI MOYEYHOM HEJOCTaTOYHOCTH

MOYEYHO-TYOYJIIPHOTO alua03a

183

HepOKCI/ICOMHOC 3a60JleBaHI/IC, IIpU KOTOPOM YaCTO BCTPCHACTCA UXTUO3, HA3bIBACTCA

PU3OMECIIUYCCKAaA TOYCUHAsA XOHAPOAUCILIA3HUA

6one3npb Pecyma




X-creruieHHas aApeHOIeHKOIUCTPOus

cunapom LlensBerepa

184 | quddepeHnnanbHy0 TMarHOCTUKY CUHIPOMA IIeJIbBETepa B HEOHATAIbHOM IMIEPHO/IE B IIEPBYIO
ouepeib IPOBOJSAT C

XPOMOCOMHBIMU OOJIE3HAMU

AMHUHOAIIMA0IIaTUAMU

OpraHn4€CKUMHU alluAypUsIMU

HapylIEHUSIMU OOMEHa YTJIEBOJI0B

185 | IlepokcucoMHBIM 3a007€BaHIM, TIPU KOTOpOM He noBbimaercst yposeHb OJILDKK, sBisetcs

PU3OMCIINYCCKAA TOYCUHAA XOHAPOAUCILIIA3HUA

6o1e3ub Pedcyma

X-cueruieHHas agpeHoeiikoauctpodus

cunapom LlensBerepa

186 | lllkana mynca, paspaboTaHHas 11t X-CLUETUICHHON a{peHOIeHKOTUCTPODHH, OIICHUBACT

CTCIICHBb MOPAKEHUS I'OJIOBHOI'O MO3r'a 11O JaHHBIM MPT

CTCIICHb IBUI'aTCIbHBIX HapyHIeHI/Iﬁ

CTCIICHDb MOPAKCHUS HAAIIOYCYHUKOB

COUYETaHHE CTEIIEHU BBIPA)KEHHOCTH H3MeHeHnl Ha MPT 1 HEBpoJIOrMuecKux HapyleHn

187 | X-cuensieHHas apeHONEHKOIUCTPOHS y )KEHIINH MaHH(ECTUPYET B BO3pACTe

nocie 30 met

o 10 ner

nocie 50 met

C POKIICHUS

188 | X-cueruieHHast aapeHOICHKOIUCTPOMOUH Y )KEHIIUH TPOSIBIISICTCS] KIIMHUKON

aZip€eHOMMETIOHENPONAaTUN




B3pOCIIOi 1IepedpanbHON (HOPMBI

FOHOIIIECKOHU 1IepeOpambHOi (OpMBI

JIETCKOM 11epedpanbHOi GOpMBI

189

[Ipu HeonaranpHOU agpenonerikoauctTpoduu kpome OJILKK HabmrogaeTcs moBwieHue

(UTaHOBOW KUCIIOTHI

KE€TOHOBBIX TECJI

JJIMHHOLCTIOYCYHBIX alTUJIKAPHUTUHOB

cBOOO/IHOTO KapHUTHHA

190

Ouaru IOpaAKCHUA 0eoro BCIICCTBA I'OJIOBHOI'O MO3ra IIpu X'CHGHHCHHOﬁ
aﬂpeHOHeﬁKOHHCTpO(i)HH MNpEUMYIICCTBCHHO JIOKAJIM30BaAHbI

B 3aTBIJIOYHBIX OTACIIaX

IIEPUBEHTPUKYISIPHO

B JIOOHBIX oTAcIax

CyOKOpPTUKAIIBHO

191

[ToBbIlIEHNE TUTTEKOIMHOBOM KUCIOTHI B IEpeOPOCIMHAIBHOM )KUIKOCTH MOKET Ha0JII01aThCs
IIPY IEPOKCUCOMHOM MaTOJIOTUH, a TAKXKE MPH

MMUPUIAOKCHH 3aBUCUMBIX CyJOpOTrax

(heHnIKeTonypun

HEKETOTHYECKOM THIICPITIMOUHCMU A

6one3nu Pabdpu

192

HpI/I HapYIICHUAX Oouorenesa TICPOKCUCOM NOBBIIACTCA AlTUJIKAPHUTUH

C:26

C:21

C:20

Cl4:1




193 | AHocmust xapakTepHa JUIs

6one3nu Pedecyma

HEOHATAIBLHOM aJIPEHOJICUKOACTPOPUHN

cunzpoma LlenbBerepa

X-CIEIJICHHOHN apeHOIEHKOACTPOdUHr

194 | C yuérom JTIoKanu3auu 09aroB MOpakeHus OEIOTO BEMIeCTBA TOJIOBHOTO MO3Ta IpH X-
CIIETIIICHHOM aJpeHOoJIeHKoaNCTpO(UN HanboIee YacTo BCTPEUAIOTCS

HapyLIEHUs 3pCHUS

HapyIICHUA 00OHIHUSI

IMCUXHNYCCKHUEC HAPYIICHUA

HapyYHICHUA ClIyXa

195 | «KypuHas crnenora sSBISIETCS XapaKTePHBIM MPU3HAKOM

6ome3nu Pedcyma

HEOHATaJIbHOU aJpEeHOJIEHKOACTPOPUN

cunnpoma lLlenbBerepa

X-CLIeTIEHHON aIpeHOIeHKOACTPOhUN

196 | Akartanazemus IPOSIBISIETCS

s3BaMM Ha CIIM3HUCTBIX B pOTOBOfI II0JIOCTH

SMUJICIITUYCCKUMH MTPUCTYIIAaMH

CITAaCTUYCCKHUM TETpaIllape30M

[UPPO30M MEYECHU

197 | UndantunbHas 6ose3Hb pehCyma HacIeayeTcs 1o TUITY

ayTOCOMHO-PEIIECCHBHOMY

X-CL[CHJ'ICHHOMY PCUCCCUBHOMY

AYTOCOMHO-JOMHWHAHTHOMY




X-CLEIIIEHHOMY IOMUHAaHTHOMY

198

B HacTos11ee BpeMst H3BECTHO MEPOKCUCOMHBIX 00JIE3HEH

12

20

120

199

HaubOonplee KIMHUYECKOE CX0ACTBO Ha6n}onaeTc;1 MCKAY TaKUMH IIEPOKCUCOMHBIMU
3360HeBaHI/I5{MI/I, Kak

cunapoM llenbBerepa u HeoHaTaIbHAS alPEHOIEHKOAUCTPODUS

X-cremneHHas aapeHoaeiikoaucTpoduiis U HeoHaTaIbHas aAPEHONEUKOTUCTPOduUs

cunapom LlensBerepa u 6onesnn Pedcyma

X-cremienHas aapeHoneikoauctpodus u cuaapom LlensBerepa

200

Haubonee yacto nepedpanbhas popMa X-CleTIeHHOM aapeHoIenkoaucTpopuu Manudectupyer B
BO3pacTe

6-9 ner

Ha | roxy ®u3HU

C POXKACHUS

15 -20 ner

201

K nu30coMHBIM 00JI€3HSIM HAKOIUICHUS OTHOCATCS 3a00JICBaHMS

byko3n103

ooiiesub Tesa-Cakca

IACTHHO3

6one3npb Pecyma

202

Jlnst ranakro3eMuu 3 TUIIA XapaKTEPHO

TMOBBINICHUEC KOHIOCHTPALIUHN T'aJIaKTO3bI




KaTapakTa

IMOBBIIICHNEC KOHIOCHTPALUHN I'aJIaKTUTOJIa

rernaToMeraims ¢ HapylueHueM (QYHKIUU [TeYeHH

203

J1st Kimacc4ecKou rajgakto3eMud (1 THIT) XxapaKTepHO

Pa3BUTHUC CCIICHUCA

KaTapakTa

rernaToMeraims ¢ HapylueHueM (QyHKIUU [TeYeHH

IMOBBIIICHNEC KOHIOCHTPALWHU I'aJIaKTO3U a3kl B IJIa3MC KPOBH

204

HopameHHeM MBIIICYHON TKaHU COIIPOBOKAAKOTCA TIIMKOTI'CHO3bI THIIOB

XapaKTepI/ICTI/IKa HaCJICACTBCHHBIX Ooie3neli: MOHOreHHAs U MYJIBTI/I(baKTOpHaSI aToJIOTrusd

K BPOKACHHBIM TI'NIa3HBIM IIOPOKaM OTHOCHUTCH

HWPUJIOTOHUOIMCTEHE3 C ME30AEPMaIbHON TUCILIA3uEH

TaneTopeTHHalbHast abMOTpoPUs

amaBpo3 Jlebepa

PETUHOLIN3NC

BpO)KI[GHHLIﬁ IIOPOK pa3BUTUA, KOTOpBIfI BCCT A ABJIACTCA PE3YyJIbTATOM I'CHETUYCCKOI'O ,Z[e(I)CKTa,
Ha3bIBACTCsA

BPOXKJICHHASI aHUPUIUS

BPOKJICHHBI MUKPOPTATIEM

BPOXKIACHHAA KaTapaKTa

BpPOKJICHHBIN IITO3 BEPXHETO BEKA




3aKJIaJIKa OpraHa 3peHus IPOUCXOAUT Ha HeJene BHyTpUYTpOOHOTO Pa3BUTHS

4-12

8-16

10-17

13-20

IIurmenTHas ACreHepanms CCTYaTKu Hauoboee XapaKTCepHa IJiia

cunspoma bapne-buns

cunzpoma lllepemeckoro-TepHepa

cuHpoma Jlayna

oosiesuu Humanua-ITuka

[TurMeHTHBIN pETUHUT B OOJIBILINHCTBE CIIy4aeB SIBISIETCS 3ABOJIEBAHUEM

HaCJICACTBCHHBIM

3JIOKaQ4CCTBCHHBIM

MHQPEKIMOHHBIM

BOCITAJIMTCIIbHBIM

CHUHOHUMOM HacCJIeICTBEHHOM MaJI0YKO-KOJIOOUKOBOM ,[[I/ICTpO(I)I/II/I CCTUYATKHU ABJIACTCA
PETUHUT

OEeCIUTMEHTHBIH

UIIEMUYECKUN

reMopparuueckui

9KCCYIaTUBHO-TEMOpparuyecKkuit

Hacnencrennoe 3a0oseBanue, CBSI3aHHOE C MTOJIHBIM HapYyLIEHUEM 1IBETOBOCIPUSATHS HA3bIBAETCS

aXpoMaToTICHS

arpodus

aMOTHOrA




AUCXPOMATOIICUA

CoueTanue NTUrMEHTHOM JIEr€HEPALMK CETYATKH U HEMPOCEHCOPHOM TYrOyXOCTH XapaKTepHO JIJIst

cuHIpoMa Amepa

oosiezau Koarca

ooxesuu Tes-Cakca

cunjipoma CuibBepa-Paccena

DnexTpoHU3NOIOTHUECKUE UCCIIETOBAHUS 11 KOPPEKTHOM MHTEPIIPETALIMU MTOJTYUYEHHBIX
pe3yJIbTaTOB MOJIEKYJISIPHO-TEHETUUECKUX UCCIEIOBAHUI TPOBOASAT JJIsI OLICHKH
COCTOSIHUSI 3pUTEIbHON CHCTEMBI

(I)YHKI_[I/IOHB.JIBHOFO

KIIMHUYCCKOI'O

TONOrpadguuecKoro

Mopdonoruaeckoro

10

o TamTbMOCKONMYECKUMHU ITpU3HaKaMu [IUrMeHTHOMN ereHepanyuy ceT4aTky (MMrMEeHTHBIN
PETUHMUT) SBJSETCS HAJIM4Ke

OTJIOKEHUH «KOCTHBIX TeJIeI]», BOCKOBUIHOMN OJI€THOCTH IMCKA 3pUTEIBHOTO HEPBA, N3MEHEHUS
KanuOpa peTHHaIbHBIX COCYIOB

MHUKPOAHCBPU3M, KpOBOHSHHSIHI/Iﬁ, OTCKa, OKCCYJAaTUBHBIX O4YaroB CECTYAaTKU

HaJIM4YHUC TBEPAbIX U BaTOO6pa3HBIX 9KCCYHaTOB, KPYIIHBIX PETUHAJIbBHBIX KpOBOPI3J'IPI$IHHI>i

COCyIuCTOMN 1 GuOpOo3HOU Mponrdepalinii, BATPEOPETUHATBHBIX TPAKIIHM, OTCIOUKH CETYATKU

11

HpI/I KIIaCCUYCCKOM HACJICACTBECHHOM ITUTMCHTHOM PECTUHUTEC B OCHOBHOM ITOPA)KACTCA

maJJoykKkoBas CUCTEMA

KOJIODOYKOBas CUCTEMa

MAJIOYKO-KOJIOOUKOBAs CUCTEMA

3yOuaras JTUHUSA

12

XapaKkTepHBIMH U3MEHEHUSIMUA MaKyJISIpHOM 00aCcTH NP LIEHTPAIbHOM HACIeACTBEHHON
muctpoduu ceryatku (tun [ltaprapara) sBisrorcs




IcTpouIecKkre N3MEHEHUST MaKyJIsIpHOW 001acTH

KUCTO3HBIM MaKyJISIpHBIA OTEK

HUHTPAPCTUHAJIbHBIC KPOBOU3JIMAHUA

NpECPCTUHAIIBHBIC KPOBOU3JINAHUSA

13

JuddepeHnnanbHbIM JUarH030M HACIEACTBEHHOTO OECIIUIMEHTHOTO PETUHHUTA SBIISIETCS

BpOXACHHAA CTallMOHApHAas HOYHAas CJICIIOTa

ooJie3up becra

HACJIEACTBEHHBIN FOBEHWIBHBIN X -CUEIICHHBIM PETUHOIIN3UC

amaBpo3 Jlebepa

14

OCHOBHBIM TJIa3HBIM HPOSIBIICHUEM Charge-cunapoma sBisieTcs

KOJI000Ma CEeTYaTKHU U COCYI[PICTOﬁ 000JI0YKH

atpodus 3pUTEIHLHOTO HEPBa

OKTOIINA XpyCTaJInKa

MHUKpO(pTAIBM

15

Z[J'ISI CUHApOMaA J'IYH)I60pl"a XapaKTCPHBIM O(bTaJ'ILMOJ'IOF NYCCKUM IIPOABICHUEM ABJISICTCA

MIOMYTHEHHUE XPYCTaJIMKa C PaHHETO JIETCTBA

IMUIMCHTHAas JCTCHCpaluA CETYATKU

aTpo(us 3pUTEIHLHOIO HEpPBa

HEHWpONaTHUs 3pUTENBHOIO HEPBa

16

[TaTorHOMOHUYHBIM O(PTATTEMOJIOTHYECKUM MPU3HAKOM Helpogubpomarosa 1 Tuma sBiseTcs

y3enku Jluma

reTepOXpPOMUS PALyKKH

aTpodus 3pUTEITLHOTO HEPBA

IMUIMCHTHAA JCTCHCpaluA CCTYATKU




17

B niepBbIe MeCSIIbI )KU3HU MAaHUPECTHPYET

amaBpo3 Jlebepa

TareTopeTHHaNbHas abnoTpodus

muctpodus Hlraprapara

X-ClIeTJICHHBINA PETUHOLIN3UC

18

I'erepoxpoMust payKKH SIBJISETCSA XapaKTePHBIM MTPU3HAKOM CHHIIPOMa

BaapnenGypra

Mapdana

Axkcendenpaa-Purepa

VYepa

19

IOBenunpHEBIN X'CHCHJ’I@HHHﬁ PETHUHOHUIN3UC XAPAKTCPUZYCTCA MYTaHHeﬁ B I'CHC

XLRS1

RB1

PAX6

PITX2

20

HapymeHHe KOJIMYCCTBCHHOT'O O6pa30BaHI/IH IMMUTMEHTA B TJIa3HOM SI0JIOKE XapaKTCPHO IAJIA
CHHApOMa

I'epmancku-Ilynmaka

bapne-bunns

Humanna Iluka

Perepdopna

21

JuddepennnanbHas 1MarHoCTUKAa aHUPUIUU TIPOBOJIUTCS C

WAGR-cunapomMom

CHARG-cunapomom

TeTEPOXPOMHUEH PATYKKH




anomanuei Ilerepca

22

Anpouan3m @oprnyca-IprUKCoHa XapaKTEPU3yeTCsl HATMYNEM U3MEHEHHI B TCHE

CACNA1

TYR

OCA2

GPR143

23

Myrtauuu B rene ABCA4 BoIsBISIOTCS IPU

KENTOMATHUCTOMN aucTpoduu ceTdyatku (Tun OpaHuecKeTTH)

BUTENN(HOPMHOHN IIEHTPaTIbHON nucTpoduu ceryatku (Tun becra)

FOBCHUJIbBHOM HACJICACTBCHHOM PCTUHOIIN3HCC

NaTTepH-AUCTPOPUH CeTIATKH

24

Myrtanuu B rere TYR aBIstOTCS NPUUIUHOM

TJIA30K0KHOTO0 aibOMHN3Ma | THIa

TJIA30K0KHOT0 aJIbOMHU3MA 2 THTIA

cunapoma I'epmancku-Ilymnaka

HU30JIMPOBAHHOT'O I'Ia3HOT'O anpOMHI3Ma

25

Hanuuue natonoruueckoi HykJI€oTHIHOM nocnenoBarenbHocTH B reHe OCA2 sBnsieTcst
MIPUYUHON

IJ1a30K0XKHOTO aJIbOMHU3MA 2 TUIIA

HU30JIMPOBAHHOTI'O I'Ta3HOT'O agpOMHI3Ma

IJ1a30K0XKHOT0 adb0uHu3Ma 1 Tuia

cunapoma ['epmancku-Ilymnaka

26

Jl1st KoppeKkTHOM nHTepnpuTanuu cuaapoma ['epmancku-Ilynnaka He0OX0UMO YIUTHIBATh
JTAHHbIE

KoaryJjaorpaMmbl




CEPOUArHOCTUKHU

3PUTCIIbHBIX BbI3BAHHBIX ITOTCHIIUAJIOB

(hepMEeHTHOI aKTUBHOCTU KPOBH

27

BpoxaeHHbIi UXTHO3 ¢ AUCTpOdHEH POTOBUIIEI UMEET THII HACJIEOBAHUS

X-CLEIUIEHHBIN PELIECCUBHBIN

X-ClLEIUIEHHBIN TOMUHAHTHBIA

aYTOCOMHO',Z[OMPIHaHTHBIfI

ayTOCOMHO-PELIECCUBHBIN

28

K HacnecTBeHHBIM aHOMATHAM pePpaKkIuy OTHOCUTCS CHHIPOM

AMMOHa

bepnapa-I'opuepa

[lerpena

GAPO

29

MI/ITOXOHI[pI/IaJ'IBHaH HACJICACTBCHHAA ITAaTOJIOTUA 3pUTCIIbHOTO HEPBA, IPU KOTOpOfI HUMCECTCA
MaTOIrCHCTUYCCKAA TCpallnd Ha3bIBACTCS

aTpodus 3puTenpHOro Hepsa Jlebepa

cunapom Kepca-Celinepa

JIOMUHAHTHAas aTpoQus 3pUTEILHOTO HEPBA

TUIOILIa3us 3pUTCIBHOTO HEPBA

30

BposxneHHsiit uXTHO3 ¢ AUcTpodrel poroBUIlbl UMEET THII HACJIEAOBAHUS

X-CLEIUIEHHBIN PELIECCUBHBII

X-crenJaeHHbIA JOMUHAHTHBIN

ayTOCOMHO-IOMHUHAHTHBIN

ayTOCOMHO-PELIECCUBHBIN

31

Hanu4aue (I)I/IJIa,[[CJIB(I)I/II\/'ICKOI\/'I XPOMOCOMBI CHUTACTCS MATOTHOMOHWYHBIM JIJIS1




XPOHHUYCCKOI'0O MUCIIOUTHOTO JIeiiko3a

paka MOJIOYHOM KeJIe3bI

paka HpCHCTaTeHBHOﬁ KEJIE3bI

OCTPOro MUCIOUJAHOTO JIeiiko3a

32

AKTHUBHUpYIOLIAsi MyTalisl B IPOTOOHKOT€HE MPOSIBIISIETCA

B I'€TCPO3UTOTHOM COCTOSIHHUU

IIpH ACJICHHUHU I'OMOJIOTHYHOI'O aJlJICIA

Ha MCTUJIMPOBAHHOM aJlJICJIC

IIpHU HACJICAOBAHUU OT POAUTCIIA

33

FGHI)I, IMPOAYKTHI KOTOPBIX CACPKUBAIOT ACJICHUC KIICTKHU, HA3bIBAKOTCA

cymnpeccopaMu OITyXOJICBOT'O pOCTa

IMPOTOOHKOI'CHAMHU

XUMCPHBIMHU I'CHAMHA

KaHIEpOoTrcHaMU

34

K HACJICACTBCHHBIM OITYXOJICBBIM CHUHAPOMAaM C paHHUM ,I[C6IOTOM OTHOCHTCA

cunapoM JIn-Opaymenn

pak MOJIOYHOM KeJIe3bl

pak HpeﬂCTaTCHBHOﬁ KCEJIC3bI

paK IENKH MaTKU

35

Cunnpowm JIunua (ceMeiHbIi pak TOJICTOW KUIIKK) aCCOLMMPOBAH C HACIEICTBEHHBIMHU
MyTrauusmMu B

reHax penapanuu JIHK

IIPOTOOHKOTCHAX

TOMEO3UCHBIX (TOMEOOOKCHBIX) TeHAX

reHax (PepMEHTOB OCTTPAHCIAUOHHON MOIU(UKALIUY THCTOHOB




36

CEMENHBIN paK MOJIOYHOM KeJE€3bl ACCOLMUPOBAH C HACJIEACTBEHHBIMU MyTanusmu B

renax penapanuu JJTHK

IIPOTOOHKOI'€CHAX

TOMEO3UCHBIX (TOMEOOOKCHBIX) TeHAX

IreHax (bCpMeHTOB HOCTTpaHCHHHHOHHOﬁ MOI[I/I(I)I/IKaHI/II/I TMCTOHOB

37

Hedpobimacroma (omyxoss BuiibMmca) xapakTepHa it CHHIpOMa

Bunemanna-beksura

[Ipanepa-Buuin

MapTtuna-benn

Perra

38

IToBBIIICHHBIM PHUCK pa3BUTUA rernaTo01acTOMBI aCCoOOUHUpPOBaH C CHHAPOMOM

Bunemanna-bexBura

IIpanepa-Bunnu

Mapruna-bemn

Perra

39

Jliig cemeitHOTO paka »kely/ika HanboJiee XapakTepHbI HACIEICTBEHHbIE MYTal[Ul B IT'€HE

KaJArepruHa

JJaMMHHWHAa

KoJiitarcHa

MCJIaHHMHAa

40

3510Ka4eCTBEHHbIE HOBOOOPAa30BaHUsI MOYKU XapaKTEPHBI JIJIs

cunpoma ®on Xunnens-JInunaay

cunnpoma IIpanepa-Bumim

cuHapoMa MaprtuHa-besn

cuHapoma Perra




41

HacnenctenHbie omyxoseBble CHHAPOMBI 00YCIIOBIEHBI

nepenaydeii B CeMbe MpeIpacioioKEHHOCTH K ONPEICICHHOMY BUIY paKa

HEOJIarONMPUATHON YKOJIOTUYECKOW 00CTaHOBKOM

HU3MEHCHUEM 4K Clla U CTPYKTYPhI XpOMOCOM

HEMCHACICBCKUM HACJICAOBAHHUECM I'CHCTHYCCKOT'O z[e(beKTa

42

HOI[&BJ'I?IIOH_ICC OOIBIIMHCTBO HAaCJICACTBCHHBIX OITYXOJIEBBIX CHHAPOMOB CBA3aHO C MyTallUsIMU B

reHax-Ccynpeccopax OImyxoJIeBOro pocra

MUTOXOHAPHAJIbHBIX I'CHAX

IIPOTOOHKOI'CHAX

reHax Tpascroptasix PHK

43

AOGCOJIIOTHBIM MOKa3aHueM J1s poBeneHus ananusa renoB BRCAL, BRCA2 npu Hanmmuun
JMArHo3a paK sSIMYHUKOB SBJISETCS

CEpO3Has KApLIMHOMA SIUYHUKOB

MYIIMHO3HasA KapuHOMA AHYHUKOB

OHAOMCTPpHUOUJHAA KapIIUHOMA ANYHUKOB

CBETJIOKJIETOUHAs (Me30He(dpouHas) KaplIMHOMA SIMYHHUKOB

44

HakormieHue B ceMbe TaKuxX OHYXOJ'IGI‘/’I, KakK pak TOJICTOM KHIIKH, paK QHAOMCTPUA, paK ANYHUKOB,
HanOoJee XapaKTCPHO AJId

cuHpoMa JluHua

cunapoma Jin-Opaymenn

CEMEMHOro aJicHOMAaTO3HOIO IOJINII03a

cunspoma Koynena

45

VY nanuenTta ¢ HaTM4YMeM MUTMEHTHBIX MATEH Ha KOXe 1BeTa Kode ¢ MOJIoKoM, Helpohudpom,
y3e1KO0B JInmia, CKonro3a MOKHO 3aI10103PUTh

Helpodudpomaros 1 Tumna

TyOepo3HbIN CKIIepo3




curapoM GoH Xumnmnenb-JInnaay

cunjipoM JInHua

46

VY narnuenra ¢ yyacTkaMu TMIO- U TUIIEPIUTMEHTAIlMU Ha KOXe, aHrnopuOpoMamMu Juiia,
y4acCTKaMHU «IIarpeHeBOi KOKU, OKOJIOHOTTEBBIMU (prOpoMamu, (PUOPO3HBIMH OJIALIKAMH,
CyJloporamMu, OBeACHYECKUMHU paccTporcTBamu, onyxossimu [IHC, pabnomuomoii cepara,
AHTMOMHUOJUIIOMAaMHU MTOYEK MOKHO 3aI10/103pUTh

TyOepO3HbIH CKIEPO3

HelipopuOpomaros 1 Tuma

cuHapoM (pon Xunnens-JInngay

cuHpoM JInHua

47

I[BYCTOpOHHSISI HCBPHHOMaA CJIYXOBOI'O HECpPBA ABJIACTCA I'NTaBHBIM IUAIrHOCTUYCCKHUM KPUTCPHUEM

HelipopuOpomMarosa 2 Tuma

HelipopuOpomarosa 1 Tuma

KOMILIeKca TyOepO3HOTO CKiIepo3a

cupoma on Xumnnens-JInnaay

48

Pa3zButne nmoaumnor KCITYJOYHO-KHUIICYHOI'O TPAKTA SABJISCTCA XapAKTCPHBIM IPU3HAKOM JJIA

FOBCHUJIBHOT'O ITOJIMIIO3HOT'O CHHAPOMA

cunzpoma ['apnaepa

cuHpoMa JIluHua

cunspoma Koynena

49

O,Z[HI/IM N3 XapaKTCPHbIX IPHU3HAKOB CHUHApPOMA KOY,Z[CHE[ ABIIACTCA

Makporedanus

Y4aCTKH ((IHaneHCBOﬁ KOXHW»

MHO>KECTBCHHBIC IISITHaA LIBETA «KO(i)e C MOJIOKOM» Ha KOXK€

MaKpOOPXU3M

50

JIByXynapHyI0 TEOpHIO KaHI[eporeHe3a chopMynupoBa




Kuazncen

Demnur

Bboukos

Yorcon

o1

Cungpom Tropko Bo3HHKAeT BeieacTBue OnaiienbHbix Mmytanuii B [EHAX

MUCMaT4Y-pCIiapannuu

TP53

BRCAL, BRCA2

PTEN

52

K cemeiiHOMy MeAYyJUIIPHOMY paKy IIMTOBHIHOM JKEJI€3bl MOKET IPUBECTH MyTallvs B TCHE

RET

VHL

WT

NF2

53

CI/IHI[pOM HaCJICACTBCHHOT'O I[I/I(I)(l)y'BHOFO PpaKa XeJIyaKa BbI3bIBACTCA MYyTAallUSIMU B TCHC

CDH1

DICER1

FMR1

TSC1

54

Cungpowm JIn-OpayMeHn BOZHUKAET BCIAEACTBUE MyTalliH B T€HE

TP53

VHL

WT

NF1




55

OGH_II/IM CBOMCTBOM HACJICACTBCHHBIX OITYXOJICBBIX CUHAPOMOB SIBJISACTCA

aYTOCOMHO'I[OMI/IHaHTHHﬁ THIT HACJICAOBaHUA

aYTOCOMHO'peHeCCHBHBIﬁ THIT HACJICJOBaHUA

X-CLEIJIEHHBIN TUII HACJIEI0BaHUS

HeMeH,I[eJICBCKI/IfI THIT HACJICAOBaHUA

56 | JIeOroT OmyXxo0JeBOro mpoiiecca Mpyu HaclIeACTBEHHBIX OIyXOJIEBBIX CHHIPOMAX PErHCTPUPYETCSI
B cpenHeM Ha 10-15 et paHblie, 4eM MpH CIOPATUIECKUX OIMYXOJsIX
B cpeaHeM Ha 10-15 et mo3xe, yeM CopaaudecKux omyxoJen
B TOM >K€ BO3PACTHOM JIMANa30HE, YTO U MPU CIHOPAAUYECKUX OMYXOJIAX
BCETJla B pAaHHEM JIETCKOM BO3pacTe

57 | OHKOreHHbIE MyTallUK KHHA3HOTO JOMEHA MPOTOOHKOTeHa
aKTUBUPYIOT PELENTOP BHE 3aBUCHMOCTH OT HAIMYHS JIUTAaH/Ia B OKPYKAIOIIEH cpelie KIeTKU
MEHSIOT MECTOIIOJIOKEHHE PelleTopa B MeMOpaHe, HapyIliasi €ro CBS3bIBAHUE C JTUTAHIOM
MIPUBOJIAT K CBS3BIBAHUIO JIUTAHIOB C MEHBIICH aQPUHHOCTHIO, YTO TIO3BOJISET KIIETKE JICTTUTHCS
qare
MIPUBOJIAT K PACIIATy MEKKICTOYHBIX KOHTAKTOB, YTO MPUBOJIUT K MUTPAITUN KICTKU H
03JI0KAYECTBIICHUIO

58 | BRCA-accommmpoBaHHBINA CEMEHHBINA paK MOJIOYHON KeJIe3bl XapaKTEePH3yeTCs
ER, PR orpunatensHbIM GEHOTHIIOM
HER?2 nonoxxuTtenbHbIM (EHOTUIIOM
HER2, ER, PR nonoxxutenbHbIM ()EHOTHIIOM
ER, PR nonoxuTensHpIM (PEHOTHUIIOM

59 | OcHoBHBIM THIIOM MaToreHHBIX MyTaluii B reHax BRCA1 u BRCA2 sBnsercs

CABHUI' paMKU CUUTBIBAHUSA

HOHCEHC-MYTalMs

MHUCCCHC-MYTalHA




CHHOHUMMWYHAA 3aMCHa

60

CeMeliHbIN aJEHOMaTO3HBIN MTOJIUIO3 KEYyJOUHO-KUIIIEYHOT0 TPAKTa CBSA3aH C MyTallUsIMU B T€HE

APC

BRCA1

BRCAZ2

FMR1

61

Cunapom JIuHya (ceMeiHbIi paK TOJICTON KUIIKK) aCCOLIMUPOBAH C HACIIEICTBEHHBIMU
MYTallUSIMU B T€HAX

periapany HECITAPCHHBIX HYKJICOTU0B

penapanuu AByHUTEBBIX pa3pbiBoB JJHK

0€JIKOB BHEKJIETOYHOI'O MaTpHUKCa

JACTOKCHUKaAIlH1 KCEHOOHOTHKOB

62

3710Ka4YeCTBEHHEIC HOBOO6p830BaHI/IH 3aHUMAKOT B CTPYKTYPEC CMCPTHOCTHU HACCIICHU
MECTO

BTOPOE

nepBoe

TPEThE

94eTBEpPTOe

63

Camolii pacipocTpaHeHHO# naTorenHoi myranuei B rene BRCA1 B poccuiickoii momynsium
SABJIICTCA

5382insC

185delAG

4153delA

2080delA

64

Cunnpom CBAVD npuBoaur k

JIBYCTOPOHHEH arjia3uy CeMSIBBIHOCSAIINX MTPOTOKOB U 0OCTPYKTUBHON a300CTIEPMUH




HapymeHuo 1uddepeHIpoBKY KieTok Jleinura u arpodun suyex;

arIa3suy repMUHATHBHOT'O SIIUTCIIMA B U3BUTBIX CCMCHHBIX KaHAJIbLAX U CereTOpHOﬁ
a300CTIIePMUH

HapyIICHUIO GOPMUPOBAHUS 1071 ¢ JEHUITUTOM MACKYTHHHU3AIHH

65

OOpatHoe pacroyio’)KeHHe BHYTPEHHUX OPTaHOB BBISBIATCS IPU

cunapome Kaprarenepa

cunapomMe Kaibmana

cunapome Knaiingensrepa

MYKOBHUCIIMI03€

66

I'en SRY komupyer

(dhakTop nuddepeHupoBku KieTok Ceproau

(akTop, MHUIIMHUPYIOUINIA CHHTE3 MOJIOBBIX TOPMOHOB B KJleTKax Jleiiaura

(bakTop, KOHTPONMUPYIOMUN AUPPEPEHIUPOBKY MYKCKHX MOJIOBBIX KIETOK

CUTHAJIbHYIO MOJICKYJTY, BOBJICUCHHYIO B 3aKJIaZIKy rOHAA y IJIOJ0B MY>KCKOI'O I10JIa

67

Haubonee pacpocTpaneHHBIM HACIEICTBEHHBIM MOHOT€HHBIM 3a00JI€BAHUEM, BBISBIIIEMOM MPU
OCCIUIOUU Y MYKYHH, SIBISIETCS

MYKOBHCIII03

cunzpom Ipanepa-Buiun

CHUHAPOM Kanermana

oosiesup Kennenn

68

CuHApPOM TECTUKYIISIPHON (PeMHUHU3AIIUH HACIEIYEeTCs MO TUITY

X-CLIETJIEHHOMY PELIECCUBHOMY

AYTOCOMHO-IOMHWHAHTHOMY

AYTOCOMHO-PCIICCCUBHOMY

X-CHEMJIEHHOMY JOMUHAHTHOMY




69

OOCcTpyKTHBHAS a300CTEPMHUS SIBIISIETCS CUMITOMOM

MYKOBHCIIM 034

CHUHApPOMA Kanpmana

cunapoma Knaitngensrepa

AZF nenenuit

70

CekpeTopHYI0 a300CIEPMHUIO BBIABISAIOT IPU

noinHeiX AZF nenenusax

MYKOBHCIIH103€

cunpome CBAVD

cunzpome Kaprarenepa

71

HpH‘IHHOﬁ HepBH‘IHOﬁ HEAOCTATOYHOCTHU HAAIIOYCYHUKOB MOT'YT SBJISATHCA

IaToreHHble BapuaHThl reHa SF-1

JIEJICIIH ¥ TaTOTeHHBbIC BapuaHThl TeHa SRY

nymnukaiuu reaa SOX9

[IaTOreHHbIEC BapuaHThl reHa AR

72

FI/IHOFOH&I[I/ISM B COUETAHHMHU C aHOCMHEH MIIM THUITOOCMHEH Y MY’KYWH BBIABIISACTCA IPU CUHAPOME

Kanemana

Knaitndensrepa

Hynan

[lepemesckoro-TepHepa

73

IlaTtorenes MNEPBUYHOIO TMIIOTrOHaAnu3Ma O6YCJ'IOBJ'IGH

,Z[C(I)I/IL[I/ITOM TOHaAOTPOIIHBIX TOPMOHOB

H30BITKOM TOHAAOTPOITHBIX TOPMOHOB

HapyleHHeM YyBCTBUTEIbHOCTH K JII'

HAapyICHUEM YYBCTBUTCIBHOCTHU K aHAPOIrCHaAM




74

VY 6onbHbBIX ¢ cunpomoM Jle JIs [llanmens BeIsBIsSETCS KApUOTHUTT

46,XX

46,XY

47.XXY

45,X/46,XY

75

VY 6onbHBIX ¢ cuHAPOMOM Moppuca HabIr01aeTCsl KApUOTHUIT

46,XY

46,XX

45,X/46,XY

48,XXYY

76

VY GonpHBIX ¢ cuHIpoMoM CBailiepa HaOII01aeTCs KAPHOTHIT

46,XY

45,X/46,XY

46,XX/46,XY

46,XX

77

y OOJIBHBIX C CUHAPOMOM POKI/ITaHCKOFO'KIOCTHepa Ha6J'IIO,I[aeTC$[ KapuoTHUuIl

46,XX

46,XY

47,XXX

45.X/47 XYY

78

HawubGonbiee CpPOACTBO K PCUCIITOPY K aHAPOTrCHAM UMCCT

JTUTHAPOTECTOCTEPOH

TCCTOCTCPOH

aHJIPOCTEPOH




AHJIPOCTEH N0

79

OO0muii penenTop ¢ XOPUOHUIECKHM FOHAJOTPOITMHOM UMEET

JIOTEUHU3UPYIOIIHUN TOPMOH

(b OITHKYIOCTUMYITUPYIOIIUI TOPMOH

AHTHMIOJIJIEPOB TOPMOH

TOPMOH pocTa

80

OCHOBHBIM T€HOM JIJIsl PETYJISIIUU CTEPOUIOTeHEe3a B TOHAAAaX U HAAMOYEYHUKAX MPU MOJIOBOM
mudGepeHIIMPOBKE SBIAETCS

SF-1

SRY

WT-1

AR

81

HapymeHHe npeBpamcHusa TCCTOCTCPOHA B JUTUAPOTCCTOCTCPOH BbBI3BIBACT HEAOCTATOYHOCTDH

S-anba-peayKrasbl

21-ruapokcumnassl

11-6era-ruapoKcuIas3sl

17-anbda-rugpokcunasbl

82

IIpu cuHIpOME MaK-KbIOHA-0JI0paiiTa onpenensercs

MIOBBIIIEHHBIA YPOBEHD ITOJIOBBIX TOPMOHOB IIPA HOpManbHbIX YpoBH:X JII' n @CT’

MTOBBIIICHHBIA YPOBEHb MOJIOBBIX TOPMOHOB, JII' 1 ®CT’

CHW>KEHHBIN YPOBEHB IIOJIOBBIX TOPMOHOB, TP BbICOKOM ypoBHE JII' u ®CI’

CHWKEHHBII YPOBEHB IOJIOBBIX TOPMOHOB, JII' 1 ®CI'

83

JIroTEMHU3UPYIOLINI TOPMOH KOJUPYETCS

JBYMsI FT€HaMH, KOJUPYIOLUIUMH pa3HbIE €r0 CyObeIMHUIIbI

ABYMA T'CHAMHU, KOAUPYIOIIIUMH OJJUHAKOBBIC €TI0 CY6T>€I[I/IHI/II_IBI




OJTHUM I'€HOM, KOAUPYIOLINM €ro 0enok

OJIHUM T€HOM, KOJIUPYIOLIUM pa3Hble H30OpMbI Oenka

84

Hpexc;[eBpeMeHHoe IMOJIOBOC CO3PCBAHNEC MOT'YT BbI3bIBATh IMATOICHHBIC BApUAHTHI I'CHA

GNAS1

SRY

DAX-1

AR

85

Hannuue rena SRY y myxuun ¢ kapuotunom 46,XX yaiiie BCEro BbISBISETCS PU

cunzpome ae s Hlannens

cunapoMme Ilackyanunn

cunapome KiaitHdenprepa

HAJINYUEC CKPBITOIO MO3anliu3Ma 110 XpoMOCOME Y

86

VY manuentos ¢ cuaapomom CBAVD B pesynprate JIHK-ananm3a oOHapyRXuBaroT

naToreHHsli BapuaHT u/mim aniens 5T B rene CFTR B rerepo3uroTHOM MM KOMITAyH/-
reTepO3UrOTHOM COCTOSTHUU

«TSDKETBI» TaTOreHHbIH BapuaHT B reHe CFTR B TOMO3UTOTHOM COCTOSTHUN

«MSATKHUI WM YMEPEHHO TsDKEJBIN maToreHHbIi BapuanT B reHe CFTR B roMo3uroTHom mim
KOMITAYH/-T€TEPO3UTOTHOM COCTOSIHUU

OTCYTCTBHE MaTOT€HHBIX BapuaHToB B rene CFTR

87

HapymeHHe YYBCTBUTCIIBHOCTHU K aHAPOr€HaM HaCJIICAYETCA 11O TUITY

X-CL[CHJ'ICHHOMY PECUCCCUBHOMY

X-CLEIJIEHHBIN TOMIHAHTHOMY

AYTOCOMHO-PCIICCCUBHOMY

aYTOCOMHO-JOMHWHAHTHOMY

88

Hap}/I_HCHI/IC YYBCTBUTCIIbHOCTU K T'OHAJOTPOIIHBIM I'OPMOHAM HACJICAYCTCS 11O TUITY




ayTOCOMHO-PEIIECCHBHOMY

dyYyTOCOMHO-JIOMHUHAHTHOMY

X-CIIeTJIEHHOMY PELIeCCUBHOMY

X-CLEIICHHBIN JOMUHAHTHOMY

89

Coueranue HEHPOCEHCOPHOU BPOXKACHHOW/paHHEH TYTOYXOCTH, C BECTHOYIAPHBIMHU
HapylHIeHUsIMH U ¢ 6osee mo3aHert manudecrarueit nuddy3Horo 306a/pexe runoTupeosa
XapaKTepHO JIs

cunapoma [lennpena

MyKomnoJimcaxapuaosa, tan 111

cunapoma BaapnenOypra, tun 1

cunapoma Kapsenna-Jlanre-Hunbcena

90

IIpu cunapOME IEHIpEna OTMEYAOTCS KIIMHUYECKUE TIPOSBIICHUS

HEWPOCEHCOPHOU TYrOyXOCTH

KOHJIYKTUBHOH TYTOyXOCTH

TYroyxoCTHu ICHTPAJIbHOI'O I'CHEC3a

HapyLIeHUH ciyxa HH(PEKIUOHHOMN NMpUpOIbI

91

[Iporpeccupytoiasi HeMpoCEeHCOPHAst TYTOYXOCTh U @yTOCOMHO-PELECCUBHBIN TUI HACIEA0BaHUS
XapakTepHa JJIsl CHHJIpOMa

AnscTpema

Mapmana

BEJIO-Kaparo-(hanaabHOTO

SHORT

92

Coueranue TporpecCUupyromeil HEHPOCEHCOPHOM TYTOYXOCTH C MPOTrPECCUPYIOIIEH JIeTeHepaluen
CETYATKH, O)KUPEHUS U CaXapHOTo JuadeTa XapaKTepHO Il CHHIpOMa

AnbcTpemMa

Anpnopra

BaapnenOypra, tun 1




Amepa

93

[Ipu cunapome anbeTpema HacleICTBEHHAs! HEHPOCEHCOPHAs TYTOYXOCTh XapaKTepU3yeTcs
TEYCHHEM

[IPOrPECCUPYIOLTUM

PEMUTHPYIOIIUM

,Z[O6pOKa‘l€CTB CHHBIM

CTallMOHAPHBIM

94

Coueranue HEMPOCEHCOPHOM TYTOYXOCTH C TUIMEHTHOM JIereHepaliui CETYaTKU XapaKTEepHO IS
CUHApOMA

Aiiepa

Kokkenna

[Ipanepa-Buuin

Konna

95

JInst cuHApOMa MUKPOTHH C aTpe3ueil Hapy>KHOT'O CIIyXOBOI'O IPOXOJa ¥ MPOBOASAIIEH IITyXOThI
XapakTepHa

KOHAYKTHUBHAA TYTOYXOCTb

HEHPOCEHCOpHAas TYTOyXOCTb

CMelIaHHas TYTOyXOCTh

TYroyxoCThb HCHTPAJIBbHOI'O I'CHE3a

96

CoueraHue roJI0BOKPYKEHUS, IIyMa B YIIIax U MPOTPECCUPYIOLIEN HEHPOCEHCOPHON TYTOYXOCTH
XapaKTEepHO JUIsl CHHApOMa

Mennepa

Jxapseinna-Jlanre-Humnbscena

Kopuenuu ne Jlanre

N

97

Jlnist cuHapoMa KapBelia-JTaHre-HuiIbCeHa (BPOXKACHHAS TYTOYXOCTh ¢ (PyHKIIMOHATbHBIMU
HapyLIEHUSIMU Cep/Illa) XapaKTepHa




HEHUPOCEHCOpHAs TYTOyXOCThb

KOHAYKTUBHAA TYIrOyXOCTb

CMCHIaHHas TYroyxXoCTb

TYrOyXOCTb LICHTPAJIbHOIO T€HE3a

98

Coueranue HEMPOCEHCOPHON TYTOYXOCTH U MOPaXeHHs MoYeK (riaoMepynonedputT/Heppur,
MOoYeYHasi HEJOCTaTOUYHOCTb) XapaKTepPHO Ui CUHAPOMA

Aunbnopra, tun 1, 2, 3

BaapnenOypra, Tum 1

Kanemana

Mapmana

99

Coueranue auctpoduu HOTTEH U HEUPOCEHCOPHOI TYTOYXOCTH XapaKTEPHO IS

CHHJIpPOMA TYTOYXOCTH/TIIyXOThI U OHUXOAUCTPOPHUH

OTO-NIAJIATO-AUT'MTAJIbHOI'O CHHApPOMA, THUII 1

cunapoma TayHca-bpokca 1

apTpOTpUIIn3a TUCTAIBHOTO, TUIT 1 A

100

Hepe‘{I/ICHeHHBIC OCHOBHBIC KPUTCPUHN: TCTCPOXPOMHUSA PANYKKH, TCIICKAHT, HIMPOKaA CIIMHKA HOCA,
ceaasd nmpsab BOJIOC, CPOCHINCCA 6pOBI/I, B COUYCTAHUU C HAPYUICHUCM CJIyXa, - IIO3BOJIAIOT
IIOCTaBUTh AUArHo3

cuHpom BaapnenOypra, tun 1

cUHApoM Aliepa (pa3HOro TUIa)

cunapoM Kanbemana

apTPOTPUIIO3 JUCTAJIBHBIA, TUI 1 A

101

KoHnykTrBHOE HapylIeHHE ciyXa, JEMKOHUXHS, U3MEHEHHE MTOAyIIEYeK MMajJbleB, NHOI/IA KEPATO3
JIAZIOHEW U MOJIOIIB SIBJISIOTCS OCHOBHBIMU KPUTEPHUSAMU ISl IOCTAHOBKH IHAarHO3a

curapoma Bart-Pumphrey

CHUHJApPOMaA KE€paTUTa-uXTHO3a-T. J'IYXOTBI/ TYroyxoctu

MaJIbMOIUIAHTAPHON KepaTOJEPMBI C TIIYXOTOH/TYrOyXOCThIO




CHUHApPOMA TYTOYXOCTH U aTOIMUYCCKOI'0 ACpMaTUTa

102

[Tpu MpIIeyHON AUCTPOPHH JTaHTY3U-ACKEPUHA MOXKET HAOIIOIaThCS

HEHUPOCEHCOPHAas TYTOyXOCTh

KOHAYKTUBHAA TYrOyXOoCTb

TYrOyXOCTb LICHTPAJIbHOIO T€HE3a

CMCHIaHHas TYroyxXoCTb

103

HeiipoceHncopHast TyroyxocTb couyeTarouasics ¢ JIMIEBbIMU AU3MOP(UAME (CEATOBUIHBIN
KOPOTKHUH HOC, TUIIEPTEIOPU3M, MUKPOTHATHUS, OTKPBITHII pOT), HATOJIOTHEN ri1a3 (MUOMHS,
KaTapakTa) U 3aJIep’KKOH pocTa XapaKTepHa JJisi CHHApOMa

Mapmana

Amepa

Cruxnepa

SHORT

104

Coueranue mapdanouaHoro GeHoTHIIa C MaTOJIOTHeH ri1a3 (MUONHMs, KaTapakTa, riaykoma,
OTCJIOIKA CeTYaTKHU), TULEBBIMU JU3MOPPHUAMHU (CEUTOBUAHBIM KOPOTKHI HOC, MUKPOT€HHUS),
IIaTOJIOTHUEN CYyCTaBOB KJIAllaHOB CEp/lla U HEHPOCEHCOPHOU TYTOYXOCTBIO XapaKTEPHO IS
CHHJpOMa

Cruknepa

Amepa

Mapdana

Mapuana

105

Coueranue CUMITOMOB: aHTUMOHTOJIOUTHBIN pa3pe3 ria3, IBYCTOPOHHSSI TUIIOTIIa3Us CKYJIOBBIX
KOCTEH, KOJIOOOMBI HUKHUX BEK, TUITOJIa3Usl HUKHEW YeTIOCTH, aHOMAJTUS YIIHBIX PaKOBUH
(BO3MOKeH 1e(heKT Hapy>KHOTO CIyXOBOTO MPOX0/1a), KOHAYKTUBHAS TYTOYyXOCTb, - XapaKTEPHO
JUISL CHHIpOMa

Tpuuepa-Komnasa, tvn 1

lNonbnenxapa

OTO-TIAJIATO-IUTUTAJIBHOTO, THII 1

Bart-Pumphrey




106

CoueTaHue CUMITOMOB: OJIHOCTOPOHHSISI TUTIOTUIA3US JIUIIA, IEPMOU/IbI, aHOMAJIUS IO3BOHOYHUKA
U YIIHBIX paKoOBUH (Aedopmanus, ariasusi, THIOIIIa31s), BO3MOXKEH J1e(heKT HapyKHOTO
CIIyXOBOTO MPOX0Ja), KOHAYKTUBHASL TYTOYXOCTh, - XapaKTepPHO Ui CUHApOMA

lNonbnenxapa

MHUKDPOTHH € aTPEe3UeH HAPYKHOTO CIIYXOBOI'0 IIPOX0J1a U IIPOBOIAILEH INIYXOThI

Tpuuepa-Kommmn3za, tun 1

OTO-TIAJIATO-IUTUTAJILHOr0, THI 1

107

CunapoMm ronbeHxapa Heooxoaumo AuddepeHIrnpoBaTh ¢ CHHAPOMOM

MHUKPOTHH € aTPE3Uel HAPYKHOTO CIIYXOBOI'0 IPOX0/1a U IPOBOIAILEH TNIYXOThI

Crukiepa

OTO-ITAJIaTO-AUTHUTAJIbHBIM, THII 1

Vohwinkel

108

Cunapom VOHWINKEL nHeob6xoanmo muddepeHpoBars ¢

NaJIbMOIIJIAHTAPHOM KepaToZepMoOi C TIIyXOTOH/TYyroyXoCThIO

cungpomom Bart-Pumphrey

CHUHAPOMOM KepaTI/ITa-I/IXTI/IOSa-FJ'IYXOTI)I/ TYTrOyxXoCTH

CHUHAPOMOM TYTOYXOCTH U aATOITHUYCECKOI'0 ACpMaTUTA

109

OcHoBHbIM TeHOM B EBporne u Poccun, acconnnpoBaHHBIM € H30JMPOBaHHBIM HEHPOCEHCOPHBIM
HapyLIEHUEM CIIyXa SIBJIAETCS I'€H

GJB2

COL11A1

TBC1D24

PRPS1

110

HacnencTBeHHBIM HApyIIICHHEM CITyXa HEe acCCOIMUPOBAHHBIM ¢ TeHOM GJB2, sBisercst

cuHpoM Bonbsdpama

cunapom Bart-Pumphrey




CHHJIPOM KEepaTHTa-UXTHO3a-TIyXOThI/TYTOYXOCTH

najabMOIUIaHTApHAs KepaToepMa C MIyXOTOW/TYyTrOyXOCTbIO

111

CaMBIM 9acTBIM ITATOJIOTMUYECKUM BApHUAHTOM I'CHA GJB2 B EBpone u POCCI/II/I, ACCOIMUPOBAHHBIM
C U30JIMPOBAHHBIM HeﬁpOCCHCOpHBIM HapyYLIICHUEM CliyXa, SABJIACTCA

c.[35delG]

c.[358_360delGAG]

c.[101T>C]

c.[ 224A>G]

112

JlureHHoe Hacjiel0BaHUE HAPYILLIEHUS CllyXa XapaKTepHO JUIsl CHHIpOMa

Aiiepa

Ilennpena

Mapmana

AsbcTpema

113

COBOKYITHOCTh CUMITTOMOB, BKJIFOUAOIIIasi HEHPOCEHCOPHYIO TYTOYXOCTh, OHUXOIUCTPOPHIO,
0CTEOAUCTPO(DHIO, YMCTBEHHYIO OTCTAJIOCTh U CYyJJOPOTH, TIO3BOJISIET AUarHOCTUPOBATH

cuagpom DOOR

CHHJIPOM HEHPOCEHCOPHOU TYTrOyXOCTH C OHUXOUCTpOdueit:

CIOHAMIOANU(PU3APHYIO AUCIIIA3HIO, MUOIIUIO, CEHCOHEBPAIIbHYIO TITyXOTY

cunapom Bart-Pumphrey

114

CouetaHue aTpe3uu aHyca, IOPOKOB pa3BUTHS OOJIBIIOTO MaNbla, TUCINIACTUYHBIX YIIEeH (YL
«caTupa») U HEHPOCEHCOPHOM TYTOyXOCTH XapaKTEepPHO AJIs CUHApPOMA

Taynca-bpokca 1

lNonbnenxapa

Tpuuepa-Kommnnsa, tvn 1

OTO-TIAJIATO-IUTUTAJIBHOTO, THII 1

115

[Ipu cunapOMe HyHAH MOTYT OBITH CUMITOMBI




HEUPOCEHCOPHOM TYTrOYXOCTH

KOHJYKTUBHON TYTrOYXOCTH

TYroyxoCTHU HEHTPAJIbHOI'O I'€HE3a

CMELIaHHOM TYIrOYXOCTH

116

Coueranue atpouu 3pUTEIbLHBIX HEPBOB, FOBEHWIBHOTO caxapHoro auadera, HecaxapHOTo
nuabera U mporpeccupyroieid HelpoCeHCOPHOU TYTOYXOCTH XapaKTEPHO JIJIsl CHHIpOMa

Bonbsdpama

[Tenapena

Bart-Pumphrey

bukcnepa

117

[Ipu Gpanxmo-okyno-peHanbHOM cuHapome (cunapom Menbarka dpasepa) He BCTpedaercs

TYrOyXOCTb LIEHTPAJILHOI'O I'eHe3a

KOHAYKTHUBHAA TYTOYXOCTb

HEHWPOCEHCOpPHAs TYTOyXOCTh

CMelIaHHas TYTOyXOCTh

118

BpO)KI[eHHaH I‘J'IY6OK8.$I HeﬁpOCCHCOpHaH TerYXOCTb/FHyXOTa " Pa3BUTHUEC B ICTCKOM BO3pacTe
HepBI/I‘IHOI\/'I HHM(bCHCMBI C MUEIOAUCIIIa3uen Ha6J'IIOI[aeTC$I Ipu CUHAPOME

Ombeprepa

OTO-IIAJIaTO-AUTUTAJIBHOM, THUII 1

OpaHXn0-0KYJI0-(panuaibHOM

OpaHX10-0KYJI0-PEHATFHOM

119

C pa3BuTHEM CUHIPOMOM 3MbOeprepa (nepBuuHas JuMpeaeMa ¢ MUeIO0AUCIIIa3uei)
aCCOLIMMPOBAH I'eH

GATAZ2

OPA1l

WEFS1




EYAl

120 | Ilpu mannO3MI03e, anbda-, | u |l Tuna ormeuaercs

HEHUPOCEHCOPHAas TYTOyXOCTh

KOHAYKTUBHAA TYrOyXOoCTb

CMelIaHHas TYTOyXOCTh

TYroyxoCTb HECHTPAJIBHOI'O r€HE3a

121 | HauGonee yactoii popMoii NXTHO3a SIBISETCS

By.]'[LFapHBIfI HXTHO3

JIAMEJUISIPHBINA UXTHO3

MUXTHUO3 TUCTpUKconIHbIA Kypra-Makinun

HUXTHO3 BpO)KI[eHHHﬁ «I1J104 ApJ'IeKI/IHa»

122 | Hanmuuue myTanuii B reHe puinarrpuHa o0ycloBIUBacT

BYJIBI'APHBIN UXTHO3

6one3nsb Jlapre

MOHHJICTPUKC

AHT'UJAPOTHUYCCKAA SKTOACpMaJIbHAA JUCILIA3UA

123 | Hanmmuwme myranuii B rene TGM1 o0ycrnoBiuBaer

WUXTHO3 BPOXKJeHHbIN, AP, T 1

BYJIBI'apHBIN UXTHO3

MOHMJIETPUKC

MXTHO3 BpOKJeHHbIN, AP, Tun 4B «amox ApnexknHay

124 | OrcyrcTBHE MEHOOMHEBBIX JKEJIE€3 XapaKTEPHO JIJIS

aHruap OTHYECKOH BKTOHepMaHBHOﬁ JAUCIIIIa3uHn

KCEPOJAEPMHUH




AILOUHU3MA

6y.]'IJ'Ie3HOl"O QIUACPMOJIN3a

125

[Tpu odranbMoIOrnIeckoM OCMOTpPE NAIMEHTa ¢ HelpodguOpomaro3zom, Tl 1| MOKHO
O0OHApPYXHUTh

y3eisku Jluma

kouiblia Kaitzepa - @neitmepa

aTpo(uIo IUCKA 3pUTEILHOIO HEPBA

KOJI000OMY paTy:KKu

126

VYV nmanuenTa c BHI/IJICHCHCﬁ, IIpU HAJIUYIUHU THIIOIIUIMECHTUPOBAHHBIX U JCTIMT'MCHTUPOBAHHBIX
Y49aCTKOB KOXHU B IICPBYIO0 OUCPCIb HeO6XOI[I/IMO HCKIIIOYHUTH

TyOepO3HbI CKIEpO3

JICHTUTHUHO3

noppupuIo

cunapom Crepka-Bebepa

127

[Ipy HENPOKOKHOM MENIaHO3€ y IMALIMEHTOB IPU POKIECHUN MOXKHO YBUIETh

00JIBIION MUTMEHTHBINA HEBYC, JIOKATU3YIOIINIICS Ha CIUHE, ATOIUIAX U U BEPXHEH YacTH HIDKHUX
KOHEYHOCTEN

AQHI'MOMBI 110 XOAY TPOMHHYHOIO HEPBA

TUCTPODUIO KOKU

[IarpeHeBoe yTOIIEHUE KOXKU

128

[Tpu cunnpome broxa-Cynbudeprepa u3MeHEHUs! MUTMEHTAMH HAOII0Aat0TCs

BIIOJIb TrHUN bianiko

Ha KOX€ JIula

BJIOJIb TMHUM JIaHrepa

BOOJIb MAITAIIAPHBIX JIMHUH

129

VY nereit nomy0epTaTHOTO BO3pacTa MOKHO 3al003pUTh HelpodubdpomaTos 1 Tuma




pu HAIMYKK 5 U OoJiee MATEH 1BeTa «KO(e ¢ MOJIOKOM» AUaMeTpoM Oojee 5 MM

IIpHU HAJIMIKUHU 1 maTHa oBETa «KO(bC C MOJIOKOM»

IIpHU USMEHCHUHN ITUT'MCHTAIIUU 110 JIMHUAM bnamxko

Py HAJIMYHHU aJUI0NICHUN

130

AnnensHbIM BapranToM cuHapoMa HyHan, 1 siBisieTcs cunapom

LEOPARD, tun 1

MELAS

Yunesimca

Becra

131

[Taromorust cepaeyHoO COCYIUCTONM CUCTEMBI XapaKTEepHA JIJIsi CHHAPOMA

LEOPARD, tun 1

Perra

Cekkens

Paccena-CunbBepa

132

s cunapoma Crepxa-Bebepa xapakTepHbl

AHT'MOMBI KOXXH, MO3Ta U OPraHOB 3PpCHUS

KJIallaHHBIN, TTOJKJIalaHHbIN, CTEHO3 JIETOUYHOTO CTBOJIA U/UJIU BETBEH JIETOYHON apTepHH,
cy0aopTanbHbIM JeQeKT MeXIKeITy109KOBOM MEPEropoaKH, JEKCTPATIO3ULIUS A0PThl, THUIIEPTPODUs
IIPaBOro XeIyJ0uKa

TUIIOTUAPO3, TUIIOJOHTHA, TUIIOTPHUX O3

TUIOTUIPO3, pacilieinHa ryosl u/uinu HeOa, IUcIiia3ust HorTei

133

Pa3BuTHe aTpodun KOKHM Ha OTKPBITHIX Y4acTKax Tesla BO3MOKHO MpHU

MMUTMEHTHOM KCEPOJIEpME

cunpome Hos-JlakcoBou

ooseszuu [laitna

cunpome ['erunncona-I undopaa




134 | Hapymenue pocta BOJIOC BCIEACTBHE NEPUOINIESCKON M3UIIHEH BRIPAOOTKH KepaTuHa
GboTHKyIaMu XapakTepHO IS

MOHHJICTPUKC

FHGSI[HOﬁ aJIoNCouun

g dy3HOM anonenun

aHHpOFGHHOﬁ aJIoIeuuu

135 | Kinuan4yeckuM mposiBJIeHUEM OOJIE3HU JIapbe SBIISIETCS

JAUCKECPATO3

aJlaHTUA

TUIIoIruapo3

TUIEPTPUXO03

136 | Coueranue Tumnoruapo3a, ruiioJOHTUH, THIIOTPUXO03a XapaKTCPHO JIA

3KTOJEPMAIbHON AUCILIA3UU aHTUAPOTHYECKON

oouezuu [laitna

6one3nu PexnauHrxayseHna

cunpoma biryma

137 | I'ma3o-k0okHBIH ATbOMHU3M HEOOX0UMO TU(PEPSHIIMPOBATH C

cunapomom Yennaka-Xuramm (Chediak-Higashi)

cuHpoMoM bazana

cuaapoMoM BaapnenOypra

HelpohudpomaTo3om 2 Tuma

138 | Hanmuuue aHruoM B 00JIaCTH TJIa3HOW U BEPXHEUETIOCTHON BeTBEH TPOWMHUYHOTO HEPBa
XapaKTepHO IS

cunapoma Crepka-Bebepa

cunomMenanosa Mto




HEHUPOKOKHOI'0 MEJIAHO3a

ooJiezuu [Nome

139

Bymnnesnsrit anuaepmonn3 HeoOxoauMo audepeHInpoBaTh ¢

OHTCPOIIATHYCCKUM aAKpOACPMATUTOM

3KTOJAEPMAIBHON AUCIIIA3HEN

MMUTMEHTHON KCepoepMOi

cunzipomomM LEOPARD

140

9pI/ITCMaT03Hy10 CBIIIb BOKPYT IJIa3, pTda U aHAJIBHOT'O OTBCPCTHUA MOKHO Ha6J'IIOI[aTB IIpu

OHTCPOIIATUYCCKOM aKpOACPMATHUTC

MMUTMEHTHOM KCEPOJIEpME

SKTOﬂepMaHBHOﬁ JUCIIIIa3nK

BYJIbI'APHOM HUXTHO3€

141

Bo3HukHOBEHHE Hy3preI>i n 3pO3I/II>'I B pC3YyJIbTATEC HE3HAYUTEIbHOM MEXaHUYECKOM TPpaBMbI
XapaKTCPHO AT

OyJIJIE3HOTO MUAEPMOIIU3

HEWPOKOKHOT'O MEJIAHO3a

TICEBJOKCAHTOMBI 3J1aCTUYECKOM

BYJIBI'APHOTO MUXTHO3a

142

CoueTaHue JIOMKOCTH BOJIOC, MHTEIJICKTYAJIbHBIX HApYIICHUH U HapYIIEHUs ITpoiiecca
OpPOTOBEHHMS KOKH XapaKTEPHO IS

TPUXOTHOIUCTPODUHN

THE3THOHU aJIOIIEINU

TOTaJbHON aJOIeIUuN

MOHHJICTPUKC

143

Hanuuue anrnokeparom B maxoBoil 00J1acTH, Ha ArouIax, 6eapax U B 00JIacTH MyIKa
XapaKTepHO IS




6one3nu Pabdpu

TPUXOTHOIUCTPOdUU

MOHHJICTPUKC

OHTCPOIIATHYCCKOI'0 aKpoJACpMaTuTa

144

[Tpu 60ne3uan Padpu aHTHOKEPATOMBI Yallle BCEIO MOXXHO OOHAPYKHUTh

B ITaXOBOM 06J'IaCTI/I, Ha Aroaunax, 66,[[an 1 B 00J1aCTH ITyIiKa

Ha KOXK€ JInLa

Ha NpCAIIieubsax U roJiCcHu

MNPpEUMYIICCTBEHHO Ha IIEC

145

[TosiBneHue Ha KOe BOJIOCHCTOM YacTH rOJIOBBI Y peOeHKa MEPBOIo roJla >KU3HU MEJIKUX Y3€JIKOB
C POTrOBBIMU LIIMIIMKAaMHU Ha BEPIIMHE, PACTIONOKEHHBIX OKOJIO YCTHEB BOJIOCSHBIX (POJUIMKYIOB
XapaKTEepHO I

MOHHUJIICTPUKC

TPUXOTHOTUCTPODUHN

TUIEPTPUX03a

TJIa30-KOKHOT0 aJIbOMHU3MA

146

Hannuune nxtrosa, cnactuyeckoro napamnapesa, yMCTBEHHON OTCTaJIOCThIO, MaKyJIsIpHON
TUCTpOpUH U JeiiKo3HIIe(aIonaTuu XapakTepHO s

cunapomMa Illerpena-Jlapccona

HEWPOKOKHOT'O MEJIAH03a

cunapoma ['eTunncona-I'mindopaa

cunpoma broxa-Cynbubeprepa

147

[Tpu auarnose cuaapom KIDs (cuuapom kepaTuTa-uxTHO3a-TYrOYXOCTH) B MIEPBYIO OYepe/lb
TECTUPYIOT MyTAIlH B TCHE

GJB2

TBC1D24

COL11A1




FLNA

148

Hanuuue nenturo xapakrepHo aiis

cungpoma LEOPARD

TyOepO3HOro CKiepo3a

6one3nu PexnuHrxaysena

cunsipoma biyma

149

Cungpoma biayma Hacnenyercs o TUITY

AYTOCOMHO-PCUECCCUBHOMY

AyTOCOMHO-JOMHWHAHTHOMY

X—CLEMJIEHHOMY PELIECCUBHOMY

X—CHGHJ’ICHHOMY AOMHUHAHTHOMY

150

Cunnpoma broxa-Cyneroeprepa Hacineayercs no TUILY

X—CLEMJIeHHOMY TOMUHAHTHOMY

ayTOCOMHO-PEIIECCHBHOMY

AaYTOCOMHO-JOMHUHAHTHOMY

X—CIIETUICHHOMY PEIIECCUBHOMY

151

JlucnponopuuoHalIbHAs IIIMHHO-KOHEYHOCTHASI BBICOKOPOCIIOCTh, apaXHOAAKTUIINSA, TI0IBBIBUX
XpYCTaJIMKa, aHEBPU3Ma IYTH A0PThI XapaKTEPHBI ISl CAHAPOMA

Mapdana

Dnepca-/lanno

Cruknepa

buica

152

HHCHPOHOPHHOH&J’IBH&SI JJIMHHOKOHCYHOCTHAA BBICOKOPOCIIOCTh, JOJIMXOMEINA, apaxXHOJAKTHUIINA,
BPOKACHHBIC KOHTPAKTYPHI, ILC(I)OpMI/IPOBaHHLIC YIIHBIC PAKOBUHBI ABJIAIOTCSI OCHOBHBIMU
KIIMHUYCCKUMU ITPU3HAKAMU

cuHapoMa buiica




cunpoma Ilensi-1llokeiipa

cunapoma Ctukiepa

apTPOrpUIINo3a

153

OcHoBHBIM H(DPepeHnanbHO TUarHOCTUYECKUM KpUTepreM CHHIpoMoB Mapdana u buica
SABIISICTCS HAJIMYHE

BPO’KJCHHBIX KOHTPAKTYp MeK(amaHTOBBIX CyCTaBOB

AJIMHHOI'O TYJIOBUIIA

BPOXKJICHHOI'O TIOPOKa Cepia

ITIOPOKOB IMOYCK

154

MapanomnonoOHsIii heHOTH, Honuxouedanus, 3k30(TanbM, yMCTBEHHAsI OTCTAJIOCTh SIBISIOTCS
XapaKTEepPHbIMU NPU3HAKAMHU CHHIPOMA

[npuntuena-I'onbadepra

Maptuna-benn

Dnepca-/lanmno

Tenp Xammomep

155

‘lpe3MepHa;1 PacCTAXKUMOCTD U PAHUMOCTD KOXKH, anO(l)I/I‘-ICCKI/IC py'6I_U>I, FI/IHepMO6I/IHLHOCTB
CYCTaBOB, BbIBUXH, I'PBIKH, IJIOCKOCTOITUEC, ITOJKOXHBIC Y3CJIKU ABJIAIOTCA OCHOBHBIMU
KIIMHUYCCKUMU ITPU3HAKAMH CUHAPOMA

Onepca-/lanno

Mapdana

Cruknepa

Mapruna-bemn

156

HpI/I KIIAaCCUYCCKOM THUIIC CUHAPOMaA 3JICpCa-AaHJIO MyTAallUH BbIABJIAAIKOT B IT'CHC

COL5A1

COL1A2

SCN1A

SMN1




157

['uneppacTsKUMOCTh U 6apXaTUCTOCTh KOXKH, pa300JITaHHOCTh BCEX CYCTaBOB U MPOJIArc
MUTPAIBHOTO KJIanaHa, Hepo- ¥ racTponTo3 SABISIOTCS KIMHHYECKUMHE MTPU3HAKAMU CHHIPOMA

Dnepca-Jlanno (runepMoOUIbHBIN THIT)

Dnepca-Jlanno (cCocyIucThIi THIT)

BsUTOM KOXH (cutis laxa)

Crukiiepa

158

PaHI/IMaH, obBUCHAs CKJIaa4daTras KOXXa, CKIIOHHOCTb K 06p330BaHI/IIO OKXHMO30B, I'PbIXKXH, Pa3pbIBbI
IINIOAHBIX 000I0UEK XapaKTCpHO AJIs1 CMHAPpOMaA

Onepca-Jlanno (KO>KHbIHN THIT)

Onepca-/lanino (KuocKOIMOTHYECKHIA THTT)

Mapdana

Cruxnepa

159

[IprunHO# KOKHOTrO THIIA CUHAPOMA Diepca-/laHiio sIBISIFOTCS MyTallii B T'eHe

ADAMTS?2

PLOD1

COL1A1

COL5’AlL

160

XpYIKOCTh KOCTEH, AeGopMaIii KOCTEH, roy1yOble CKIIEphl, TYTOYXOCTh, THIIEPIOABUKHOCTD B
CycTaBax, TUIOIIIA3Us AIMaI 3y00B SBISIOTCS KIMHUYECKUMHU MTPU3HAKAMU

HECOBEPILIEHOT0 OCTEOTreHe3a, TUI |

CHUHpOMa CTI/IKJ'Iepa

CHUHJIpoMa DJiepca-Ianiio

cunapoma ['ypiepa

161

[IprunHOI HECOBEPIIEHHOTO OCTEOreHe3a | ThMa SBISIIOTCA MyTalluy B TE€HE

COLI1A1

ADAMTS?2




COL5A1

PLOD1

162

VYKOpoueHHbIE U PACHIMPEHHbIE JUIMHHBIE TPyOUaThle KOCTH, MHO>KECTBEHHBIE [1€PEIOMBbI KOCTEN B
TOM YHCJI€ U BHYTPUYTPOOHBIE, TSKEIbIE IbIXaTeIbHbIC HAPYIICHUS, pAaHHSS THOCb SABISIOTCS
KJIMHUYECKUMU IIPU3HAKaMHU

HECOBCPUICHHOI'O OCTEOICHE3a, TUII 2

HECOBEPIICHHOT0 OCTEOreHesa, Tii |

cunapoma Mapdana

AXOHApPOIlIa3un

163

®ubpo3Hast 0CTEOAUCIUIA3MS, COMPOBOKAAIOIIASACA OOBI3BECTBICHUEM MBIIIIIL U MOAKOXKHOM
KJIETYATKH, cpociirecs (pananru 1 manpia, mporpeccupyromiee cpaiieHre Mo3BOHKOB HIEHHOTO
OTJIeNa SBISAIOTCSA KIMHUYECKUMHU MPU3HAKAMHU

OCCU(UIMPYIOLIETO MPOrPECCUPYIOLIETO MHOKECTBEHHOTO MUO3HTA

ooxe3nu Onbe

cunpoma Knunnens-®eiins

6one3nn Imepu-Jperdyca

164

MapdanononobHbIit GEeHOTHTI, MITOCKOE JHIIO, MPONTO3 INIa3HBIX 00K, IIayKoMa, OTCIONKa
CEeTUaTKH, PacIIeNMHbI He0a, CKOJIMO03 XapaKTEPHBI ISl CHHIIPOMa

Cruknepa tun 1

Beiuta-Mapue3anu

Mapdana

Dnepca-/lanno

165

KOpOTKO-KOHeqHOCTHoe JUCTIPONOPIHUOHAIIBHOC TEJIOCITOXKEHUE C POKIACHUA, IIJIOCKOC JIUIIO,
TUIIoIIIa3us BerHeﬁ YCIroCTH, OTCJIOMKaA CCTHYATKU, paClICINHEI, 6quoo6pa3Ha;1 TpyaHas KJIICTKa,
KI/I(I)OCKOJII/IO3 ABJIAIOTCA OCHOBHBIMUA Q)CHOTHHI/I‘{CCKI/IMI/I IMpU3HaKaMH

BPO’KJCHHON CIIOHIWIOANU(U3apHON AUCTIIA3UN

axXOHApPOIUIa3nun

cunipoma CTtukiepa




cuHapoma Dinepca_JlaHio

166

[Topauuedanus, peuAMBUPYIOLIKE TeMopparuyeckrue nHGapKThl MO3ra, aHOMaJIUU COCYJI0B
CETYATKHU CO CHIXKEHHEM 3pPEHUS , TJIayKoMa, KaTapakTa sIBJISIOTCS XapaKTePHBIMU
(hEeHOTUITUMYECKUMU TIPU3HAKAMU

00JIe3HH MaJIbIX COCYIO0B C IJIa3HbIMHU aHOMAJIUSIMU

TPOMOOIIMTONEHNYECKON MyPIyphl

aTakcuu-teneanruoskrasuu Jlyn-bapp

cuHzipoMa Dinepca-Jlanino

167

BpO)K,I[eHHaH MBIINICYHAasA CH&6OCTB, TOPTHUKOJIN3, KOHTPAKTYPBI B KPYIIHBIX CYyCTaBaX, 3aICPIKKa
MOTOPHOI'O pa3BUTHA, AbIXATCJIbHBIC HAPYIICHHUA XapAKTCPHBI AJIL

BpOXJIEHHOW Muonatuu betnema

muoauctpoduu dmepu [peiidyca

apTPOrpHUIINO3a

KOHTPAKTYPHOU apaxHOJaKTWINK buica

168

['eneTnveckoil MpUUMHON BPOXKIECHHON MUOMATHH OeTieMa SBIISIOTCS MyTaIlMi B T€HAX

KoJIstarcHa

¢ubpminHa

JJaMHHOB

CapKOIJIMKaHOB

169

OpHolt U3 mpuyuH OYJIJIE3HOTO MUEPMOIN3a SBISIFOTCS MyTallil B T'eHe

COL7Al

COL1A1

COL5’AlL

COL1A1

170

Huszkopocnocts ¢ ykopoueHueM KOHEUHOCTE!, BapyCHOU JieopManueil Hor, yBeIuueHUEM
CYyCTaBOB KHCTH, «yTUHOW MOXOAKON» XapaKTepHa s




MeTtaduzapHoi XoHapoauciiazuu, Tam Llmuara

cunapoma Ctukiepa

HCCOBCPHICHHOI'O OCTEOIrCHE3a

cunapoma Kuucra

171

Cunapom HlnpunTnena-I'onpa0depra HacieayeTCs 1Mo TUILY

dyTOCOMHO-JJOMHUHAHTHOMY

X-CLIETJICHHOMY

ayTOCOMHO-PEIIECCHBHOMY

HCU3BCCTHOMY

172

Kudockonmorudeckuii Tum curapoma Diepca-/laniio HacueayeTcs mo

THUITY

AYTOCOMHO-PCUECCCUBHOMY

AyTOCOMHO-JOMHWHAHTHOMY

X-CHGHJ’IGHHOMY peUCCCUBHOMY

MYJIbTH()AKTOPUATBHOMY

173

KoxHnslii THII cuHapoMa Dnepca-JlaHino Hacienyercs 1o TUITY

ayTOCOMHO-PEIIECCHBHOMY

AaYTOCOMHO-JOMHUHAHTHOMY

X'CLICHJ'IGHHOMy peuCcCCUBHOMY

MYJIbTU()AKTOPHATIEHOMY

174

JKuzneyrposkarmmM OCI0KHEHHEM Mpu cuHipoMe Mapdana sBisieTcs

paccianBaroas aHeBpU3Ma JyI'H a0pPThI

OTCJIOMKA CETUATKU

HedpornTo3

racTporro3




175

OCHOBHBIM >KH3HEYTPOKAIOIIUM OCIIO)KHEHHEM IIPU CHHApoMe Diepca-J/lanino MoxeT ObITh

CIIOHTAHHBIN Pa3phIB JIETKUX

OTCJIONKA CEeTYaTKH

CIIOHTAHHBIC MMCPCIIOMBL

PEOIUAUMBUPYIOIINE BBIBUXHU

176

Y 0ONBHBIX MPOKCUMAIBHOW CIIMHAIBHOMN MbIIeuHOo# atpodueii B rene SMN1 Hanbonee gacto
BBISIBIISIFOTCS

JIeNeny 7 9K30Ha I'€Ha B TOMO3UTOTHOM COCTOSIHHH

Jenenuu 7 ’K30Ha I'eHa B KOMIIAYyHA-TECTCPO3UTOTHOM COCTOSIHUUN

MHCCCH MyTall B TOMO3UTOTHOM COCTOSIHHUN

HOHCCHC-MYTAalluH B KOMIIAYHA-I'CTCPO3UTOTHOM COCTOSIHHUU

177

CrnuHaibHasE MBIIIICYHast anO(I)I/IH C HOHTOHGpG6€J’IJ’IHpHOI>i TUIIOILIa3HEH O6YCJ'IOBJ'IGH8. MyTalusiMn
B I'CHC

VRK1

SMN1

STXBP1

ARX

178

PaznuuHas TsKecTh TeUeHHs KIIMHUYECKUX BapUaHTOB CIIMHAIBHOMN MBIIIEYHOM aTpoduH,
o0ycnoBieHHoi myranusmu B rene SMN1 o0ycioBiena

Pa3IMYHBIM KOJMYeCTBOM Komuii reHa SMN2

pa3IuuHBIM KomaecTBOM Komwmii rena NAIP

pa3IMYHBIM KOoNM4decTBOM Komnuii reHa SERF1A

BIIMSTHHEM CPEJIOBBIX (PAaKTOPOB

179

[Tpu cnuHaIBHOM MBIIIEUHOM aTpodun, o0yciaoBiaeHHOM MyTarusmu B rene SMN1, paznuyator
KJIMHUYECKUX BapuaHTa(OB)

5




180 | ITpokcumanbHasi CiMHAIBHAS MBIIICUHAsE aTpodust 00yCIOBIICHA Jieneruell 7 1 8§ IK30HOB I'eHa
sSmnly  mporeHTOB OOJIBHBIX

95

45

7

20

181 | Campblii pacripoCcTpaHEHHBII BapUaHT BPOXKACHHOMN TUCTAIBHON CIIMHATBLHON MBIIICYHON aTpoduu
C mapanuuom guadparMbl 00YCIOBIEH MYTaIllUsIMU B T€HE

IGHMBP2

PMP22

CAPN3

SCN1A

182 | Camblii pacipocTpaHEHHBIN T€HETUUECKUI BapHUAHT TUCTATbHON CIIMHAIBHOM MBIIIIEUHON
aTpouu ¢ NperMyIECTBEHHBIM TOPAXKHUEM HOT 00YCIIOBJIEH MYTAl[UsIMU B T€HE

DYNC1H1

SCN1A

MPZ

FKRP

183 | [yt O0MBHBIX C MPOKCHMMAIILHON CITUMHAIBHOM MBIIIEYHON aTpouell XapaKTepHO HATHIHe

(bacuuKyIAUUi pa3IMYHbIX MBIIIEYHBIX IPYIII

TIOBBIIIICHUEC YPOBHSA eraTI/IH(I)OC(I)OKI/IHaSBI

CYXOXKWJIbHasl runeppediaexcust

HCGB}IOFI/IHeprO(i)I/ISI HKPOHOXHBIX MBITII]

184 | HauGonee yacteiMu mytanusmu B reie DMD, oTBeTcTBeHHOM 32 BO3SHUKHOBEHHE MBIIICYHON




muctpodun [romenna/bekepa sBiIsIOTCA:

JCJICHHH OJHOT'O MJIM HECKOJIBKHX 3K30HOB I'€Ha

AYIUIMKAIUKU OJHOI'O WJIKM HECKOJIBKUX 3K30HOB I'CHA

MyTalUy CanuTa CIUIAliCUHIa

HOHCCHC MyTalluun

185 | HaunOompIiee KOJTMYECTBO TOSCHO-KOHEUHOCTHBIX MBIIICUHBIX TUCTPO(HN HACTIETYIOTCS

AYTOCOMHO-PEIECCUBHO

AyTOCOMHO-JOMHWHAHTHO

X-CIlenJeHHO-TOMUHAHTHO

CLEIUIEHO € Y -XpOMOCOMOM

186 | Hanbonee pacripoCTpaHEHHBIH BApHAHT MOSCHO-KOHEYHOCTHBIX MBIIIEUHBIX TUCTpOduii ¢
ayTOCOMHO-PEIIECCHBHBIM THIIOM HACJIECJ0BaHUsI O0YCIOBICH MYTAllUsIMH B TCHE

CAPN3

FKRP

MPZ

MYH7

187 | benkoserii mpoaykT rera CAPN3 sBnsiercs

(dhepMeHTOM 00eCTIeYUBAIOIINM MPOIECC MBIIIEYHOTO COKPAIICHUS

CTPYKTYPHBIM O€JIKOM MBIIIEYHOI'O BOJIOKHA

CTPYKTYPHBIM OeIKoM HCPBHO-MBIIICYHOTO CHHAIICA

TPAHCKPUIIIMOHHBIM (PaKTOpOM

188 | Hanuuue nceBaorunepTpoduii MKPOHOMKHBIX MBIIIL Y OOJIBHBIX MBIIIEUHOU AUCTpOUei
HromenHa/bekepa 00ycinoBiIeHO

3aMEIIEHUEM MBIIIEYHOM TKAHM COSTUHHUTEIIFHON TKAaHbIO

AKHUPOBON MHPUIBTpALIEN MBILII]

YBCIMYCHUCM 00BEMa NEpUMU3HUA




YBCIMUYCHUCM MBIIICYHOM MaCChI

189

CrenuduyuecKuMu CUMITOMaMU HAacIeICTBEHHONH MOTOPHO-CEHCOPHON HEUPOTIATHH SBIISIOTCS

FI/IHOTpO(i)I/ISI AUCTAJIbHBIX I'PYIIIT MBILIIL KOHC‘IHOCTeﬁ, THUIIOCTC3HU B 30HC NOPAKCHHBIX MBIII]

FI/IHOTpO(l)I/IH IMPOKCHUMAJIbHBIX MBIIII] KOHeqHOCTeﬁ, THUIIOCTE3MU B 30HC INOPA’KECHHBIX MBIIII]

THIOTPO(HS MBIIIIT JIUIIA

YCHIIEHUE CYXOKUIIbHBIX Pe(ICKCOB C PYK U HOT

190

Hawnbonee BeposATHBIM AHMArHO30M NP HAIMYUH y OOJBHOTO HAPYIIECHHUS OXOAKH, TPYAHOCTH
IIPH TIOTBEME TIO JIECTHHIIE, TUIOPE(IESKCHH C HOT U PYK, IIOBBIIICHUS YPOBHS
KpeatnH(pocHOKUHA3ZEI, SIBIAETCS

ITOACHO-KOHCYHOCTHAsA MbIIIICYHAasA I[I/ICTpO(bI/IH

IMpOKCHUMAJIbHAaA CIMHAJIbHAs MbIIICUYHAA an0(1)I/Iil

HaCJICACTBCHHAsA MOTOPHO-CCHCOPHAA HeﬁpOHaTHH

MHOTOHHYCCKAsA )II/ICTPO(I)I/IX

191

Ha ocHoBaHuM aHanu3a pogoCIOBHON MOKHO BBISIBUTH OOJMTaTHBIX HOCUTEIBHUII MyTAllUU B T€HE
DMD ecnu y sxeHIIMHBI €CTh

00JIbHOM CBIH U 00JIBHOM Opat

nBa OONBHBIX Oparta

00bHOM Opat

€CTh OOJILHOM Jsa1s

192

Muotonuueckast nuctpodus 1 Tuna o0ycinoBiieHa MyTallUsIMU B FeHE

DMPK

CNBP

CLCN1

FKRP

193

K BO3HMKHOBEHMIO X-CLEMJIEHHOTO JOMUHAHTHOTO BAPUAHTA HACIEACTBEHHON MOTOPHO-
CEHCOPHOM HEHPONAaTHH NMPUBOJUT MYyTALMs B TEHE




GJB1

PMP22

MPZ

CAPN3

194 | HauGomnplee KOJIMYECTBO CIy4yaeB HACIEICTBEHHOW MOTOPHO-CEHCOPHOM HEeHponaTuu
HACJIETYIOTCS

ayTOCOMHO-JOMHWHAHTHO

ayTOCOMHO-PEIIECCHBHO

X-CIlenJeHHO-TOMUHAHTHO

X-CLIETIEHHO-PELECCUBHO

195 | IIpu MuoToHMYecKO# aucTpoduu 1 THIIA BBISBISIOT

TUITOTOHHWIO MBIIIIT JIMIA U JUCTAJIBHBIX OTIACIIOB KOHEYHOCTCH

TUIIOTOHHUIO MBI ITPOKCHUMAJIbHBIX OTACIIOB KOHEYHOCTEH

IMUIMCHTHYIO ACTCHEpalnsa CCTYAaTKU

NICUXWUYECKNE PACCTPONCTBA

196 | Camblii pacipocTpaHEHHBIN BapuaHT aKCOHAJIBHBIX MOTOPHO-CEHCOPHBIX HEWpOonaTHii ¢
ayTOCOMHO-/IOMUHAHTHBIM THUIIOM Hacjel0BaHUs 00YCIOBJIEH MYyTallUsIMU B T€HE

MFN2

CAPN3

FKRP

MPZ

197 | Myrauuu B rene GDAP1 npuBOJsT K BOBHUKHOBEHUIO HACIIEICTBEHHON MOTOPHO-CEHCOPHON
HelpornaTum, HacleayroIencs

ayTOCOMHO-PEIIECCHBHO

AyTOCOMHO-JOMHWHAHTHO

X-CLICHJ'ICHHO-pCL[CCCI/IBHO




X-CcIenJIEHHO-TOMUHAHTHO

198

CekBeHupoBaHue 3k30Ma He Y((HEKTUBHO UCTIONB30BATH JIJISl TMATHOCTUKH

MHUOTOHUYECKON AUCTPOPHS

MuoTOHHNH ToMceHa

CIMHAIBHOIN MBIIICYHOH aTPOPHH C MPEUMYIIECTBEHHBIM ITOPAKEHUEM HOT

cractuueckoi naparieruu LTpromnesns

199

OpHMM U3 XapaKTePHBIX CUMITOMOB IIPOrPECCUPYIONICH MBIIIEYHONU JUCTPOPUN DMepu-
Hpetidyca sBusiroTcst

HapyLIeHUs pUTMa cepLa

(bacuKyIAIUNA MBIIII]

IeraToraTun

IICUXUYECKNE PACCTPOMCTBA

200

JleMuenuHu3NpYIoIIKe BapUaHThl HACIEICTBEHHBIX MOTOPHO-CEHCOPHBINA HeWponaTHii
XapaKTEepU3yOTCS

CHIDKEHHEM CKOPOCTH MPOBEICHUSI UMITYJIbCa MO0 Nepu(eprundeckuM HepBaM

YBEJIMUEHUEM CKOPOCTHU MTPOBEIEHUS UMITYJIbCa 10 NepudepruueckuM HepBam

HOpMaJIbHBIMU 3HAaYEHUSIMU TTOKa3aTeeil CKOpOCTH MPOBEAEHUS UMITYJIbCA 110 NepudepruuIecKuM
HEpBaM

CHMXXCHUECM CKOPOCTH NPOBCACHUS UMITYJIbCAa TOJIBKO II0 OJTHOMY U3 HepI/I(l)epI/I‘IeCKI/IX HEPBOB

201

OTnYuTEIbHBIM IMPU3HAKOM HeﬁpOHaTHH CO CKJIOHHOCTbD K IIapajindaM OT CHAABJICHUA ABJIACTCA
HaIn4yue

PELMANBUPYIOMINX Mape30B Nepu(epruyecKux HEPBOB

TOBBIICHUA CYXOKHUJIbHBIX pe(l)J'ICKCOB

CIIUHO-TIepeOeIUIsIpHAsT aTaKCUU

nedopMaIuu KucTei

202

HawnbGonee paCHpOCTpaHCHHBIﬁ TeHEeTUYSCKUI BapHuaHT ACMHUCIUHU3UPYIOMIUX HACJICACTBCHHBIX
MOTOPHO-CCHCOPHBIX HeﬁpDHaTHﬁ 06yCJ’IOBJ’IeH MyTallUsIMU B TCHC




PMP22

MPZ

GJB1

EGR

203

JIy1s1 HacJIeICTBEHHBIX CEHCOPHBIX HEUPONATUI XapaKTEPHBIM SBIISICTCS HAJIMYUE

TpO(bI/IIIGCKI/IX SI3B B 00J1aCTH KOHEYHOCTEHN U CHM)KEHHE BCEX BHUJIOB YYBCTBUTCIIbHOCTH

IIOBBIIICHUA CYXOKUJIBbHBIX pe(bJ'IeKCOB

CCHCHUTHUBHO-MO3XCYHOBAaA aTaKCUU

CHMKCHHUA MHTCIIICKTA

204

MuoToHHUS TOMCEHA O6y0JIOBJ'IeHa MyTallusiMU B I'CHE, OEJIKOBBIN MMPpOAYKT KOTOPOTO (I)OpMI/IpyeT
KaHaJl MBIINICYHOT'O BOJIOKHA

XJIOPHBIN

HAaTPUEBBIN

KaJIMEBBIN

KaJILIIUEBBIN

205

HpI/ILII/IHOI\/JI BO3HHUKHOBCHH HACJICICTBECHHBIX MHUACTEHUH SABIISIETCS HapyuIcHue

HepBHO'MBImeqHOﬁ nepeaadn

CTPOEHHSI MHUEITMHOBOW 000JI0UKH NepupepruuecKux HEPBOB

(YHKIIMOHUPOBAHMSI MOTOHEHPOHOB CITMHHOT'O MO3Ta

(IJYHKI_[I/IOHI/IPOBaHI/IH MUPAMUIHOTO MYTH CIIMHHOI'O MO3ra

206

I[J'ISI JUAarHOCTUKH HACJIEICTBEHHBIX MHUACTESHUN HanOosee S(I)(I)CKTI/IBCH METOA

CCKBCHHUPOBAHUSA DK30Ma HOBOI'O ITOKOJICHUSA

ABTOMAaTHUYE€CKOT'O CCKBEHUPOBAHHUA OTACIIBHBIX T€HOB IO CeHrepy

XPpOMOCOMHOI'O MUKPOMATPHUYHOI'O aHAJIN3a

HCCIICOOBAaHHUA KapHUOTHUIIA




207

JI71st KIMHUYECKON TMarHOCTUKH HACIEACTBEHHBIX MUOTOHUHN Hanbosee 3¢p(HEeKTUBHO
HCIIOTh30BaTh PE3YJIBTATHI

ANEKTPOMHUOTPAPHUECKOTO UCCIICTOBAHUS

OIIpeJIeJICHUs] YPOBHS aKTHBHOCTH KpeaTuH(POCHOKUHAZEI

MarHMTHO-PE30HAHCHOW TOMOTpaduu MBIIII]

ANEKTPOHHONW MUKPOCKOITUY OMONTATA MBIIIII]

208

O,Z[HI/IM N3 IIPU3HAKOB MOHOT'CHHBIX BAPpUAHTOB PAHHUX SIMUICIITUYCCKHUX BHHC(l)aJ'IOHaTI/Iﬁ
SABJIACTCA

PE3UCTCHTHOCTD K IIPOTUBOIIUIICIITUICCKUM IIpCIIapaTamM

HaJINYUC JJIMTCIIBHBIX IIEPUOJOB PEMUCCHUU

OTCYTCTBHC SIIMAKTUBHOCTHU Ha SHGKTpOSHL[e(baJIOFpaMMe

nupaMuHas CUMIITOMaTuKa

209

['eneTrueckuii BApHAHT paHHUX MUJIETITUICCKUX dHIe(anonaTiii, Knuanyeckne nposiBieHus
KOTOPOT'O CXOJIHbI C TAKOBBIMHU IIPH CUHJpOME PeTTa 00ycioBiIeH MyTalusiMU B T€HE

CDKL5

SCN2A

STXBP1

KCNQ2

210

Cemeiinble heOpuiIbHbBIE CyTIOPOTH XapaKTEPU3YIOTCS

OTCYTCTBHUEM 3aJICPKKHU IICUXO-MOTOPHOI'O PA3BUTHUA

MaHudecTaruei 3a00eBaHus B MOAPOCTKOBOM BO3pacTe

TMOSABJICHUECM IIEPBLIX CUMIITOMOB ITOCJIC TPaBMbI I'OJIOBHOT'O MO3ra

PE3UCTCHTHOCTBIO K IPOTUBOIHUIICIITUYCCKUM IIp€riapaTamM

211

CHCI_II/I(I)I/I‘-ICCKI/II\/II THIT HACJICAOBAaHM, CLICIUIEHHBIN ¢ X XpOMOCOMOﬁ u OFpaHI/IquHHﬁ KCHCKUM
I10JIOM, Ha6J'IIOI[aCTC$I npu THUIIC paHHeﬁ AMUIICOTUYCCKOM BHL[C(I)aJIOHaTI/II/I

9

12




47

11

212 | Haubosee pacpocTpaHEHHbBIE BAPUAHThI PAaHHUX SIMHJICTITUYECKHUX dHIEdamonaTHil 00yJIOBIEHBI
MYTaIMSIMH B T€HAX OCITKOBBIC TPOTYKTHI KOTOPBIX

(hOpMHUPYIOT CTPYKTYPY HATPUEBBIX KaHATIOB HEHPOHOB

Y4aCTBYIOT B CHHANTHYSCKOU nepeaaduc

dopmupyrot cTpykTypy I'’AMK 3aBUCHMBIX KaHAJIOB HEUPOHOB

SBJIAIOTCSI (pepMEHTaMH

213 | Myrammu B rene SCN1A npuBoasT K pa3BuTHIO cHHApoMa Jlpase u

(beOpunbHBIX cyaopor tum 3A

MUOKJIOHYC snuerncuu Jladopsl

I[06pOKa‘~I€CTB€HHI)IM HCOHATAJIbHBIM CyJ0pOoramM

HOYHOH JIOOHOH SIWIEIICUU

214 | OTAUYUTENBHBIM CUMIITOMOM BUCOYHOM SITUJICIICUU SBIIIETCS HATUUHE

crnienn(puIeckoil 3ByKOBOM aypsl

(beOpUIbHBIX CYA0pOT

CJIaaMOBBIX Cy1OpOT

MUOKJIOHUN

215 | ledopmarust KUCTEH U CTOII, CYXOKMIIbHAS TUTTOPEQIIEKCHSI, pACCTPONCTBO YyBCTBUTEIHHOCTH,
KOOpJIMHATOPHbBIE HAPYILIEHUS XapaKTEePHbI s

MOTOPHO-CEHCOPHBIX HEUPOIaTUIl

CHMHAJIBHBIX MBIIIEYHBIX aTpopuit

MIPOTPECCUPYIONINX MBIIIEYHBIX AUCTPODUit

6one3nu Kepue-Ceiipa

216 | JIns KIMHUYECKHX MPOSBICHHH aTakcu Opupeiixa He XapaKTEepHO HATUIUe




CYXOXXUIIbHOHM runeppediaexcun

nedhopmaluu CToI

CKOJIMO3a

KOOPJAMHATOPHBIX HAPYLICHUHN

217

Obnapy>keHue napajokca mepMaHa Ipyu aHaIU3€ POJOCIOBHOM XapaKTepHO sl 3a001eBaHUi
00yCIIOBJIIEHHBIM

9KCIIAHCUEHN TPUHYKICOTUAHBIX IOBTOPOB

MyTalusaAMHU CO CABUI'OM PAMKH CHUTBIBAHUA

HOHCCHC-MYyTallUsIMU

MyTalUsIMH CalTa CIJIaiCUHTa

218

JuddepeHnnanbHyto TUarHOCTUKY MUOTOHUYECKOU TuCTpoduu 2 TUIa HEOOXOAUMO MPOBOIUTH C

MPOTPECCUPYIOIIMMHU MBIIICYHBIMHU TUCTPOPHUIMU

TOPCHOHHBIMH JUCTOHUAMU

MHaCTCHUAMU

CIIMHAJIbHBIMU MBIIICYHBIMHU JII/ICTpO(bI/ISIMI/I

219

K rpymnmne kananonatuii OTHOCUTCS

MuoToHUS TomceHa

MUOTOHUYECKas TUcTpodus

MblIlIeyHast fuctpodus JromenHa

MOTOPHO-CEHCOpHasi Heliponarus 1 A tumna

220

K rpymme KaHaJoIlaTuii He OTHOCUTCS

xopes ['eHTuHITOHA

PaHHAA SMUIICIITUYCCKAA BHHe(l)aJ'IOHaTI/ISI 6 Tnma

HepI/IO,Z[I/I‘-ICCKI/Iﬁ napain4

muoToHus ToMceHa




221 | 115t fUarHOCTUKU CIIAaCTUYECKON MaparuieTuy MTPIOMIIEIS Ha KIMHUYECKOM YpOBHE Hanbosee
3¢ PEeKTUBHO MCIIOTH30BATH

ANEKTpoMHUOTpadHIO

MPT MplIg

MPT cnugHOr0 MoO3ra

peHTI‘eHOBCKI/Iﬁ CHHUMOK II0O3BOHOYHHKA

222 | DKcTpaMHUpaMUIHbIE TUTIEPKUHESBI, IEMEHIIHS, ICUXUYECKUEe HAPYIICHUS XapaKTePHBbI IS

xopeu ['eHTHHITOHA

TOpCHOHHOﬁ JUCTOHHNHN

CIUHO-1IEpeOeIUISIPHON aTaKCUU

MOTOPHO-CEHCOPHON HelponaTHH

223 | BpoxieHHbIl BapuaHT cuHApoMa Perta 00yciioBiIeH MyTallisiIMU B TeHE

FOXG1

MECP2

GABBR2

STXBP1

224 | XapakTepHOl 0COOCHHOCTBIO MAPAaMHOTOHHU DiNIeHOypra sBIseTCs

YCUIICHUEC MUOTOHHUYCCKUX (1)€HOMGHOB Ha X0JI04¢€

MBbIIIICYHAasA THIIOTOHU A

HapyICHNUEC YYBCTBUTCIBHOCTU

HaJn4ue KOOPAUHATOPHBIX HAPYIICHUN

225 | [NapamuoToHus DineHOypra 00ycIIOBIeHa MyTallUsSIMU B T€HE

SCN4A

CLCN1

CAPN3




COLG6A1

226

DOMITMPUYECKUI PUCK BOZHUKHOBEHUS 3a00JI€BaHUS Y TOTOMKOB OOJIBHOTO C SMUIIETICHEH
MyJIbTU()AKTOPHON IPUPOJIBI COCTABIISAET (B mpo1IeHTaX)

4

10

15

25

227

DOMITMPUYECKHUI PUCK BOBHUKHOBEHUS 3200JICBaHUS Y TIOTOMKOB €CJIi 00a POIUTEIIST CTPaIatoT
MUICTICUEH MYIbTH(PAKTOPHON MPUPOIBI COCTABIISAET MIPOLICHTOB

20

40

70

50

228

Z[O6p0KaLIeCTBeHHBIe CEMEIHbIC HEOHATAJIbHEIE CyaAOpOru HaCJICAYHOTCA

aAyTOCOMHO-JOMHWHAHTHO

ayTOCOMHO-PEIIECCHBHO

X-CHEIUIEHHO JOMHHAHTHO

X-CLIETJIEHHO PELECCUBHO

229

HenepenocumocTs pu3nuecKux Harpy3o0kK, NEPUOINYECKA BOSHUKAIOIINE 00JI€3HEHHbIE

MBIILIEYHbIE CIa3Mbl, TOBBILIEHHE YPOBHS KpeaTHHPOCHOKUHA3HI, padOMUOIIN3 XapaKTEPHBI IS

MBIIIIEYHOT'0 TJIMKOIeHo3a 5 Thuna Mak Ap)l.]li[

nporpeccupyrouieil MpieuHoi quctpoduu Imepu-/peiidyca

CMHMHAJIBHOIN MBIILIEYHOM aTpopuu

MHUOTOHUYECKOU TUCTPOPUN

230

MBEIIIeYHBIN TTIMKOT'€HO3 MaK-ApI[J'IH 06YCJ'IOBJ'IeH MyTallusIMU B TCHE

PYGM




PYGL

SLC37A4

GYS1

231

OxyJIOMOTOpHAs anpaKcusi, HUCTAarM, aTakChs, 3aJIep’KKa IICUX0-PEUEBOT0 Pa3BUTHSI, «CUMIITOM
KopeHHOro 3yoa» Ha MPT rojoBHOro mMmosra xapakTepHsl JUis

oone3nn XKyoepa

TOPCUOHHOM JUCTOHUHU

CIIMHO-LIepeOeUIsipHOii atakcun Mauano-/[xo3eda

6one3nu ['unnens-Jlunnay

232

IOnonreckui BapuaHT 00JIE3HU TTOMIIE XapaKTCPU3YCTCA CUMIITOMAMU

MOSICHO-KOHEYHOCTHOH MBIIIICUHOMN I[I/ICTpO(bI/II/I

CIIMHAJIBHON MBIIIEYHOH aTpOpuH

MOTOPHO-CEHCOPHOU HEeHponaTuu

CIACTUYECKOM Naparuieruu

233

CUMIOTOMBI CHHHO-HCpC6GJ’IJ’I$IpHOfI ATaKCHUU B COYCTAHUU C MTOBBIMICHUEM YPOBHA TPUTIIMICPUIOB,
KCaHTOMaMHu CYXO)KI/IJ'II/If/'I " KCaHCJIa3MaMU BCK XapaKTCPHbI IJIA

HaCJICICTBCHHOI'O ,Z[e(l)I/II_[I/ITa ButamuHa E

cnuHo-1epedemsapHoi atakcun Opuapeiixa

MOTOPHO-CEHCOpPHOU Helponatuu 1B Tumna

CIMHO-LIepebeuIsipHOi aTakcun Mauano-/[xo3eda

234

PaccTpoiicTBO KOOpIHAIIMN, MUOKJIOHUH, CEHCOPHAsi HEWpOIaTus, mape3 B3opa BBEPX XapaKTEePHbI
IS

MHOKIJIOHYC-3TTHUJICTICU U

paHHel snuienTuyeckou sHIedanonaTuu

atakcun Opuapeiixa

6one3nu Mauano-/Ixo3eda




235

XapakTepHbIM IPU3HAKOMH HEMPOJAETCHEPALUN C HAKOIJICHUEM KEJe3a B MO3Ie SIBIISETCA

CHMXXCHUC MHTCHCUBHOCTHU CHUI'HAJIa B MNAJIMJAPHBIX AApax Ha (1)OHC TUIICPUHTCHCUBHOCTHU B
HCHTPAJbHBIX OTACIax

TUIIoILIa3usa MO30JIHUCTOI'O TCJIa

MIEPUBEHTPUKYIIAPHAS JIEHKOMAISIIHS

aTpodus MoKeUKa

236

OCHOBHBIM THIIOM HaclieZJoBaHUs cuHapoma JKyoepa sBiseTcs

ayTOCOMHO-PELIECCUBHBIIN

aYTOCOMHO'I[OMI/IHaHTHHﬁ

MHTOXOHIPUATbHbBIN

X-CIIETJICHHBIN PEleCCUBHBIN

237

[Iporpeccupytomias ciabocTh MPOKCUMATBHBIX MBI, (pacuuKymIsuu, Manudecraus B 3-4
JECSITUIICTUH JKU3HH, HEHPOTEHHBII TUIT HA 3JIEKTPOMUOTpaMMe XapaKTePHBI [T

CIIMHAJIBHOIN MBIIIEYHOH aTpodun OUHKEIs

CIHMHAJIBbHOI MbleuHo atpoduu KyrensOepra-Benanaep

MOSICHO-KOHEYHOCTHON MBILIEYHOH 1ucTpodun

MOTOPHO-CEHCOPHOU HEWPONAaTHUH

238

CrnvHanbHast MblIeYHas aTpoQusl C BpOXKIEHHBIMU NIEpeIoOMaMU 00yCIIOBIEHA MYTalsIMU B T€HE

TRIP4

SMN1

IGHMBP2

TRPV4

239

Meliiegynast ,Z[I/ICTpO(l)I/Iﬂ JIAHAY3U-ACKCPUHA O6YCJ'IOBJ'ICH8.

YMEHBIIIEHUEM KoJnuecTBa moBTopoB D474 Ha xpomocome 4035

yBEJMUEHUEM KoJIndecTBa moBTopoB D474 Ha xpomocome 4035

myrauusMu B reHe FKRP




MyTaiusiMu B rene LMNA

240

Bposxnennas muonaTtus Yiabpuxa oOycioBlI€Ha MyTallUsIMU B T€HAX

COL6A1,COL6A2,COL6A3

KLHL40, ACTA1, KLHL41

TPM3, TPM2, TPM1

TNNT1,NEB, TTN

241

XapaKTeprIMI/I MMPOABJICHUAMU MHUOIIATHH Yﬂbpnxa SABJIAKOTCS

KOHTPAKTYPhbI B KPYIIHBIX CYCTaBax U nepepa3r1/16aHI/Ie B Me)K(I)aJIaHFOBBIX CyCTaBax

KOHTPAKTYpHl B MEXK(aJIaHTOBBIX CYCTaBax M Mepepa3rnOaHne B KPYIMHBIX CYCTaBax

paccTporcTBa YyBCTBUTEIBHOCTH

YMCTBCHHAsA OTCTAJIOCTh

242

MyxunHe, 00paTUBIIEMYCSI B MEAMKO-TEHETHUECKYIO KOHCYIIBTAIUIO C Kalo0aMu Ha
MEePUINYECKU BO3HUKAIOLINE MTAPOKCU3MBI T€HEPaTN30BaHHON MBIILIEYHON CIa00CTH, IJISAIIeHCS OT
HECKOJIbKUX MUHYT JI0 HECKOJIbKUX YaCOB, TMATHOCTUYCCKUIN MTOUCK 11€7IeCO00pa3HO HAYaTh C
aHanu3a MyTaluil B TCHE

SCN4A

SCN1A

SCN2A

CDKL5

243

denomen AHTHULUITIAIIUK BBIPAXKaCTCAd B

YCUJICHUHU TAKCECTU TCUCHUS 00JIe3HU 110 MEpC poCTa Ynciia KOITMH IIOBTOPOB

HU3MCEHCHUH TTOpora npeapacioIOKCHHOCTU K SKCITAaHCHUHU

TCHOTUITMYECKON HeCTaOMIIBHOCTH

(heHOTUTINYECKON HeCTaOMITHPHOCTH

244

bone3nu sxcnancumn KOAUPYIOMIUX MMOBTOPOB IMOAPA3ACIIAIOTCA Ha

0oJsie3HU MOJINTITYTAMHWHOBBIX TPAKTOB U ITOJHNAJIAHUHOBBIb TPAKTOB




MHKPOAEIECIUMOHHBIE U MUKPOAYIJIMKAMOHHBIE CHHIPOMBI

0ose3Hu TECJIOMCPHBIX U IEHTOMECPHBIX ITIOBTOPOB

MEHEIUPYIOLIUE U HEMEHICIUPYIOLIUE

245

OKcIaHcus IMOJIMITTYTAMHUHOBOI'O TPAKTa XapaKTCpHa JJIA

oosiesuu Kenuean

cunsipoma bexButa-Buaemana

CUHJIpoMa Amneprta

cunapoma Kypappuno

246

Hucxonsmue napanuuu, aTpodust MBI U (aCUUKYISIIH, TOpaXKeHHe OyIb0apHOI TPYIIIbI
YepenHbIX HEPBOB SBISIOTCA OCHOBHBIMHU ()EHOTUITUYECKUMH MPU3HAKAMHU

cunapoma Kenneaun

xopeu ['eHTHHITOHA

cuaapoma MaptuHa-benn

CHUHJIPOMA BPOXIEHHOW LIEHTPAIbHON TMIOBEHTHIISIIUN

247

CrnimHouepeberuisgpHast aTakcusi, TUN 1 nposBisieTcs npu koimuectBe konuit mosropa CAG

39-82

20-35

10-20

6oitee 1000

248

OCHOBHBIMHU KPUTCPUAMU KIIMHUYCCKOI'O JUarHo3a ((CHI/IHOI_Iepe6CJ'IJ'I$IpHa$I aTaKCHs» SABJIAIOTCSA

SKCTpanupaMUAHbIE CUMIITOMBI (TPEMOP, MUOKIIOHUH, TOPCHOHHO-ANCTOHUYECKHE THIIEPKUHESBL,
aTaKcusi, TU3apTpHUsl)

HapyLEeHHs JbIXaHUs, CepALeOreHus 1 KpOBOOOpaIeHUs

aApTpOrpuno3 BEPXHUX U HUKHUX KOHEYHOCTEH

Ha4daJio B paHHEM JICTCKOM BO3pacCTEC

249

[TupamuiHas CHMIITOMATHKA Pa3JIMYHON CTETIEHHU BBIPAXEHHOCTH, eprQepruueckne aMuorpoduu,




JKCTpanupaMuIHbIE PaCCTPONCTBA (MbIIIEYHAs TUCTOHUS, cCUHApoM [lapkruHcoHN3MA),
MO3KEUKOBasl aTaKCHUs SBJISIOTCS OCHOBHBIMHU KIMHUYECKUMU KPUTEPUIMU

0omne3nn Mauano-Jl>xo3eda

cuHpoma Maprtuna benn,

CUHIpOMA Y HIIUHBI

cunzpoma ['apaepa

250

Xopesi T’eHTUHITOHA MPOSBIISIETCS IpU KonudecTBe konuii moBTropa CAG

36 -121

1000 - 2000

10-25

1-2

251

OxynodapunreansHasi MpIedHast TUCTPOQHst 00ycIOBIeHA SKCITIAaHCHEH IIOBTOPA

GCG

CAG

TAC

CGT

252

CI/IHI[pOM BpO)KI[GHHOﬁ HeHTpaﬂBHOﬁ TUITOBCHTUJIAINWUH IIPOABJIACTCA B BUAC

aHLBCOHHpHOﬁ TUIMIOBCHTUIIILIUA U BpO)KI[CHHOfI TUITOBCHTHUJIALINN

00CTpyKIIMU OPOHXOB

MOpa)KEHUs KOPBI OOJIBIINX MOTyIIapUit

HapyHmCHUA IMMPOXOJUMOCTH JbIXaTCIbHBIX HYTefI

253

K CUHAPOMY BpO)KI[GHHOfI HCHTpaHBHOﬁ TUINMOBCHTUWJIALIUN MPUBOJAUT IUHAMUYCCKAA MYyTallUd B
I'CHEC

PHOX2B

STXB2

DMD




HERC2

254 | YBenn4eHne HEKOAMPYIOINX MUKPOCATEINTUTHBIX TOBTOPOB SBIISICTCS IPUIHMHON

atakcun Opunpeiixa

CHUHOIEPEOCIUISIPHON aTaKCHH THIT 2

MHOTOHHYECKON XoHApoauciuiasuu [Bapua-/xamnens

CUHJPOMA BPOXKIEHHON TMIOBEHTHIISIITIN

255 | YBenn4eHne HEKOAMPYIOINX MUKPOCATEINTUTHBIX TIOBTOPOB SIBIISICTCS TPUYHMHON

MHOTOHUYECKOH quctpoduu 1 u 2 Tuna

cnimHolepeOeusipHon atakcuu 1,2 u 3 TUIOB

MHOTOHUYECKOMN XoHApoauciuiazuu [IBapua-/Ixamnens

Xopcu I'enTunrrona

256 | bonesnn OKCITaHCHUHU, ITPHU KOTOpOfI OTCYTCTBYCT (I)GHOMGH AHTHUIUIIalIMK, HAa3bIBACTCA

atakcus Opunpeitxa

xopes ['eTuHrrona

CHI/IHOHep€6eJ'IJIHpHaH arakcus 1 Tam

MUOTOHUYECKas TUucTpodus

257 | Arakcus ©@punpeiixa mposBiIseTCs NPy KoJIHdecTBe Konuid moBTopa GAA

70 —1000

31-50

5-30

1-5

258 | Auzaptpus, atakcusi, runopediaexcus. CaxapHblii 1uader, KapAMOMHONATHS SBISIOTCS
OCHOBHBIMH KIIMHHUYECKUMH MPOSBICHUIMHU

atakcun Opuapeiixa

6one3nn Mauano-/Ixo3eda




CIMHO-LIepeOeIUIsIpHON aTpodun

cuHzpoma Maptuna-benn

259

MonekynapHbIM MEXAaHU3MOM NIaTOreHe3a cuHapoma Maprtuna-benn sBisercs

aHoManbHOe MeTmnpoBanre CpG-ocTpoBka mpomMoTopHoi oomactu rena FMR1 u skcancus
6omee 200 moBropoB CGG rera FMR1

XPOMOCOMHAasI MHUKPOIIEpecTporKa

YBCJIMYCHHUEC YU CJIa ITOJIOBBIX XpOMOCOM

ToueyHas myranus B rene FMR1

260

KomnuectBo mosropoB GCA u GCT B rene ZIC2 npu cemeliHON ano0apHOH rojIonpo33HIehaTnn
(Tum 5) cocraBisieT

15-25

90-180

2-5

Boiee 200

261

[Iporpeccupytoiias MUOKIOHYC-3nIIIenicust Y Hpeppuxra-JIynadopra oTHocUTCs K 00JI€3HIM

OKCIIaHCHUH, CBA3aHHBIM C YBCIIMYCHHUEM HCKOJUPYIOMIUX MUKPOCATCIVIMTHBIX ITIOBTOPOB

9KCIIaHCHUH, CBA3AHHLIM C YBCIIMYCHUEM KOAUPYIOIINUX MUKPOCATCININTHBIX IIOBTOPOB

OKCIIaHCHUH TTOJIMATTAHUHOBOT'O TPAaKTa

HUMIIPUHTHUHI'A

262

3a;[ep>1<1<a MOTOPHOI'O pa3BUTH:A, THIIOIIJIA3UA MBIIIL, TUTIOTOHHA, HOPMAJIbHBIC ITIOKA3aTCJIN
KpCaTI/IH(I)OC(bOKI/IHEBBI, CKJICTHBIC JUCIINIA3UH XAPAKTCPHBI JJIA

BPOXKACHHBIX MHUONATHH

muoauctpodun bexkepa

Heriponatuu [lapko-Mapu

cunapoma Mapdana

263

OTANYUTENBHBIM IMPHU3HAKOM HEMAJIMHOBOIT MHUOIIATHUH SIBIISIETCS




HAJINYME HUTEBUIHBIX CTPYKTYP MOJ CAPKOJIEMMON IPU MOP(POIOTUIECKOM HCCIETOBAHUU

OTCYTCTBHE JUCTPO(HHA MPH UMMYHOTUCTOXMMHUYECKOM HCCIIEIOBAHUN C aHTUTEJIAMH K
TUCTPOUHY

apTPOTPHIINO3, IEPETOMBI, BO3HUKAIOIINE BHYTPUYTPOOHO

264

[Iporpeccupytoliiee HapyIeHNUE TOXOIKU MO TUITY «IBDKHHUKAY, BBICOKHE PEQIICKCHI,
MaTOJIOTUYECKHUE MOOIBEHHBIC 3HAKH U JieopMaIusi CTOI Hanbosiee XapakTepHbl AJIs

cnactuyeckoy napamuieruu Lltprommnens

MuoaucTpodun Oekkepa

MOTOCEHCOPHOM MOJUHEUPOIIaTHI

CIMHAIBHON aMuoTpodun

265

X-ciemyieHHasi yMCTBEHHAsl OTCTAJIOCTh B COYETAaHUH ¢ MH(PAHTHIIBHBIMU ClIa3MaMH 00YCIIOBIHA
MYTallME€N B T€HE

ARX

SCN1A

TSC2

NF1

266

BpoxaeHHbIi UMMYHOAE(PUIUT, aTAaKCHs, «COCYTUCTBIE 3BE3T0YKN» Ha CIIM3UCTBIX U KOXKE,
MIO0/IBEPKEHHOCTh K OHKOJIOTUYECKUM U OPOHXOJIETOUHBIM 3a00JIEBAHUSIM XapaKTEPHBI JUIs

ATaKCHUH-TCIICAHTI'MOOKTa31uH1 .HYI/I'Bap

atakcun Opuapeiixa

atakcuu-apednexkcun Pyccu-Jlesu

CIHMHO-1IepPEOEIUISIPHON aTaKCUU

267

HpI/IOHHLIC 0oJie3HU Pa3BHUBAIOTCA B PE3YJILTATC

MYTaL[I/Iﬁ B I'CHAaX, KOAUPYIOIIUX SKCHPCCCHUIO ITIPUOHHBIX OCJIKOB U IIpu nepeaadc IMaTOJIOrMYECKOM
(bOpMLI 66)’[1(2[, Haxogdauerocsa B 1y’>KEpoaAHOM OHOJIOTUYECKOM MaTcpualic

BUPYCHOI MHQEKIUU

yKyca Kiemia




UCTOJIb30BaHUS HH(PUIMPOBAHHBIX HHCTPYMEHTOB

268

Bbonesns repcrmana-mrpaycciepa-meinkepa, 60ie3Hs Kperudenpaa-sxo0a, gpaTtanpHas
ceMeiHasi ”HCOMHHS OTHOCSTCS K

IIPUOHHBIM 0oJs1e3HAM

00JIE3HIM SKCHAHCUU

MUTOXOHApPHAJIbHBIM 0oJIE3HIM

00JIe3HSIM UMIIPUHTHHTA

269

Hauano B Bo3pacte 20-30 sietT mporpeccupyroiias I1eMEHIHs C HApYIICHHEM MOXOAK!
MIPOTPECCUPYIONIAs AUCIIPAKCHSI C HAPYIICHUEM TJI0TaHHsI, CIIOHTHO3HAsI IereHepaliysi MO3ra
XapakTepHa JUIs

6one3nu Kpeirudensaa-Axkoda

SIUJICIICUU

Xopcu I'enTunrrona

IIapKUHCOHU3MA

270

CrioHrnosHas aereHepanus BeUecTBa roJJOBHOIO MO3ra, FeHepaan30BaHHas WU JIOKaJIbHas
aTpodus Noaymapuii, TIM03 U BHYTPUKIIETOUHbIE BKIIOUEHUS (aprupouiIbHbIe BKIIOUEHUS)
BBISIBJISIETCSI TPU MOP(OJIOTUYECKOM HCCIIEIOBAHUH T'OJIOBHOTO MO3Ta Mpu

IMPUOHHBIX 00JIe3HAX

xopee ['eHTuHITOHa

TOPCUOHHOW TUCTOHUH

OIMUIICTICUHN

271

Hauano B Bo3pacte 30-60 net, mporpeccupytoiias 0€CCOHHUIA, KaXEKCHs, TAaHUYECKHUE aTaKH,
TaJUTIOIMHAIINH, KOMa, CMEPTh uepe3 3 rojia OT Hauaa 3a00JIeBaHUsl SBIISIOTCS XapaKTePHBIMH
KJIIMHUYECKUMU MTPU3HAKaMH1

ceMeiHoM (aTaTbHOH MHCOMHUU

MMapKUHCOHU3MA

Oone3nu AnbureiimMepa

MIPOrpeCCUpyIOLIei MbIIIEUHOM TucTpodun




272

XpoHuyeckasi BOASHUCTAs AUApesi, CECHCOPHAs MOJMHEHponaTHsl, IEMEHIIUS U CYI0pOKHbIE
MPUCTYIBI XapaKTEePHBI AJIs

MIPUOHHOTO 3a00JICBaHMsI, CBSI3aHHOTO C JIMAPECH U BETeTaTUBHOW Helponaruen

xopeu I'eHTHHITOHA

Oose3Hun AlbnreriMepa

Heviponartuu lapko-Mapu

273

Yarie Bcero npuyMHamMy reHepain30BaHHON SMIIICTICUU ¢ (PeOpPHIIBHBIMU CY10pPOraMHU ILTIOC
SIBJIAIOTCSI MyTallMM B FeHaX

SCN1A, GABRG2, GABRD, SCN1B

SLC2A1, KCNQ2, KCNQ3, RELN

SMN1, DMD, PMP22, MFN2

COL1A1, COL1A2, COL3AL, COL5SAL

274

I'eneTnueckon HpH‘IHHOﬁ HOYHOM JJOOHOH SIMIIEICUH qamie BCCro sABJIAKOTCA MyTalliU B I'CHAX

CHRNA4, CHRNB2

SCN1A, SCN1B

GABRG2, GABRD

RELN, CPA6

275

Cungpom /lpaBe yaliie BCero acCOIMUPOBAH C MyTalllel B reHax

SCN1A, GABRG2

SCN10A, SCN2B

CHRNA4, CHRNB2

RELN, CPA6

276

CI/IHILPOM I[y3e qamie BCEro aCCOMHUPOBAH C MyTaI.IPIeﬁ B I'CHC

SCN1A

SCN9A

SCN2A




SCNBA

277 | Kryuue nmpucTynoodpa3Hbie 00JIM, CEHCOpPHAs HEHPOIATHs, CHHIPOM «CYXOTO TJIa3an,
reHepAIN30BaHHBIC CYJOPOKHBIEC IPUCTYIIBI HAOIIOJAIOTCS TIPH
SPUTPOMEIIANTHH
6one3nu Pabdpu
6onesnu [llapko-Mapu
6one3nu Pycu-Jleu

278 | Makporedanusi, yMCTBEHHAsI OTCTAIOCTb, Tpy0ast 3a/1ep’Kka MOTOPHOTO Pa3BUTHUS TUIIEPKUHE3bI U
KOHTPAKTYPBI, IPUCTYIIBI, KYIIUPYEMbIE TOMUPOMATOM SIBIISFOTCS OCHOBHBIMU KIIMHUYECKUMH
NpU3HAKaMU
SMIJIENTUYECKON SHIeaIONaTuH, accouuupoBannoi ¢ myranueit B reae CACNALE
cunapomMa Busepa
cunapoma Coroca
cungpoma MASA

279 | Haubosnee BepOATHBIM AMArHO30M, ITPU BO3HKHOBEHUH I'€HEPAIN30BAHHBIX CYJOPOKHBIX
MIPHUCTYIIOB, PACCTPOICTBA AyTUCTHYECKOTO CIEKTPa, HHTEIUIEKTYaIbHOTO AeduunTa,
CTEpPEOTHIHIA, MPOrpeccUpymolleil moTepe paHee NpUOOPETEHHBIX HABBIKOB U pe4r MOCie Nepuoia
HOPMAaJILHOTO PAa3BUTHUS Y AEBOYEK, ABISETCS CHHIPOM
Perra
[Iepemesckoro-Tepuepa
Becra
AHrenapMaHa

280 | Coueranue npu3HaKoB yAIMHEHHOTO nHTepBaia QT ¢ nmomumopdHOil ey 10uKoBOH

TaXI/IKapI[I/IeI\/II, NEPUOANYCCKUMU MapaIndaMi U CKCJICTHBIMU aHOMAJIIUAMU XapaKTCPHO JIA
CHHJpOMa

Annepcena-Tasuna

bpyrana

Pomano-Yopaa

JxepBenna-Jlanre-Hunscena




281 | Coueranue NpuU3HAKOB yAIMHEHHOTO nHTepBaia QT ¢ aTpuoBeHTpUKYIApHON O10Kan0M 2
CTENEeHHU, CHHIAKTHIINEH, aHOMAJTUSIMA YMCTBEHHOT'O M TICHXMYECKOTO PA3BUTHS XapaKTEPHO IS
CHHJpOMA

Tumorn

Annepcena-Tasuiia

bpyrana

Pomano-Yopnaa

282 Kap,I[I/IOMI/IOHaTI/II/I COIIPOBOKAAKOTCS MOBBIIIICHUEM YPOBHSA B CBIBOPOTKC KPOBH

KpeaTHH(POCHOKIMHAZBI

HIEIOYHOM (ocdaTasbl

¢ubpuHoreHa

AHTHUTpUIICMHA

283 | KapauomuonaTus (auiaTalidoHHas WM TUIIEpTpOodrUecKas) sIBISETCS OJHUM U3 OCHOBHBIX
CHUMIITOMOB CHHIpOMa

bapra

bpyrana

yuUTMHEeHHOTo uHTepBana QT

Bonbda-Ilapkuncona-VYaiita

284 | I'unepTpodmveckas KapIMOMHUOTIATHUS SIBJISIETCS] OTHUM M3 XapaKTEPHBIX CHMIITOMOB TIPH

6one3nn Annepcena-Padbpu

AJIKaIITOHYPUHU

OCTpO¥ nepeMexatouieiics noppupun

cunapome Jlema-Huxena

285 | AnnenvHoii cepueii 3a0oneBannii reHa KCNQ1 sBisrorest

ceMeiiHas GUOPHILTALIUS TIPEICEP Ui, THIT 3; CHHAPOM y/UTMHEHHOTO HHTepBana QT, tum 1;
CHHIIpOM KopoTkoro uHTepBana QT, Tum 2; cunapom J[xepBena-Jlanre-Hunbcena

CUHJIPOM ¢J1a00CTH CHHYCOBOT'O y3J1a; CHHAPOM JIEBOXKEITYIOUKOBOM TUIIEPTPOGUU; CHHIPOM




bapra; cungpom bpyrana

HEKOMITAKTHBI MUOKapP/ JIEBOTO XKEJIYJ0UYKa; JUJIATALlMOHHAs KapAMOMHUOIATHUS; CUHIPOM
Bounba-ITapkuncona-Yaiita; apuTMoreHHast KapAMOMHONATHS TIPABOTO KeTyJ0UKa

cunapom BunbsmMca; cuaapom Kapsaxans; cuanpom HyHan; cuaapom Manyda.

286

HaxoxaeHnue B Bojie W/WJjM IIaBaHUE SBJSIETCS CrieNU(UIECKUM TPUTTEPOM apUTMUYECKUX
COOBITHH y MAIMEHTOB C CHHKONAIbHOM (opMoOii cuHApoMa yanuHeHus uarepBana QT

I Tuna (LQTTI)

5 tuma (LQTDS)

9 tuna (LQT9)

13 tuma (LQT13)

287

Hapymenue cepiedHoro putma, Xxapakrepusymoliieecs sieBanuei cermenra ST B orBenenusix V1 -
V2 u otpunarenbubiM 3yonom T Ha crannaptaoit DK, xapakTepHo sl CHHIpOMa

bpyrana

bapra

bemna

baprrepa

288

BonbimmHCcTBO ciiyyaeB GopMUpOBaHUS CHHApOMa Opyrazia sBIsSeTCs pe3yabTaToOM MyTallui B
TCHE

SCN5A

SCN1B

SLC16A1

SLC21A6

289

Mytanmu B rene SCNSA MOryT npuBOIUTH K

cUHJIpoMy yuinHEHHOTO HHTepBana QT, tun 3; 6one3nu JleBa-Jlenerpa u Kk HAMONATHYECKOM
GUOPMILIALNY HKETYT0UKOB

HEKOMIIAKTHOMY MHOKAap 1y JIEBOI'O JKEIy104Ka; JUIATAl[MOHHONW KapAUOMHUONIATUHN U K CUHAPOMY
Bonbpa-IlapkuHcona-VYaiita;

APUTMOT€HHOMN KapJAMOMMOIIATHH IPABOI0 KEIYI0UKa; CHHAPOMY BuibsMmca 1 K CHHAPOMY




Kapsaxainb

cunapomy Hynan, cuanpomy Manyda u x cunnpomy Hakcoc

290

Knaccuaeckas TpHa/Ja IIPU3HAKOB, BKIIIOYAOIIasd AUJIATAIMUOHHYIO KapJUOMHOIIATHIO,
KEpaToACPMHIO U HICPCTUCTO-KYPUYABBIC BOJIOCEI, - XapaKTCPpHa JJId

cunapoma Kapsaxais

cunzpoma bapra

0ose3un Menkeca

[1aJIbMOIUIAHTAPHOM KepaToAepMbl, THII |

291

Coueranue apHTMOFCHHOﬁ npaBomenynquOBoﬁ AUCIIIa3un, KEPATOACPMHU U ICPCTUCTO-
KYp4aBbIX BOJIOC XapPAKTCPHO UL CHHAPpOMaA

Haxkcoc

Kapaxainb

bapra

Menkeca

292

Coueranne BpO)KI[éHHBIX IMOPOKOB cepana C TUIIOILIa3HEeH TUMYCa U MMapatmuTOBUIHBIX KEeE3
XapaKTCPHO AJId CUHAPpOMa

Ju JTxopoku

Tumorn

JyHkana

bpyrona

293

Mytanuu B rene TBX1 MoryT aBasThCSI MPUUUHON pa3BUTHUS CUHAPOMA

Hu JTxoprxu

bapakara

Bunbsamca

Buckotra-Ongpuaa

294

OcHoBHOI MOHCKynﬂpHO-FCH@TH‘-ICCKOfI HpH‘-IHHOﬁ Pa3BUTHA CUHAPOMA OU JIPKOPIKHU SABJIACTCA




nenenus B 00J1acTu

22q11.2

10p13

17p13

18q21

295 | B crpykrype kanaina CFTR Beizenstor JIOMEHOB

3 Buma

4 Buna

5 BUIIOB

6 BUIIOB

296 | Myramuu B rene CFTR, xapakrepu3yromuecs HapylIIeHHEM PETYIISIUN XJIOPHOTO KaHaa,

OTHOCSATCS K KJIaccy
"
I
I
v
297 | Myrarnus f5058del 8 rene CFTR oTHOCHTCS K KJiaccy
I
Il
v
Vv

298 BBICOKOCHGHI/I(bI/I‘-IHI)IM B OTHOHICHUH MYKOBHUCIH03a KIMHUYCCKUM IIPU3HAKOM ABJISACTCSA

MEKOHHUEBBIN UIIEYC

IIOBBIIICHHAA ITIOTINBOCTD

PEeUMANBUPYIOIINA TAHKPEATUT




reMOJIUTHYECKas: 00JIE3Hb HOBOPOXKACHHBIX

299 | XpoHuueckue OpOHX03KTa3bl, FMIOIUIA3UA IIa3yX HOCA, XPOHUYECKNE CHHYCUTBI U OTHUTHI,
HapyIIEHHsI PETIPOIYKTUBHOM c(hepbl B COUETAHHUE C TPAHCIIO3UIMEH BHYTPEHHUX OPTaHOB
XapaKTepHBbI U1

Kaprarenepa

Hu JIxopioxu

[IIBaxmana-JlaiiMon1a

MYKOBHCIIM 034

300 | [lns ycTaHOBIIEHUS! TEHETUYECKOW MPUUMHBI IEPBUYHON [IUIIMAPHON AUCKUHE3UH Hanbolee
1enecoo0pa3Ho MPOBECTU

CCKBCHHUPOBAHUC DK30Ma

MOJICKYJIIPHOC KApUOTUITMPOBAHUC

CCKBCHHUPOBAHUC I10 CeHrepy

[M1[P-ananu3 Ha yacteie mytanuu B renax DNAHS u DNAIL

301 | Tpoduueckue s3BbI HA KOKE TOJCHEH, BEIPAKEHHBIE PACCTPONCTBA BCEX BHJIOB
YYBCTBUTCIIBHOCTHU, MYTUJIAIIMU TAJIBIIEB HOT HauoOoJee XapaKTCPHBbI TJIA H&CJ’IGI[CTBGHHOﬁ
MOTOPHO-CEHCOPHOU HEWPONATHUH

2B tuna, o0ycnoBneHHON MyTauusMu B rene RAB7

1A Tuna, o0ycioBieHHOH MyTanusamu B rene PMP22

1X tuma, o0ycioBieHHOM MyTanusimMu B reHe GJB1

4C tumna, o0ycnoBneHHON MyTanusMu B reHe SH3TC2

302 | benkoBblif TpoayKT reHa T TR — TpaHCTUPETHH, SIBISETCS

TPAHCIIOPTEPOM FOPMOHOB IIIUTOBUIHOMN KENE3bI

IMPOTOOHKOTCHOM

TPaHCKPHUIILIUOHHBIM (pakTOpoM

CTPYKTYPHBIM O€TTKOM MHUEITMHOBON 000JI0UKH

303 | benkoserii mpoaykt reHa TTR — TpaHCTHpETHH, - OTBEYAET 3a TPAHCIIOPT TOPMOHOB IUTOBUTHON




JKEJIE3bl U peryIupyer

perenepanuio nepedepruuecKux HepBOB

(bYHKHI/IOHI/IpOBaHI/Ie I''IMaJIbHOI'O KaHalla

IMPOLECCChI aIloIITO3a

JUHAMHUYCCKHUEC ITPOLECCHEI B MUTOXOHAPUAX

304

TpaHCTI/IpeTI/IH ABJICTCA MMPECANICCTBCHHUKOM

aMuJIonga

IIPUOHHOTO OejKa

JIETHAPOOHONITepHHA

MHCIHNHA

305

[Tpu cnHATBHON MBIIIEYHOH aTpOUH € TIO3THUM BO3pPACTOM Ae0I0Ta M ¢ HATMYHEM TTOPAKCHUS
MBILII] TOPTAHU U TJIOTKH, THHEKOMACTUU U OECIUIONNS, 111 YCTaHOBJICHUS TUarHo3a Heo0X0auMO
IIPOBECTU

anasnn3 CAG nosTopoB B rene AR

onpeneneHue konruuecTsa konui reHoB SMN1 u SMN2

nouck myraiuii B rene DCTNI

rmouck myrauuii B rese VAPB

306

VY 3n0poBbix ui reH SMN2 oTCyTCTBYET B IIPOLICHTOB CIIy4acB

5-10

14

11-15

16-20

307

Jlons HepyHKIMOHANBHOTO Oenka, cuHTe3upyemoro reHoM SMN2 cocTaBiisieT IpUMEpPHO
IIPOLIEHTOB

80-90

70-80




50-70

90-100

308

Jonsa pyakmonanbHOro 0€nKa, CHHTe3upyemMoro reHoM SMN2 cocTaBiseT IPUMEPHO
MIPOLIEHTOB

10

30

50

90

309

Juddy3Has MpliedHas TUIIOTOHUS, KOHTPAKTYPhI B KPYIHBIX CYCTaBaX, BbIPAKCHHbIE
IbIXaTeIbHbIE PACCTPOIICTBA, TPEOYIOIINE PECIMPATOPHON MOANIECPIKKN Y HOBOPOXKIEHHOTO, CO
ca0bIM IIEBEJICHUEM IUI0/Ia B aHAMHE3€, MOYKHO 3aI10/103pUTh

cnuHaNbHYI0 amuTpoduto 0 Tuna

6one3up Kyrennbepra-Benanaep

BPOX/IEHHBIN BapUAaHT MUOTOHUYECKON TUCTPOPHH

CUHIpPOM DBapjica

310

Hanuuue nporpeccupyronieii c1abocTH, rUno- Win aTpouu B pa3InYHbIX TPYHIAX MBbIIILL,
CYXOKMJIbHOM TUIIO- TN apeduiekcuu, (pacuKy ISl pasIndHbIX MBI y peOEHKa 2,5 MecsieB
II03BOJISIET 3aII0A03PUTh

CIIMHAJIBHYO MBIIICYH YO anO(I)I/IIO

muotoHuto Tomcena/bekepa

MblILIeyHyto auctpoduto Jromenna/bekkepa

SIWIENITUYECKYIO SHIE(aTONaTHIO

311

3J'ICKTpOMI/IOFpa(I)I/I‘-ICCKI/IM MMPU3HAKOM IMOPAKCHUA MOTOHCﬁpOHa CIIMHHOT'O MO3ra ABJIACTCA

«PHUTM HYaCTOKOJIa»

MHONATHYSCKUI THUII MopaKCHUA

«TYJI MTUKUPYIONIETO OOMOApAMPOBITHUKAY

CHIDKEHHE CKOPOCTH MPOBEIEHUsI UMITyJIbca MeHee 38 m/c




312

VY manmeHToB ¢ BPOXKACHHOW TUIIEpIIIa3huel KOpbl HAAIOYEYHUKOB O0OHAPYKUBAIOT

MOBBILIECHHBIA YPOBEHb aHIPOTCHOB

MMOBBIIICHHBIN YPOBE€HB 3CTPOI'€HOB

CHUKEHHBIN YPOBEHb aHAPOT€HOB

MMOBBIIICHHBIN YPOBC€HBb TOHAAOTPOIIMHOB

313

OI[HOP'I U3 IIpUIUH BpO)K,Z[éHHOfI THIICPILIA3UH KOPbI HAAIIOYECYHUKOB SABJIAKOTCA

myTtauuu B rene CYP21A1

MyTaiuu B reHe SF1

nenenuu reda SRY

nymkanuu resa DAX1

314

Y manueHToB ¢ CUHAPOMOM MoppI/Ica BBIABIIAAIOT

HOPMAJIbHBIC YPOBHH I'OHAAOTPOIIMHOB U MTOBBINIICHHBINA UITH HOpMaJ'II)HI-Jﬁ YPOBCHBb TECTOCTCPOHA

CHMIKCHHBIC YPOBHHU 'OHAAOTPOIIMHOB U TCCTOCTCPOHA

MOBBIIICHHBIN YPOBCHBb TOHAAOTPOIIMHOB U CHIKEHHBIN YPOBCHBb TCCTOCTECPOHA

IMOBBIIICHHBIC YPOBHH IT'OHAJJOTPOIIMHOB U CHIDKEHHBIHN YPOBCHBb TUTHAPOTCCTOCTEPOHA

315

B ximHuYeckoi kapTUHE MalUeHTOB ¢ cuHApoMoM Jlenuc-/Ipemia moMuMo HapyIeHUs
(dhopMUpOBaHUS 0JIa HAOTIOJAIOT

XPOHUYECKYIO TOYEYHYIO HEJJOCTaTOYHOCTh

HAATTOYCYHHUKOBYIO HEAOCTATOYHOCTD

YMCTBCHHYIO OTCTAJIOCTh

HHU3KUU POCT

316

Jli1a MuKpoaieHoMbI TUIIO(U3a XapaKTepHO HaJIHYKe BHICOKOTO YPOBHS

MIPOJIAKTUHA

AHAPOTCHOB

3CTPOTreHOB




TOHAaAOTPOIIMHOB

317

[TaTorenes cuHIpOMa TECTHKYJISIPHOU (DeMHUHM3ALNN 00YCIIOBIICH

[[G(l)eKTOM YYBCTBUTCIIbHOCTHU K aHAPOTCHAM

BHYTPUYTPOOHBIM J1e(hULIUTOM aHIPOT€HOB

BHYTPHYTPOOHBIM A€(PULIUTOM AUTHIIPOTECTOCTEPOHA

BHYTPUYTPOOHBIM H30BITKOM 3CTPOTEHOB

318

ITatorenes cunnpoma Kanbmana oOycinoBieH

CHMIKCHUCM IMPOAYKIMU UIIX OTCYTCTBUECM Oejlka aHOCMHUHA

MHUKpPOaJCHOMOM runodusa

HapyICHUEM YYBCTBUTCIIbHOCTHU K JIIOTCUHU3HUPYIOLIIEMY T'OPMOHY

OpraHUYCCKUM IOPAKCHUCM TaJlaMyCa

319

HJ'ISI CUHApPpOMaA npex(z[eBpeMeHHOﬁ HCAOCTATOYHOCTHU ANYHUKOB XaPaKTCPHbI

noBblIeHHBIA ypoBeHb OCI' u cHMKeHHBIN ypoBeHs AMI

CHIDKEeHHBIN ypoBeHb @CI'1 noBbiieHHBIH ypoBeHh AMI

CHW>KEHHBIN ypoBeHb JII' u ®CI’

MOBBIIEHHBIA ypoBeHb AMI

320

Jlns manmenToB ¢ cunapomom [le JIa Hlanmemunst XapakTepHbI CIIEyIOLIIME TOPMOHAIBHBIE
ITOKAa3aTeNH

NOBBIIIEHHBINA ypoBeHb DCI', HOpMAJIBHBIN UM CHUKEHHBIA YPOBEHb TECTOCTEPOHA

cHyxkeHHbIN yposeHs JII'T u ®CIT

MOBBIIICHHBIN YPOBCHBb TCCTOCTCPOHA U nHrubvuna B

HOPMAaJIbHBIA YPOBEHb T'OHAJJOTPOIMHOB M TECTOCTEPOHA

321

HCpBI/I‘{HOC MOpaXCHUC KJ'Iy60‘-IK01"O arrapara mo4YeK OTMEYaroT IMpHU CUHApOMAaxX

Henuc-/Ipema u @pesbe

CBaﬁepa 1 HCUYBCTBUTCIIbHOCTU K aHAPOTCHAM




[ITepemesckoro-Tepuepa

TECTUKYJIAPHON (heMUHU3AINN

322

MoHOTeHHBIM HapymcHHuEM q)OpMI/IIZ)OBaHI/IH I10J1a € X-CUCIIJICHHBIM THUIIOM HACJICAOBaHUA
SABJIIETCA CHHAPOM

TECTUKYIISIPHON (peMHUHU3AIIUH

NEPCUCTCHI A MIOJ'IJ'ICpOBa IIPpOTOKa

Cgaiiepa

[Iepemeckoro-Tepuepa

323

HenocraTtounocts S-anbga-peaykrassl a2 NpUBOAUT K

46,XY HapyueHnuto popMupoBaHUs 1MOJIa BCIEACTBHE AedUIIUTA TUTHIPOTECTOCTEPOHA

46,XY HapyYIICHUIO (I)OpMI/IPOBaHI/ISI IoJjia BCJICACTBUC HCUYBCTBUTCIIbHOCTU K aHAPOTCHAM

46,XX HapymeHuo GopMHpPOBaHUS T0JIa BCISACTBHE U30BITOUHOM MTPOTYKITUH aHIPOTCHOB

46,XY napymeHuo GOpMHUPOBaHUS 101 BCICACTBHAE HapyeHus A pepeHnnpoBKH TOHA 1O
MYXCKOMY THITY

324

[Ipuunnoit cunapoma Caiiepa SIBISIFOTCS

JIeJIellnU ¥ MMaTOreHHbIe BapuaHThl reHa SRY

JIeJIeIINU ¥ MaTOreHHble BapuaHThl reHa SOX9

naToreHHble BapuaHThl reHa SRDSA2

MaTOIrCHHBIC BAPUAHTHI I'CHA AR

325

[Ipumumnnoii curapoma Jle JIs Hlanmens sBisroTCSA

CYOMHMKPOCKOITMYECKHE TpaHCIoKaluu ¢pparMenTa Y -XpoMOCOMBI, cojiepxkaniie red SRY

JIEJIeINH U TAaTOreHHbIe BapuaHThl TeHa SRY

MaToreHHbIe BapraHThl reHa AR

IaToreHHble BapuaHThl reHa SRDSA?2

326

bone3nn KpOHa B OOJIBIIUHCTBE CJIYYacB ABJIACTCA 3a00JIeBaHUEM




ITOJIUT' CHHBIM

MOHOI'CHHBIM

MH(EKITHMOHHBIM

BPOXKIACHHBIM

327

FI/IHeprO(l)I/I‘ICCKaH KapaAuOMHOIIaTUA B OOJILIINHCTBE CJIy4acB ABJIACTCA

3a001€BaHUEM

MOHOI'CHHBIM

IIOJINT €HHBIM

MH(EKIIHMOHHBIM

BPOXKIACHHBIM

328

K I'pYIIIC NOJUTCHHBIX 3a00J1€BaHUH OTHOCUTCS

THIIEPTOHHYECKAs 00JIE3Hb

(beHunKeTonypus

reMouns a

MYKOBHCIIH/103

329

K rpynne nonureHHsIx 3a001€BaHUi OTHOCUTCS

uIeMuueckas 0oJe3Hb cep/ia

remaTur A

MeTaduzapHas XxoHapoauctpodus Hmuara

aTakcUU TeneaHruoskraszuu Jlyn-bapp

330

HacnencTBeHHBIM pakK MOJIOYHOM KeJIe3bl SBIISETCS

3200J1€BaHUEM

MOHOI'€HHbBIM

IIOJINT€HHBIM

OJIMI'OI'CHHBIM

MPHUOOPETEHHBIM




331 | OcHOBHOI PUYHHOI cMepTHOCTH B Poccuu cpeu B3pocnoro HaceaeHUs SBISIOTCS

CEPACUYHO-COCYAUCTHIC 3a0071eBaHUs

OHKOJIOTHYECKHE 3a00eBaHUs

MH(DEKIMOHHBIC 3200JIeBaHUS

TpaBMbl

332 | JIns moaureHHoro 3a00IeBaHus XapaKTepHa

BBICOKAs 94aCTOTA B IIOIMYJIAIUH

B3aNMMOCBA3b C I/IH(i)eKHI/IOHHI)IM mnmponeccom

B3aUMOCBA3b C TPaBMaMH

HHU3Kas 4aCcTOTa B MOIIYJISIIUN

333 | Lenesoii yposenp XC-JIITHII y nanuenToB ¢ mH)AapKTOM MHOKap/ia COCTAaBIsIET MEHEe

MMOJTB/JT
1,4
1,8
2,0
2,6
334 | BeipakeHHOE TOBBIIICHUE YPOBHS XMIOMUKPOH KPOBH XapakTepHO Il THUIA

TUTIEPIIUITUIEMUH T10 KJ1accuuranuu GpeaprukcoHa

1

335 | BeipakeHHOE TOBBINIICHUE YPOBHS JIMITONPOTCHHOB HU3KOW TUIOTHOCTH KPOBH XapaKTEPHO IS
THUTIA TUTIEPJIUTHIEMUH TI0 K1accuuranuu GpeapuKcoHa




336

HaHI/IeHTBI C HaCjI€ACTBEHHBIM MOHOT'CHHbBIM 3a00JIeBaHUEM - CEMEHHOM FHHerOHGCTCpHHeMHeﬁ
Hanoboee 4acTo MMEIOT THUII TUIICPIUIIUAEMHUHA T10 KJIaCCI/I(l)I/IKaHI/II/I (bpe,HpI/IKCOHa

2

337

[TaTOrHOMOHUYHBIM CUMITOMOM CEMEHHOI TUIepXoieCTepUHEMUH, 00YCIOBICHHOM MyTalllel B
reae LDLR, sBaseTcsa Hanuuue

CYXOKHUJIBHBIX KCAHTOM

TUIIEPXO0JIECTEPUHEMHH

OPYITHUBHBIXC KCAHTOM

KCaHTCJ1a3M

338

3 TUN TUNIEPIIMIIUAEMHH 110 Ki1accudukanuu ppeapukcoHa acconuuponan ¢ reHotunom APOE

e2/e2

e3/e3

ed/ed

e3/ed

339

Myrtanuu B rene APOB npuBosT K pa3BUTHIO ceMEHHOM

THIICPXOJICCTCPUHECMHU N

rUnoanbGanunonpoTeHHEMUN

KOM6I/IHI/IpOBaHHOI71 rUICpInnuacMnun

TUIICPTPUTITIMICPUACMUN

340

K cemeiinoii runep0era u npedeTaaunonpoTenHEMUN PUBOJIAT MyTAllUU B T€HE




APOE

APOB

APOC3

APOA5

341 | K cemeliHoii abeTaNUIIONPOTEHHEMUN TIPUBOJIAT MyTALMU B TCHE

MTTP

APOB

PCSK9

CETP

342 | Myramuu B rene PCSK9 npuBoasT K pa3BUTHIO CeMeHHON

TUIICPXOJICCTCPUHEMHNHA

THITOATH()ATUITOTIPOTEMHEMU T

KOM6HHHpOBaHHOﬁ THIICPIUIINACMUHA

TUIICPTPUTITIMICPUACMUN

343 | Myranmu B rene CETP npuBoasT K pa3BUTHIO CEMEHHOM

runepaibQanunonpoTeHHEMUH

l"I/IHOQ.JIB(I)aJ'II/IHOHpOTeI/IHeMI/II/I

KOM6I/IHI/IpOBaHHOI>'I rUnepInnuacMnun

TUIEPTPUTITULEPHUIEMHAN

344 | CuTtocTepoaeMus HacIeayeTCsl 110 THITY

ayTOCOMHO-PEIIECCHBHOMY

aYTOCOMHO-JIOMHWHAHTHOMY

X-crenJaeHHbIA JOMUHAHTHBIN

Y -cLeICHHBIH




345

CewmeitHas runepaibpanrunonpoTeHHEMUs HaCleayeTcs Mo THILY

AYTOCOMHO'I[OMI/IHaHTHOMy

AyTOCOMHO-PELIECCUBHOMY

X-CLEIIIEHHOMY IOMUHAHTHOMY

Y -crienieHHOMY

346

Haubomnee 4acTbIM OCI0KHEHHUEM HaCJICICTBECHHOI'O ,I[e(i)I/IHI/ITa JIMIIOIIPOTEUHIIUIIA3EI ABJIACTCA

OCTpPBIN MAaHKPEATUT

UIIeMuYecKas 00JIe3Hb cepa

KHUpOoBasa 00/1e3Hb IEYEHH

BapuKO3Hasi OOJIEHb

347

Haubomnee 4acTbIM OCI0KHEHHUEM IIpu a6eTaJII/IHOHp0TeI/IHeMI/II/I ABJIICTCA

crearopest

OCTpBIN AaHKPEATUT

JKHUpOBast 00JIe3Hb MICUCHU

caxapHbIil quadet

348

Haubonee xu3Heyrpokaroium oOCI0KHEHUEM NPU a0eTaIUIONPOTENHEMHH SBIIIETCS

aTaKCusd

AKaHTOIIMTO3

KCaHTOMAaTo3

NBC

349

Haubonee xu3Heyrposkaronmm oCI0KHEHUEM MTPU THIIOATb(YaTUIIONPOTEUHEMHUH SBIISETCS

NBC

aKaHTOIIMTO3

KCaHTOMATOo3

aTaKCHsa




350 | PacipocTpaHEHHOCTh CEMEHHON THITEPXOJICCTEPUHEMHH COCTABIISCT YEJI0BEK

1:250

1:500

1:1000

1:2500

351 | PacnpocTpaH€HHOCTH HACIEACTBEHHOTO Je(PHUIINTA JIMTONPOTECHHIIUIIA3bl COCTABIISET
YeJI0BEK

1:1000000

1:100000

1:10000

1:1000

352 | K HaCJICICTBCHHBIM reMOTJIOOMHONATHSIM OTHOCUTCS

CCPIOBHUAHO-KIJICTOUYHAA aHEMUA

anemus @aHkoHU

6one3up Bumiebpanaa

6omne3ns Panmaro-Ocnepa

353 | U3 nepevncieHHbIX (ePMEHTONATHI K HACIICICTBEHHBIM 00JIC3HSIM CUCTEMbI KPOBH OTHOCHTCS
nepuIuT

TIII0K030-6-(ocdat neruaporeHasst

(dhepMeHTa OMOTHHHIA3BI

KHCIOH anmba-rmoxo:;m[a%l

dbepmenTa 2 1-TuapOKCUTIA3HI

354 | mpu spuTporUTApHBEIX MEMOPAHOIATUSAX MTPOSIBIICHUE TIATOJIOTHH CO CTOPOHBI IIEUYECHU
3aKJII0YAETCS B PA3BUTHH

HaJIIECYSHOYHOM KCIITYyXU

MEYEHOYHOHN (MEXaHUYECKON) )KENTYXHU




MOJIEYEHOYHOH (00TYpaIlMOHHOM) KENTYXH

MOPTATbHON TUIIEPTEH3UH

355 | K HacneacTBEHHBIM IeMOJIUTHUYECKUM aHEMUSAM OTHOCUTCS
aKaHTOLIUTO3
MMMYHOTEMOJIUTUYECKAsl aHEMUS
[apOKCU3MaJIbHAsl HOYHAsl TeMOTJIOOUHYpUS
MapuieBas FeMOrJI00MHypuUs

356 | HemoctatoyHOCTH IITI0K030-6-hocdaT neruaporeHassl MPUBOAUT K HEXBATKE (1), uro, B
CBOIO OY€pe/lb, MPUBOJUT K (2)
(1) NADPH, (2) Hakom1eHHIO IEPEKUCH BOIOPOAA U NOBBILIEHUIO CKOPOCTH OKUCIIEHHUS
reMOTJI00MHA B METT€MOTIIO0NH
(1) FAD, (2) 3amemiieHuro iporecca OKUCIUTEILHOTO (GOoChHOPHIMPOBAHUS B MUTOXOHIPUSAX
SPUTPOLIMTOB U CHIXKEHHUIO SHEPreTUYECKHX 3alacoB KIETKU
(1) GTP, (2) npekpalieHuo CHHTE3a HYKI€OTUAO0B U HYKJIIEHHOBBIX KUCJIOT
(1) FAD, (2) napymeHusiM mporeccoB 00e3BpeXMBaHNs OMOT€HHBIX aMUHOB

357 | OCHOBHBIM KJIMHHYECKHM IPOSBICHUEM HEJJOCTATOYHOCTH TIIOK030-6-pocdar aeruaporenassl co
CTOPOHBI CHCTEMBI KPOBU SIBIISIETCS
reMOJIMTUYECKasi, HOPMOLIUTApHAsk 1 HOPMOXPOMHAsl aHEMHUs1, BO3HUKAIOIAs MOJ] BO3JeicTBUEM
CTUMYJHpYIoIIero (akTopa (Kpu3bl)
reMOJINTHYECKasi, HOPMOLIUTApHAs: 1 HOPMOXPOMHAsl aHEMUS, POSIBIIAIONIASACS Ha MPOTSHKEHUU
BCEH KU3HU
reMOJINTHYECKasi, MUKpoc(hepouTapHas U TUIIOXPOMHAsl aHEMHs1, BO3HUKAOIIAs 1101
BO3/ICHCTBUEM CTUMYIHpPYIOLIETO (hakTopa (KpU3bl)
reMOJINTHYECKasi, MUKpOCc(hepouTapHas U TUIIOXPOMHAs aHEMUs, TIPOSIBIISOLIAsICA Ha
MPOTSKEHUH BCEH JKU3HU

358 | Myranus B rene GO6PD (rmoko30-6-¢pocdar neruaporeHassl) B reTepo3UrOTHOM COCTOSIHUU

O6YCJ'IOBJ'II/IBaCT yCTOI\/'I‘-II/IBOCTL HOCHUTCIIA K

MaJsipuu

PAa3BUTHUIO CAPKOMBI KaIllOIIN




MH(PEKITMOHHOMY MOHOHYKJICO3Y

KJICIIEBOMY 3HIIe(aTuTy

359

CHMIITOMOKOMIIJICKC HEAOCTATOYHOCTHU FJIIOKO30'6-(1)OC(1)3T ACTrUAPOrcHassl Ipu reMoJIMTHICCKOM
KpHn3€ BKIIIOYACT

IIOBBIIICHUE TEMIIEPATYPBI, IOTEMHEHUE MOYH, KEITYXY

IMOTCPHO CO3HAHM, )KGJ'IC3OI[C(1)I/IHI/ITHyIO AHCMHUIO

0JI€IHOCTE, TOMKOCTb KOCTEH

CyJIOpOTH, TOMYTHEHUE CO3HAHUS

360

PasButue anbda-ranacceMun CBI3aHO C

IIOJaBJICHHUECM CUHTC3a anb(pa-ueneﬁ rI00uHa

IIOBBIIICHHBIM CHHTC30M anb(pa-ueneﬁ r100uHa

MOBBIIIIEHHBIM CHHTE30M OeTa-1Iernen riioonua

MOJaBJIEHUEM CHHTE3a OeTa-1ienei rimoduna

361

OcHoBoi HpI/I‘IHOﬁ pa3BUTHUA reMOJIUTHYECKON aHEMUH npu aJIB(I)a'TaJ'IaCCCMI/II/I ABIIACTCA

neperpyska 3pUTPOLUTOB KEIE30M

IMOBBIIICHUEC COACPIKAHUA HOHOB BHYTPH KIICTKHU

nedopmarus 3pUTPOLIUTOB

MOTepsl OTPULIATEILHOTO 3aps/ia S3PUTPOLIUTAMHU

362

vV 80% IalMCHTOB C anb(ba-TanacceMHeﬁ MMOMHUMO I'e€MOJIUTHYECKON aHEMHH BO3HHUKAET

CIINICHOMCT AJIUA

nedopMmarus ckenera

TOKCHYecKast HeponaTus

aTpodus 3pUTEITLHOTO HEPBA

363

OnHol U3 ABYX KIMHUYECKU 3HAYUMBIX (opM alib(ha-TanmacceMuu sSBISETCS

Hb Bart cunapom




HbE HenocratoyHOCTH

nedunut HbB

HbA HemocTaTo4yHOCTH

364

Ilo xnmuHENYECKUM IIPOABJIICHUAM OeTa-TanacceMuIo nmoapa3aciIsArOT Ha

Maiyio, O0JBIIYI0, CPEIHIO0

BO-Tamaccemuto, B+ - TamacceMuro

MUHHUMAJIbHYIO0, OCHOBHYIO

0ECCUMIITOMHYIO, SIPKOBBIPOKEHHYIO

365

Ilo crenenu HapyieHus: cuHTe3a Oera-Ti00MHa OeTa-TalacCeMUIO OPA3ACIAIOT Ha

B0-tanaccemuro, B+ - TamacceMuro

JICTKYHO, TSKCIIYHO, CPCAHCTAXKCIIYIO

MHWHUMAJIbHYIO, OCHOBHYIO

6GCCI/IMHTOMHYIO, SPKO BBIPA)KCHHYIO

366

XapaktepHoit (OpMOIi SPUTPOIIUTOB TIPH O€Ta-TaTaCCEMUU SBIISICTCS

MHUIICHCBUAHAA

CCPIOBUAHO-KIICTOYHAA

chepuueckas

MUCKOBHUIHAS

367

CUMIOTOMBI CCpHOBHHHOKHCTO‘IHOﬁ AHCMHH BKJIIIOHAKOT

6J'ICIIHOCTL, CINICHOMCTAJINI0, 3aKYIIOPKY COCYIOB 3JICMCHTAMU 3PpUTPOUUTOB, YTHECTCHHUC
HUMMYHUTCTA

0JIeTHOCTB, TeopMaIInio CKeIeTa

HapylLIeHUE 3pUTENbHBIX QYHKIUN, aHEMUIO

YrHETCHUC UMMYHUTCTA, ;[e(bopMaumo CKEJICTa, aHCMUHIO

368

FCMO(I)I/IJ'II/IH a O6yCJ'IOBJ'ICHa HEOOCTAaTKOM




VIII daxropa

¢bubpuHOreHa

IX dakropa

X ¢akropa

369

I'emodunus b oOycoBieHa HEAOCTATKOM

IX dakropa

¢bubpuHOreHa

VIII ¢axropa

X (akTopa

370

Habop cumMnTomMOB nipy TeMO(HITNHN BKIIOYAET

reMapTpoO3bl, IEMAaTOMBbI, KPOBOUIJINAHUSA

IIETEXHUH, SKXNMO3bI

HOCOBLIC KPOBOTCUCHU

CUMMCTPUYHBIC ICMOpparun

371

OcHOBHBIC U3MCHEHHUS KOoaryJorpamMmsl 1ipu FeMO(I)I/IJ'II/II/I BKJIFOYAKOT

yBEJIMUYEHUE BPEMEHHU CBEPTHIBaHUS KpoBH, yBennuenue AUTB, yBennuenre TpoMONHOBOTO
BpEMEHU

yBEJIMUYEHUE BPEMEHHU CBEPTHIBaHUS KpOoBH, yMeHblleHne AUTB, yBenuuenue TpoMOMHOBOTO
BpEMEHU

YMEHbIIIEHNE BPEMEHU CBEPTHIBAHUS KpOBH, yMeHbIIeHHne AUTB, yMeHblieHue TpoMONHOBOTO
BPEMEHHU

yBEJIMUEHUE BPEMEHU CBEPTHIBaHUS KpoBH, yMeHbllleHue AUTB, ymeHbiienre TpoMOMHOBOTO
BPEMEHHU

372

Ha nonto HanGonee yacToil mpu reMopuiing a MyTaluy (MHBEPCHsl UHTPOHA 22) MPUXOAUTCS
IIPOLIEHTOB

40 -50

10- 20




373

Tsok€npIM OCITOKHEHUEM JePUITNTA TIIF0K030-6-Pocdar geruaporenassl SBISETCS

moyceyHasd HEAJOCTAaTOYHOCTh

INCYCHOYHAasA HEAOCTATOYHOCTD

pa3BUTHE CYIOPOT

caxapHbIi quadeT

374

Y CTONYMBOCTBIO K MAJIIPUU 00J1a1a0T

TOMO3HUI'OTBI U T€TEPO3UTOTHI 11O CCpHOBHIIHOKJICTO‘-IHOfI AaHCMHHU

TOJIBKO I'€TCPO3UT'OTEI 110 CCpHOBI/IIIHOKJICTOLIHOI\/JI AdHCMHHU

TOJIBKO 'OMO3HUI'OTHI I10 CepHOBHHHOKHeTOqHOﬁ AdHCMHUH

300POBBIC, HC ABJIAIOIIUCCA HOCUTCIIAMHA CepHOBI/II[HOKJIeTO‘IHOfI aHCMHHU

375

K 310KaueCcTBEHHBIM HOBOO6p330BaHI/I$IM JACTCKOI'0 BO3pacTa OTHOCHUTCHA

peTuHOOIacToMa

HelpobiacTtoma

omyxoJib Briibmca

pak MOJIOYHOM KeJie3bl U SMYHUKOB

cunapoM JIn-Opaymenu

376

W3 nepeunciaeHHbIX 3a00s1eBaHui K rpymie (akoMaTo30B OTHOCUTCS

HelpopubdpomaTos

TyOepo3HbIi CKIIepo3

cuHpoM GoH Xumnmnenb-JInngay

cuHapoM JInHua

rimo0iiacroMma

377

YMepeHHO eHETPaHTHBIM I€HOM MPEAPACTIONIOKEHHOCTH K CEMEHHOMY paKy MOJIOYHOM kKeJe3bl /




PaKy AMYHUKOB ABJIACTCA

ATM

RAD50

CHEK2

BRCAZ2

BRCA1

378

YMEpEeHHO IEHETPAaHTHBIM TeHOM MPEAPACTIONOKEHHOCTH K CEMEHHOMY paKy MOJIOYHOM >Kene3bl /
paKy SIMYHUKOB SIBJISICTCS

BRCAZ2

BRCA1

CFTR

ATM

CHEK2

379

B ocHOBe 00Iie3HEN IKCITAHCHAM JICKUAT

POCT 4ncia KONUN KOJUPYIOIKUX U HEKOJUPYIOIIHUX TOBTOPOB HyKiIeoTnaos JJHK

omnoKa peIlNIMKaun

omuOKa peKOMOWHAIINH

aMHJII/I(l)I/IKaI_[I/IH I'CHa

omunoOKa penapamuu

380

[To ayTocoMHO-peliecCHBHOMY TUITY HACIEAYIOTCS TaKWe CUHAPOMBI HAPYILIEHUS CEPJCYHOTO
pUTMa, KaK

KAPBAXAJIb

Haxkcoc

Hu JTxoprxu

Tumorn

AHIIEPCEHA-TABUJIA




381 | PenieccuBHOM, cuiemieHHON ¢ X-XpOMOCOMO#, aHOMAITMEH SBISETCS

reMo s

IIporpeCCuBHas MbIIICUYHAasA I[PICTpO(bI/IH JIOIIICHHA

HEJ0CTAaTOYHOCTH TIII0K030-6-pocharaernaporenassl (r-6-hm)

CHUHJIpOM XaHTepa

(eHMITKEeTORYpUS

382 | B X-xpomMocoMe HaXOAATCs T€HbI, MyTalliu B KOTOPBIX MPUBOJAT K PA3BUTHIO CJIETYIOIIUX
3a00JIeBaHUI

remouiru A

remodwimu B

LIBETOBOM CIICMOTHI

muoauctpoduu Jromena

cunapoma Mapdana

383 | MynbrudakTopuanbHas IpUpo/ia H3BECTHA TP CIEAYIOIUX 3a00JICBaHUAX

pax Kenynka

caxapHblii quabder

s3Ba 12-nIepCTHOM KUIIKA

mm3odpeHus

(beHnnKeTonypus

384 | Jlnst MambuMKOB C aJpeHOTCHUTAIBHBIM CHHAPOMOM XapaKTEPHBIM SIBIISIETCS] COUCTAHHE
MIPU3HAKOB

HMHTEPCEKCYAIIbHOE CTPOCHHUE TEHUTAINI

HHU3KUU POCT

3aACPIKKa KOCT-HOI'0 BO3pacTa

MpEKACBPEMCHHOC ITOJIOBOC PA3BUTUC

YBCIIUUCHUEC TCCTHUKYIT U MMOABJIICHHUEC CIICPMATOICHE3A




XapaKkTeprCcTHKa HACJICICTBEHHBIX 00JIe3HEeH: XPpOMOCOMHBIE OOJIC3HI

Kommieke n3meHenuit B Buae rujipouedainiu, KOCoJarnocTH U HapyIIeHus: (yHKIUU OpraHOB
MaJIOTO Ta3a y peOeHKa O CIMHHOMO3TOBOW TPBIKEN CIIeyeT pacleHUTh KaK

clecTBHE (CEKBEHIIMIO)

CUHAPOM

acconuanuro

I/I3OJ'II/Ip0BaHHI)II71 IIOPOK PAa3BUTHA

CHMIITOMOKOMITIEKC, BKIOYAIOIIWNA HU3KUI POCT, KOPOTKYIO IIEI0 ¢ KPBUJIOBUIHBIMU CKIIAIKAMH,
SMHKAHT, MITO3, KIJIEBUAHYIO Ie(OPMAIIHIO TPYIHON KIETKH, BPOKICHHBIN MMOPOK Cepla,
KPUIITOPXU3M; HEJOPa3BUTHUE II0JIOBOTO WICHA, CHUYKEHHBIN MHTEIUIEKT, BBIABICHHBIN Y MallbYuKa
11 sietr, mo3BOJISAET NOCTAaBUTh AUArHO3 CUHAPOMA

Hynan

XYY

Mapruna-bemn

Hayna

HOpOK pa3BuUTHA, BCTpeqamIHHﬁCH KaK CaMOCTOATCIIbHO HaCJ'Ie,I[yeMHﬁ IMOPOK € ayTOCOMHO-
AOMHUHAHTHBIM THUIIOM IIEpCAavdr, TaK U KaK CUMIITOM IIPpU APYTHUX CUHAPOMAX, HA3bIBACTCA

OKTPOJAKTUIINA

ruapouedanus

ariasus OOJIBIIOrO maJjbia

KPHUIITOPXHU3M

I'unomnnazus CKYJIOBBIX KOCTCI\/'I, AHTUMOHTOJOUIHBII pa3pe3 rias, KOJIOOOMBI BCK, ITOPOK pa3BUTHUA
YIIHBIX PAKOBUH ABJISIFOTCA XapPAKTCPHBIMU IIPU3HAKAMH CHHAPOMA

OpaHyecKeTTH (HUKHEUETIOCTHO-TUIIEBON U30CTO3)

Kpy3ona (uepenHo-n1uieBoi AU30CT03)

Amepa (akporieanoCuHIaKTHITHS )

l'onbaenxapa (OKysn0-aypuKylno-BepTeOpaabHas AUCIIIa3us)

VY nanuenTtoB ¢ cunapoMoM Cetpa-HoTr3eHa (akporeanocHHIaKTUITI) HE
0oOHapyXHBaeTCs




YMCTBCHHAA OTCTAJIOCTh

KpaHHNOCTEHO3

IITO3

HOPMAJIBHBIN POCT

IIpu BBISIBIEHMM CUMITOMOKOMILIEKCA, BKJIFOYAIOIIEr0 HU3KUI pocT, MUKpO(dTanbMuto,
TUIIOIUIA3UI0 HUYKHEN YENIOCTH, Y3KUN HOC, «IITUYbE JINL0», THIIOTPUXO03, KATAPAKTy, HOPMAJIbHBIN
MHTEIUIEKT, Han0oJiee BEPOSTHBIM TUAarHO30M SIBJISIETCS] CHHIPOM

Xamnepmana-1ltpaiida

Jlyb6oBuria

Cekkens

Pybunmreitna-Teliou

HOJH/II[aKTI/IJII/I?I HC BCTPCUACTCA IIPU CUHAPOME

Jlanrepa-I uaeona

bapne-bunns

Mekkens

akpo1ehaJonoIUCHHIAKTUIINN

CoueraHue nocTakcHaabHOW MOMUAAKTIIINN KUCTEH, CHMMETPUYHOTO YKOPOUEHHSI KOHEUHOCTEN U
BPOKJICHHOW JUCIUIA3UN HOTTEH SABJISIETCS XapaKTEPHBIM IS

cunapoma Dinuca—Ban Kpesenbna

aXOHJIPOTLIA3UH

CHUHApPpOMA «HOI'TH—HAAKOJCHHHK

CHUHApOMA «KOPOTKHUC pera—HOHI/Il{aKTI/IHI/IH»

Kaxoii BposxI€HHBIN TOPOK pa3BUTUS (OpMHUpYETCS BO BpeMsI IIJIOIHOTO nepuoja (mocie 9
HEJICIH )

IIO3MIIMOHHAaA4 KOCOJIAIIOCTh

paciienuHa ryosl/Heba

aHo(TaTbMUS




andHIedanus

10

[Tpumepom ManbhopManuu SBISIETCS

aHsHUehans

anomanus [lotrep

rtarnonedanus (aCHMMETpHs Yeperna)

IIO3UIIMOHHAaA KOCOJIaIIOCTh

11

PacmeJmHy HebOa BCJIICACTBHEC Bblpa)KeHHOfI MHKPOI'CHHUHU U I'NIOCCOITO3a CIICAYCT PpAaCHCHHUBATh KaK

CIICACTBHUC

Maibdopmaruio

TU3PYIIIIO

AUCIIIIa3UIO

12

Tun BpoXkJ1€HHBIX IOPOKOB Pa3BUTHUS, K KOTOPOMY OTHOCHUTCS TaJIMJIOMH/IHAsl SMOpUONATHS,
Ha3bIBACTCS

TU3PpYIIUs

MasibhopMarus

CICACTBUC

nedpopmarus

13

Tun BpoXk/IeHHBIX TOPOKOB PAa3BUTHUS, K KOTOPOMY OTHOCSITCS TOPOKH ITpH cUHApoMe MapdaHa,
Ha3bIBAETCS

UCILIA3USI

nedopmarus

CICACTBUEC

U3y

14

Hannyne cniHHOMO3TOBOI IPbDKH, pacilienHbl HEOA M BPOXKACHHOTO MOpOKa cepama y
HOBOPOXKJIEHHOTO, MaTh KOTOPOT'O CTPAJAaeT dMUJIETICUeN U IPUHUMAET MPOTUBOCYI0POKHbBIE
MpenapaThbl, IO3BOJISIET MOCTABUThH AUATHO3




(beTanbHBIN BABIIPOATOBBIA CHHIPOM

Tpucomus 18 (cuaapom DnBap/ca)

(heTanbHBII AIKOTOJIBHBIA CHHIPOM

HEeKJIacCU(UIMPOBaHHBINA KomIuiekc BITP

15

Myrtanuu rena ¢akropa pocra GpuOpoOIACTOB XapaKTEPHBI IS

TaHaTO(QOPHON AUCIIIA3UU

kapnukoBocTtu JlapoHa

cunapoma Hynan

cunjipoma Cmura-Jlemnn-Onuna

16

[Topoku pa3BUTHS MaNbLEB PYK U HOT B COYETAHUH C YMCTBEHHOMN OTCTAJIOCTHIO BCTPEUYAIOTCS
MIPUCHH]IPOME

Kopnuenuu Jle Jlanre

IIpanepa-Bunnu

Bunbsamca

bexBura-Bunemana

17

HOpOKI/I Pa3BUTHA MNAJIIBIECB PYK U HOT' B COYCTAHUU C YMCTBCHHOﬁ OTCTAJIOCTBIO BCTPCHAOTCA
MPpUCHUHAPOME

bapne-bunns

bexBura-Buaemana

IIpanepa-Buu

Mapdana

18

HOpOKI/I Pa3BUTHA MMAJIBICB PYK U HOT' B COYCTAHUH C yMCTBeHHOﬁ OTCTAJIOCTBIO BCTPCHAIOTCS
IMPpUCHUHAPOME

Cwmuta-Jlemmn-Onurna

OmnuTtia-®puaca (GBBB)

Bunbamca




Hynan

19

Cungpom Aapckora Hacjienyercs 1o TUIY

X-CIEIICHHOMY

AYTOCOMHO-PECUECCUBHOMY

ayTOCOMHO-JOMHWHAHTHOMY

MYJIbTU()AKTOPHATIEHOMY

20

Cungpom COFS (Ilenps—Illokeiipa) HacneayeTcs 1o TUITY

AYTOCOMHO-PCUECCCUBHOMY

AyTOCOMHO-JOMHWHAHTHOMY

X-CIETUICHHOMY

MYJIbTH()AKTOPUATBHOMY

21

Cunnpom EEC (3kTpoakTiivs, SKTOAepMalIbHAs AUCIIAa3HUs, pacilleinHa Iryosl 1 Heba)
HacleayeTcs 1o THITY

aYTOCOMHO-IOMHWHAHTHOMY

AYTOCOMHO-PCUECCCUBHOMY

X-CIETUICHHOMY

Y -cuenieHHOMY

22

CreunuyHbIMY TOPOKAMH B KIIMHUYECKOM KapTUHE TaTUIOMUTHOW YMOPUONIATUH SBIISIOTCS

PECAYKIIMOHHBIC ITOPOKU KOHEYHOCTEH

pacriennHa ryosl/He0a

BpO’KJEHHBIN IOPOK cepALa

TuIocIaausa

23

ITpu cunnpome Pobeptca (mceBaOTAINIOMUAHBIN CHHIPOM) HE BBISBISIOT

IenaToCIJICHOMETr aJInIO

TeTpadhOKOMEINHNIO




pacuienuHy ryosl 1 HeOa

CUMMETPUYHOC ITOPAKCHUEC KOHEYHOCTEH

24

Jis heTanbHOTO IIMTOMETAIOBUPYCHOTO CHHPOMA HE XapaKTepHa

KayaaJibHas JUCILIA3UA

MUKpoLedanus

BpOXACHHAA KaTapaKTa

MUKpPODTATEMHS

25

Coueranue paciienuHbl ryObl/He0a ¢ SMKaMU Ha CIIM3UCTOM MOBEPXHOCTH HIDKHEH IyOb
MIPEACTABIISIET COO0i

MOHOTEHHbIN cuHapoM Ban nep Byna

M30JIMPOBaHHYIO (hOpMY paciieNuHbl ryObl/HEOA MyTbTU(HAKTOPUATILHON STHOJIOTUI

IIOPOK TEPATOr€HHOW MPUPOJIBI

XPOMOCOMHBIH CUHIPOM

26

CHMIITOMOKOMILIIEKC, BKIIOYAIOIMINN TpeX daaaHroBbli OOJIBIION Mael, y3KUe MIe4n U
BPO’KJICHHbIE aHEMHH, ITO3BOJIAET PEIOI0KUTH CHHAPOM

Aaze

Aapckora

Kpy3zona

JI>xekcoHa-BeliTca

27

«IITaneBnHas MOUIOHKa» U HU3KUH POCT, B cOYeTaHNHU ¢ MyTaiueil B rene FGD1, no3sosser
3a0{03pUTh CUHIPOM

Aapckora

Arnepa

Cekkens

Hayna

28

Myrtanus B rene TWIST1 siBisiercs npuunHO# cuHapoma




Certpe-Yot3ena

Jlexxena

Bonsda-XupmixopHa

[Ipanepa-Buun

29

Mytanus B rene FGFR2 MoxeT npuBoIUTh Kak K CHHAPOMY AImepa, Tak U K pa3BUTHIO
CHUH/IPOMOB

[paiipdepa u Kpysona

Hayna u [laray

Aapckora u Aaze

Xounra-Opama u Cerpe-HoT3eHa

30

K aKpOI_Ie(baJ'IOCI/IHI[aKTI/IJII/ISIM OTHOCATCA CHHAPOMBI

Amepa, [dpaiidepa, Cerpe-Hot3eHa

Aapckora, ['onpaenxapa, Tpuuepa-Konnunza

HNayna, DnBapnca, [Ipanepa-Buinu

bnyma, nanmuronennn ®ankonu, Xatunacona-I undopaa

31

CuMOTOMOKOMIUIEKC, BKITFOUAIOIIMNA YePEeNHOI CHHOCTO3, THIIEPTEN0PU3M, 3K30(TaIbM, HOC,
HaIlOMMHAIOIINHN «KJIIOB MOIyras» B coueTaHuu ¢ myranueit B rene FGFR2, no3onser
MIPEATIONOKUTh CHHIPOM

Kpy3ona

Aapckora

Aaze

Jlyn-bap

32

CUMITOMOKOMIUIEKC, BKITIOUYAOIIWNA TUTIOTUIA3UI0 HIDKHEH YETFOCTH TI0 TUITY «(PpaHueCKEeTTH,
AHTHUMOHTOJIOUTHBIN pa3pe3 ri1a3, TUIOo- WK alljIa3uio JTY4eBOW KOCTH H 1 MaNblla KHCTH,
XapakTepEeH ISl CHHApOMaA

Harepa

Mekkens




O®pumena-Illennona

Anepa

33

Coueranue IIPHU3HAKOB YECJIIIOCTHO-JIMIEBOI'0 JU30CTO3a C HEAOPA3SBUTHUEM | Inajabla KUCTH U
JIYYCBBIX KOCTeH XapaKTCpHO AJId CHHApOMA

Harepa

Jlyn-bap

lNonbnenxapa

KaOyxu

34

ATakcHs ¥ TeJIeaHTHUIKTa3HS XapaKTCPHbI IJIA CHHAPOMA

Jlyn-bap

bekxsura-Bunemana

brnoxa-Cyneudeprepa

Bunbamca

35

CHMIITOMOKOMILIEKC, BKIFOYAIOIINNA HU3KUM POCT 3a CYET YKOPOUEHUSI MPOKCUMAJIbHBIX OTAENIOB
KOHEYHOCTEH, BBICTYNAIOLINH 3aThIIOK U J100, 3aIaBIIYIO IEPEHOCHILY, CHMIITOM «Tpe3yoLay,
XapaKTepeH s

AXOHAPOIUIa3nn

THIIOXOHAPOIIIa3uun

runodacdareMunt

(hpOHTOHA3ATBHOW TUCIIIA3UH

36

CHUMIITOMOKOMITIIEKC, BKIIOYAIOIINUN TpeHaTalbHOEe U MOCTHATAIbHOE OTCTaBaHHUE B POCTE,
MUKpoledalnio, HeOOBIYHOE JIUIO (CKOIIEHHBIH 7100, TUIONIa3us HalOpOBHiA, ITO3,
6nedapodrmMo3) 1 FIK3eMaTO3HOE MOPAKEHUE KOXKH, HanboJiee XapakTepeH sl CHHAPOMa

Hy0oBuiia

Jlapcena

Hayna

Paccena-CunbBepa




37

MuHHMManbHbIE TUATHOCTHYECKUE MIPU3HAKH, TAKUE KaK, HU3KUH POCT, YMCTBEHHAsl OTCTAJIOCTh U
XapaKkTepHOE JINI0, HATTOMUHAIOIIEE MACKY aKTE€POB STIOHCKOTO TeaTpa, XapaKTepHBI IS
CHUHApOMa

Kabyku

Kmunnens-Tpenone-Bebepa

Hayna

Kopuenuu ne Jlanre

38

CUMOTOMOKOMIUIEKC, BKITFOUAOIINNA 0(TaIbMOIUIETHIO C TITO30M BEPXHETO BEKa,
IIPOrPECCUPYIONLYIO CIA00CTh MBIIIL] IPOKCUMANIBHBIX OT/AEJI0B KOHEUHOCTEH, MUIMEHTHYIO
JiereHepalmio CeTYaTKU, XapakTepeH AJIsl CHHAPOMa

Kepuc-Ceiip

Kansmana

Koxkkeiina

[Taray

39

MuHMMaTbHbBIE TUArHOCTHYECKUE MMPU3HAKH, TAKUE KaK, aCCHMETpUYHAs THIepTpodus
KOHEYHOCTEH ¥ reMaHTnoMbl, HanloJiee XapakTepHbI AJIsi CHHApPOMa

Knunnens-Tpenone-Bebepa

Mapdana

Mapruna-bemn

Jlapcena

40

CI/IMHTOMOKOMHJ'ICKC, BKHIO‘IaIOHII/IfI HU3KOPOCIOCTh, «KCTAPUYCCKOC JINIO», IMTMCHTHYIO
JETeHEePAINIO CeTYaTKN, MUKPOIe(aIHIo, TYTOYXOCTh, yMCTBEHHYIO OTCTAJIOCTh, IIOBBIIICHHYIO
YYBCTBUTCIIBHOCTb KOXHU K COJTHCUHOMY CBETY, MO3KCYKOBBIC paCCTpOI)IICTBa, XapaKTEPECH JIA
CHHJIpOMa

Koxkkeiina

Kopnenuu ne Jlanre

Aaze

®pumena-lllennona

41

MpamopHast Koka, CHHO(PHU3, TOHKHUE TyrooOpa3Hble OPOBU, JUTMHHBIC 3aTHYThIC PECHUIIBI U




THIIEPTPUX03 HanOosIee XapaKTepHBbI ISl CHHAPOMA

Kopuenuu ne Jlanre

EEC

Jy0oBuia

[Ipanepa-Buiu

42

CHMIITOMOKOMIIJIEKC, BKIOYAIOIIMK MI0CKOE JIMIO C BJIaBJICHHOHW CIIMHKOH HOCa U
BBICTYMAIOITUM JIOOM, MHOKECTBEHHBIC BBIBUXH CYCTABOB, 0COOCHHO KPYITHBIX CYCTaBOB,
HUJIUHIPUYECKYI0 GOpMY TaNIbIEB, XapaKTePEH ISl CHHAPOMA

Jlapcena

Konua

Cekkens

Munepa-Zlukepa

43

I[I/IaFHOCTI/IIIeCKI/IC IMPU3HAKH, TAKHUEC KaK, O)KUPCHHUC, TMIIOTOHAaIU3M, YMCTBCHHAA OTCTAJIOCTD,
IMUIMCHTHAas JCTCHCpaluA CETYATKU U TOJIUAAKTUIINA, HauoOoJee XapaKTCPHbI JJIs1 CHHAPOMA

bapne-bunns

Munepa-Zlukepa

Jayna

Jlapcena

44

CI/IMHTOMOKOMHJ'ICKC, BKJ'IIO'—I&IOHII/II\/'I YMCTBCHHYIO OTCTAJIOCTD, OoJbIINE OTTONBIPCHHBIC YIITHBIC
PaKOBUHEI, BHCTyrIaIOH_[I/Iﬁ J'IO6, MAaCCHUBHYIO HUXKXHIOKO YCIIHOCTh, MAKPOOPXU3M B COUCTAHHU C
JIOMKOCTBIO X-XpOMOCOMBI B CETMCHTC q28, MMO3BOJIACT 3a110A03PUTh CUHAPOM

Maptuna-benn

Aapckora

Mapdana

Hynan

45

MuHuMaIbHBIE TMarHOCTUYECKHE IMPU3HAKH, TAKHUEC KAK, BBICOKHIM POCT, apaxHOAAKTUIINA,
TUIICPIIOABUKHOCTD CYCTABOB U MOABBIBUX XPYCTAJIMKa, HanOoJee XapaKTCPHBI JIs1 CHHAPOMA

Mapdana




Hynan

Hayna

[Taray

46

CI/IMHTOMOKOMHJICKC, BKHIO‘-IaIOH_[I/Iﬁ MOJIMJAKTUIINIO, CIIMHO-MO3I'OBYIO I'PBIXKY U MTOJIMKHUCTO3
IMOYCK, MO3BOJIACT 3alI0OJ03PUTH CUHAPOM

Mexkkens

Cekkens

Harepa

Kopnuenuu ne Jlanre

47

K OKYJ'IO-MaHI[I/I6y'J'IO(1)aI_[I/IaJ'ILHOMy CUHAPOMY OTHOCUTCA CUHAPOM

Xamnepmana-1ltpatida

Anepa

Jlyn-bap

Kpy3zona

48

Marnenbkoe TpeyroJibHOE JUI0, BBICOKUN BBICTYMAIONINHN 7100, BEICOKOE HEOO, MaJICHbKUI
Mo100PO/IOK, OIYIIIEHHBIE YTOJIKH PTa, Y3KHE I'yObl, JaTepalbHYI0 aCCUMETPHUIO Tela XapaKTepPHBI
JUISl CHHApOMa

Paccena-CunbBepa

®pumena-lllennona

Hayna

Hynan

49

CuUMOTOMOKOMIUIEKC, BKIIOYAIOIIMNA PeIyKIIMOHHbIE TOPOKH KOHEUHOCTEH (TeTpadokomenust),
pacienrHy ryosl U HeOa, JIMLIEBYI0 TeMaHTMOMY, CEpEOPUCTHIE BOJIOCH M PE3KOE OTCTABAHUE B
pocte, HanboJiee XapakTepeH JUIsl CHHIpOMa

PoGeprca

Hayna

Bonbda-Xupmixopra




Jlesxxena

50 | «mio mwioaa» (BRICTYHAOMIKN 7100, IMPOKas MEPEHOCUIIA, TUIIEPTEI0PU3M, SITUKAHT)
XapaKTEepHBI CUMIITOM MIPU CUHIPOME
Po6unosa
Jlexena
Aaze
Anepa
51 | CUMOTOMOKOMIUICKC, BKITFOUAOIUN HU3KUH POCT, KITFOBOBHIHBIN HOC, MHUKPOIIE(ATHIO,
YMCTBEHHYIO OTCTaJIOCTh M aHOMAJIMU CKelieTa, HanboJiee XapaKTepeH JIJIsi CHHApOMa
Cekkens
Cotoca
Perra
Aapckora
52 | K kpaHHO-Kapmo-Tap3ajibHOI TUCILIA3UN OTHOCUTCS CHHIPOM
®pumena-Illennona
Anepa
bekBura-Bunemana
Kopuenuu ne Jlanre
53 | DruonoruueckuM GakTOPOM XPOMOCOMHBIX OOJIC3HEH SIBIISIOTCS
YHUCJIOBBIC U CTPYKTYPHBIE AHOMAJTUH XPOMOCOM
TOJIKO YHCIIOBBIE aHOMAJIMH XPOMOCOM
TOJIBKO CTPYKTYPHBIC aHOMAJIHH XPOMOCOM
M3MEHEHHUS B pa3Mepe MPOTHKEHHBIX TeTEPOXPOMATUHOBBIX OJIOKOB XPOMOCOM
54 | XpomocomHBIe 00JI€3HU 00YCIOBIICHBI

TCHOMHBIMA U XpPOMOCOMHBIMH MYTallUSIMU




TOJIBKO TCHOMHBIMHA MYTallUIMU

TOJIBKO XpPOMOCOMHBIMU MYyTallUsIMU

HOJ'IHMOp(l)I/ISMOM B YMCJIE KOITHI MMPOTAKCHHBIX Y4aCTKOB XpOMOCOM

55

K KaTeropmuu recHOMHBIX MYTaHI/Iﬁ OTHOCATCA

AHCYIIJIOUIHHU U ITOJIUIIIONAUH

TOJIBKO aHCYILIOUINHN

TOJIBKO ITOJIUMIINIIONJINN

TCHHBIC MYTAIllH, CITydaifHBIM 00pa30M paclpeieIeHHbIe TI0 Pa3HbIM XpOMOCOMaM Habopa

56

XpOMOCOMHBIC AHCYIIJION AU MOT'YT BO3SHHUKATh BCICACTBUC

omuOok Meiio3a [ u 11, a Takyke B pe3ysbTare HApyIICHUS! CETperaiuu XpoOMOCOM B MUTO3€

HCKJIIOYNTENBHO OIINOOK Mero3a |

UCKJIIOUUTEIHLHO OIMUOOK Metio3a 1

HCKJIIOYNTEIBLHO OMINOOK cerperanmuu XpoMoCoM B MUTOTHUYCCKOM JCIICHUHN COMATHUUYCCKUX KJICTOK

57

K kareropum XpoMOCOMHBIX MyTallMii OTHOCSITCS BCE

BUJIbI CTPYKTYPHBIX abeppanuii XpoMocom

BapHWaHThI aHCYINIOUJIUN XPOMOCOM

THUIIBI TOJIMIIIION AN

BapHUaHThl YUCIIOBBIX U CTPYKTYPHBIX HApYyLIEHUH XPOMOCOM

58

K cTpykTypHBIM nepecTpoiikaM XpOMOCOM OTHOCSTCS

VHBEPCHH

TPUCOMUU

TCTpaCOMUU

MOHOCOMUH

59

PobepTcoHoBCcKas TpaHCIOKaIUS MPEACTABIISET BApHAHT




XPOMOCOMHOM MyTalluu

F€HOMHOW MYTaluu

TEHHOW MyTaluu

IIOJIHUIIIION NN

60

TpI/IHJ'IOI/II[I/IH B KapHUOTHUIIC YCIIOBEKA MOXKET OBITE npeacTaBji€Ha CICAYOINMHA KOM6I/IHaHI/I${MI/I
ITIOJIOBBIX 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

Bo3nukHoBeHue TPUIIOUAHOT'O KapHUOTHIIA ABJIACTCA PE3YJIbTATOM

AUCIICPMHOI'O OILIOAOTBOPCHUA, CIIUAHUA ﬂHHHOHHHOﬁ u FaHHOHﬂHOﬁ ramMeT, SHAOPCIIMKAlIuH
OOHOTO U3 POAUTCIIBCKUX IIPOHYKIICYCOB B 3UTOTC

HUCKIIIOYUTCIBbHO JUCIICPMHOTI'O OIINIOAOTBOPCHUSA

TOJIBKO CIIMSIHUN IUIIJIOWIHOW Y rarjIOnIHON ramMeT

SHJOPEIYTUIMKAIIUN TPOHYKJIEyCa B 3UTOTE

62

Z[OHOJ'IHI/ITGJ'IBHBII\;I TarIOuIHBIN XpOMOCOMHLIfI Ha6op B TPUIINIOUAHOM KapHUOTHUIIC

MNPEMMYIIECTBEHHO MMECT OTHOBCKOC NPOUCXOKICHUC

NpEUMYIIECCTBEHHO UMECT MATCPHUHCKOC ITPOUCXOKACHHNEC

PaBHOBCPOATHO MOKET UMETh MATCPUHCKOC UJIM OTHOBCKOC INPOUCXOKICHUC

BCCTZIa BOBHUKACT B PE3YIbTATC PEAYIIMKAIIMU MAaTCPUHCKOT'O IMMPOHYKIICYCa

63

CootHomenue kapuotumno 69, XXX u 69,XXY cpeau CHOHTaHHBIX a0OPTYCOB MEPBOTO
TpuMecTpa OEpeMEHHOCTH COCTaBJISIET

1:2

2:1




64

DEeHOTUNNYECKOE MPOSBICHNE TPUILIOUIUHU B IEPBOM TPUMECTPE OEPEMEHHOCTHU MPEACTABICHO

YaCTUYHBIM ITY3bIPHBIM 3aHOCOM

ITOJIHBIM ITY3BIPHBIM 3daHOCOM

OUPOIUTETHCKUM IOJIHBIM ITY3bIPHBIM 3aHOCOM

MMOBTOPAOIIUMCA ITY3bIPHBIM 3aHOCOM

65

HOJ’IH TPHUINIOUIWHU B MAaTCPpUAJIC CIIOHTAHHBIX a60pTyc0B C aHOMAJIMAMU KapHuOTUIIa HAXOJIUTCA B
AUaria3oHe IIPpOLOCHTOB

15-20

10-15

5-10

1-5

66

Bo03HHKHOBEHHE YACTHYHOTO ITYy3BIPHOTO 3aHOCA B IEPBOM TPHUMECTPE OEPEMEHHOCTH
00yCIIOBJIEHO

JTUaHIpUell ¢ COXpaHEHHEM MaTEPUHCKOIO ralyIonIHOro Habopa B 3UroTe

JMaHIpUel ¢ yTpaToil MaTEpUHCKOTO rarIonIHOro Habopa B 3UroTe

JUTUHUEH C COXPAHCHUCM OTHOBCKOTI'O rallJIONIHOT'O Ha60pa B 3UT'OTC

JTUTUHUEH C YTpaToi OTIIOBCKOrO raryionAHOrO Habopa B 3UT0OTE

67

I_II/ITOFCHCTI/I‘IGCKI/IM MapKEpOM HaCTUYHOT'O ITY3bIPHOT'O 3aHOCA ABJISICTCSA

TpI/Il'IJ'IOI/II[HHﬁ KapuoTull ¢ JOIMOJIHUTCIIbHBIM I'allNJIOUAHBIM XPOMOCOMHBIM Ha60p0M OTIHOBCKOI'O
MPOUCXOKACHUA

TpI/Il'IJ'IOI/II[HHﬁ KapuoTul ¢ JOMOJHUTCIIbHBIM T'allNIONAHBIM XPOMOCOMHBIM HaGOpOM
MaTCPUHCKOI'O MPOUCXOKICHUA

JTUTUTOUIHBINA KapUOTHII, PEICTABICHHBIN IBYMSI TEHOMaMHU OTIIOBCKOTO MPOUCXO0KACHUS

JIUTIION THBIM KapuoTHull, Hpe,Z[CTaBJ'IeHHHﬁ ABYMS TCHOMAMHU OTHOBCKOTO ITPOUCXOKACHHUA

68

[{uToreHeTHIECKUM MapKepOM TIOJTHOTO MY3bIPHOTO 3aHOCA SBIISICTCS




JUTUIOMIHBINA KapUOTHIL, IPEICTABIEHHBIN JBYMsI TEHOMaMU OTLIOBCKOTO IMPOUCXO0KACHUS

I[I/IHJ'IOI/II[HHﬁ KapuoTHull, HpeHCTaBHeHHBIfI ABYMA I'€HOMaMH OTIHOBCKOT'O ITPOUCXOXKACHHUA

TPUILIOUIHBIA KAPUOTHII C JTOMOIHUTEIBHBIM TalUIONIHBIM XPOMOCOMHBIM HAOOPOM OTIIOBCKOTO
MIPOUCXOKACHUS

TpPIHJIOHI[HbIﬁ KapuoTull ¢ JOIMOJIHUTCIIbHBIM I'allJIONAHBIM XPOMOCOMHBIM Ha60p0M
MaTCPHUHCKOI'O NPOUCXOKICHUA

69

IIpy yacTUYHOM ITy3BIPHOM 3aHOCE BO3MOKHBI KAPUOTHUIIBI

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

[Ipy 10JIHOM ITy3BIPHOM 3aHOCE BO3MOKHBI KAPUOTHUIIBI

46,XX, 46,XY

69,XXX, 46,XX

69,XXY, 46,XY

69, XXX, 69, XXY

71

bupoaurenbckuii MOTHBIN My3bIPHBIN 3aHOC 00YCIIOBJIEH HapyLIEHUEM

YCTAaHOBJICHHA 'TCHOMHOI'O UMIIPUHTHUHI'A B OOTCHE3C

YCTAHOBJICHUS 'CHOMHOTI'O UMIIPUHTHUHTA B CTIICPMATOT'CHEC3C

CTUpPAaHUA TCHOMHOI'O UMIIPUHTUHI'A B OOTCHE3C

CTUpaHWsA TCHOMHOI'O UMIIPUHTHUHIA B CIIEPMATOICHE3EC

72

HacneactBeHHbIE (I)OpMBI 6I/IpOI[I/ITCJIBCKOP0 IMMOJIHOI'O MMY3BIPHOT'0 3aHOCA CBA3AaHbI C MyTAallUSIMU B
IréHax

NLRP7, KHDC3L

IGF2, H19

KCNQ10T1, CDN1C




NLRP2, NLRPS

73

CerMeHTHas OAHOPOAUTCIILCKASA TUCOMUSA XPOMOCOM SBJISACTCA PE3YJIbTATOM

MUTOTHYECKON pEKOMOMHAIINN

MEHOTHYECKOTO KpOCCHHI'OBEpa

HEUYETHOI'0 YHCIIa CCCTPUHCKHX XPOMATUAHBIX 00OMEHOB

4ETHOI'O YMCclia CECTPUHCKHX XPOMATUAHBIX 00OMEHOB

74

KoHnenmus oTHOPOIUTENHCKOTO HACIEAOBAHHUS XPOMOCOM TEOPETUYECKH Oblila 000CHOBaHA B
1980 rony

OpuKoM DHrenem

AnHol ®@eprioccoH-CMuT

AsumomM Cypann

JxiiBopom Conrepom

75

OIUreHeTUYECKUM CJIICACTBHEM OIIHOPOI[I/ITGJII)CKOI\/JI JAUCOMUHU XPOMOCOM SABJIACTCA

HapyumcHue OanaHca JA03bI UMIIPUHTUPOBAHHBIX T'CHOB, JIOKAJIM30BAHHBIX HA XPOMOCOMaAX,
BOBJICUCHHBIX B OJHOPOAUTCIIBCKYIO THCOMMAIO

HapyumcHue OajnaHca JA03bI UMIIPUHTUPOBAHHBIX TCHOB 11O BCEMY I'CHOMY

YMCHBIICHUC YUCJIA KOITHH HUMIIPUHTHPOBAHHBIX T'CHOB

YBCIIMYCHUC YHCIIa KOIIH HMIIPUHTHPOBAHHBIX I'CHOB

76

K T'PYIIIIC MOBLIMICHHOTO PHUCKaA 110 HAJIUIHUTIO O)IHOpO)IPIT@JIBCKOfI AUCOMHUHU XPOMOCOM OTHOCATCA

IJI04BI C BHYTpHYTpOGHOﬁ 3anep>1<1<0171 Pa3BUTHA U ITPCHATAJILHO IMOATBCPKACHHBIM
OrpaHUYCHHBIM IVIALICHTAPHBIM MO3aUIIU3MOM

HOBOPOXJAEHHBIE C TPUCOMUAMU IO XpoMocoMam 13, 18 nim 21

HOBOPOKACHHBIC C MHOKCCTBCHHBIMU BPOKACHHBIMU ITOPOKAMHA PA3BUTHA

HOBOPOXACHHBIEC C MUKPOACIICIIMOHHBIMU CUHIPOMaMU

77

Bo3HHMKHOBEHHE TETPAIIIONTHOTO XPOMOCOMHOTO Habopa B SMOPHOHAIBHOM IEPUO/IE Pa3BUTHUS
SIBJISIETCS] IPEUMYILECTBEHHO PE3YJIBTATOM




OJ10Ka/Ibl MUTOKKUHE3A TPH MEPBBIX JSICHHUIX APOOIICHUS

OHAOPEAYIINIMKAIIUN IIPOHYKIICYCOB B 3UI'0OTC

TPUCIICPMHOI'O OIINIOJJOTBOPCHUS

CIIMAHUA JUITTIOMJHBIX IaMET

78

JIOMUHUPYIOIIUM [IUTOT€HETUYECKUM MEXaHU3MOM (DOPMUPOBAHUS AyTOCOMHBIX TPUCOMHIA,
PETUCTPUPYEMBIX Y CIIOHTAaHHBIX a00PTYCOB, SBISETCS

HEpaCXO0XKIECHUE TOMOJIOTHYHBIX XPOMOCOM B Melo3e | y matepu

HEpaCXOXKIEHUE CECTPUHCKUX XpomaTua B Meiose Il y matepu

HEPACXOKICHUC 'OMOJOIHYHbIX XpOMOCOM B Metiose | Yy oTHa

MMOCT3UTOTHYCCKOC HCPACXOKICHUEC XPOMOCOM

79

CJ'IG,I[CTBI/IGM MOCT3UTOTHYECKHUX OIINOOK Ccerperagv XpomMoCOM ABJIACTCA

HHHHOHHHO-&HGYHHOHIIHLIﬁ XpOMOCOMHI:Iﬁ MO3aulu3M

JTUTITIOU THO-TPUTTOMTHBIA MO3aUIIH3M

)II/IHJ'IOI/II[HO-TCTpaHJ'IOI/II[HI)II\/JI MO3auliu3mM

XPOMOCOMHBIN XUMEPU3M

80

Bapuaruu B uncie konuil y4acTKOB JIHK (cnv — copy number variation) Ha3bIBalOTCA

M3MEHEHUs B Yyucie Konuil otaenbHbix yuactkoB JJHK, npotsbkennocTsio 6onee 1 T.11.H.,
OTJIMYAIOIIMECS 110 YHCITy KO B pepepeHCHOM reHOME

W3MEHEHUs B Yhcie Komuil oTaenbHbix yuactkoB JJHK, mporsskennocTsio Oonee 1 MuTH.ILH.,
OTJIMYAIOIIMECS 110 YHCITy KO B pepepeHCHOM reHOME

AHCYIIIIONIUU XPOMOCOM

COUYETaHHE KIIETOK C TPUCOMMEN 1 MOHOCOMHEN IO OJHOU U TOM K€ IMape TOMOJIOTUYHBIX
XpOMOCOM y HHAUBHA

81

CermeHTHbIE TYIUIMKAIIMM T€HOMA MPEJICTaBISIIOT CO00M

6s10ku HU3KOKonuitHbIX oBTOpoB JIHK, npotsskenHOCTHIO 10 500 T.I1.H., UMEIOIILYIO BBICOKYIO
creneHb romonoruu (6osaee 98%), CKOHIIEHTPUPOBAHHBIE PEUMYIIIECTBEHHO B IPUIIEHTPOMEPHBIX
U TEJIOMEPHBIX pallOHaX XPOMOCOM

CCTMCHTBI OTACIIBHBIX XPOMOCOM B KaAPUOTHUIIC YCTIOBCKA, MPCUMYIICCTBCHHO DYXPOMATUHOBEIC,




Y9aCTO BOBJICKAOMIHUECA B AYIIJIMKALIUA, TPUBOAAIINNEC K XPOMOCOMHBIM 3a00JI€BAaHUSIM

MHO>KCCTBCHHBIC CHy‘l&fIHHC YBCINYCHUA KOITMIHOCTH OTACJIBHBIX XPOMOCOMHBIX PETMOHOB

COYCTAaHUEC IMMOJIHUIIIIONINH C aHCYHJIOH,HI/Ieﬁ I10 OTACIBHBIM XpOMOCOMaM Ha60pa

82

OTHOJOTHUYECKUM (PAKTOPOM, IPUBOAAILINM K 3aKOHOMEPHOMY BOSHUKHOBEHUIO MUKPOJIEJICIIUH U
MHUKPOIYIUIMKAUH B IIPEAEIaxX OJHOIO XpPOMOCOMHOI'O PErMOHA, SABJISIETCS

HCAJJICIIbHAsA rOMOJIOIr'n4YHasn peKOM6I/IHaHI/IH MCXKOY 0J10KaMU CErMEHTHBIX ,Z[YHJ'II/IKaI_[I/Iﬁ

B3aUMHBIA OOMEH MJICHTUYHBIMU T0CIIEI0BATEIBHOCTIMU TOMOJIOTUYHBIX XPOMOCOM
(MEeMOTHYECKHI KPOCCUHTOBED), MPOXOASAIINNA MEX Ty OJ0KaMH CErMEHTHBIX TYTLTUKALUN

T'CHHas KOHBEPCHUA B YUACTKAX XPOMOCOM, q)HaHKI/IpOBaHHBIX 0J10KaMU CErMEHTHBIX ,I[YHJ'II/IKaI_II/Iﬁ

npockanb3biBanue pervrkanuu JJHK B yuactkax, ¢piaHKupoBaHHBIX OJI0KaMH CETMEHTHBIX
NYTUTUKALUA

83

K KaTeropmuu MUKpPOACICHUOHHBIX CUHAPOMOB TPAAUITHOHHO OTHOCAT XPOMOCOMHBIC
3360HeBaHI/IH, O6yCJ'IOBJ'IeHHBIe AcJICIUAMA XPOMOCOMHBIX YIAaCTKOB, pa3MEPOM MCHEC map
HYKJICOTU 0B

5 MMJUIMOHOB

10 MUWJUTHOHOB

1 MUWIITHOHOB

100 TBICSY

84

Hcroprdecku nepBbIM IUTOTEHETUYECKH 0XaPAKTEPHU30BAaHHBIM CUHIPOMOM, 00YCIOBJICHHBIM
Jenenell XpOMOCOMHOT'O PETMOHA, IBUJICSI CHHIPOM

KOIIIa4bCTro KpHUKa

KOIma4ybero rijia3a

Macku u3 Habmyca

DHreiapMaHa

85

Hcroprdeckn nepBpIMH ONMACAHHBIMUA CHHJIPOMAaMH PELUIPOKHBIX XPOMOCOMHBIX MUKPOEIEINI
Y MUKPOJYTUIMKAIUHI CTaJIM CHHIPOMBI

Cmur-Marenuc u Ilotoku-JIyncku

Munepa-Jlukepa u Mmukpoayrmkamuu 17p13.3




Bunesamca-boiipena n mukpoaymiukanuu 7ql1.23

Hu JIxopisku 1 MPpOKCUMalIbHOM MUKpoyTuinkanuu 22q11.2

86

IlepBbIMM HacleACTBEHHBIMU 3a00JI€BAaHUAMM, IIPOIEMOHCTPUPOBABIIMMYU 3HAYUMOCTh
CErMEHTHBIX AYIJIMKALMM F'€HOMa B BOSHUKHOBEHUH XPOMOCOMHBIX MUKPOZCIICLIUNA U
MHUKPOIYIUINKALUH, IBUIUCH

oonesns [llapko-Mapu-Tyc, Tum A u HeliporaTtus ¢ mapajau4yaMu OT CAABICHUS

curzpom [Ipanepa-Bunnu u cunapom mukpoaymmukanuu 15q11-013

cunzipom Penan-Mak/lepMu 1 CHHAPOM MUKpoAYyILUIUKauuu 22q13

cunapom Perta u cuHIpPOM MUKpOIYyIIUKauu Xq28

87

3epKajbHble KIMHUYECKUE IPU3HAKH Y MTALIUEHTOB C CUHAPOMAaMH PELUIIPOKHBIX XPOMOCOMHBIX
MUKPOJEIEINI U MUKPOIYIUIUKALUNA MOTYT OBITH 00YCIIOBJIEHBI

HapyYHMICHUAMU YHUCJIa KOITHI A0303aBUCHUMBLIX I'CHOB, 3aTPOHYTBIX XpOMOCOMHOfI a6eppauI/IeI7I

pasHOHANpPaBJICHHBIMU U3MCHCHHUAMHN daKTHUBHOCTU BCEX I'CHOB, IMOMNAJAa0INX B PETHUOH
XpOMOCOMHOfI MHUKPOACICIUN NI MUKPOAYIUIMKAIUN

cienn(pUIeCKUMU U3MEHEHUSIMU B TEHHOM SKCITPECCHH, BO3HUKAIOIIMMU TPH YTPATe OJHOW KOIIHH
XPOMOCOMHOT'O PETHOHA

CHGIII/I(l)I/I‘IeCKI/IMI/I N3MEHEHUSIMH B TEHHOMN OKCIPECCHUU, MPOUCXOAAIIUMUA TP YBECIIMUCHUN
KOIMMHOCTU XPOMOCOMHOT'O PErHOHA

88

HawnbGonee pacnnpoCTpaHCHHBIM XPOMOCOMHBIM HAPYHICHUCM B I'PYIIIIC MMAIIUCHTOB C SMUJIETICUEN
ABJIICTCS CUHAPOM

Mukpoaenenuu 16pl3.11

Mukpoaenenuu 17p13.3

MuKpoayminkanuu 17q21.3

Hayna

89

CpenHsist Ui TspKeTasi CTeleHb YMCTBEHHOM OTCTaJIOCTH, JPYKeI00HOE MOBEACHNE, YUTMHIEMOe
C BO3pPacTOM JIMIIO0, TOHKHE, BBIOLIHECS BOJIOCHI, BEHTPUKYJIOMETausl XapaKTEePHbI JUIs MAI[HEHTOB
C CUHJIPOMOM

Kynena — ne Bpu

MuKpoaymikanuu 17q21.31




nymnukanuu 7q11.23

JTUCTAIbHOW Mukpoaenenun 22q11.2

90

MHKpozenenuu B jiokyce 15q11-q13 Ha xpomocome MaTepuHCKOTO MPOUCXOKIACHUS TPUBOIAT K
(hOpMUPOBAHHIO KIIMHUYECKOW KapTUHBI CUHIpOMA

DHreiapMaHa

[Ipanepa-Buiu

Mapruna-bemn

Perra

91

Muxkponeneunu B Jokyce 15q11-q13 Ha XpoMocoMe OTIIOBCKOTO IPOUCXO0XKICHUS TPUBOIAT K
(hOpMUPOBAHUIO KIIMHUYECKOW KApTUHBI CHHAPOMA

[Ipanepa-Buuin

DHreiapMaHa

Maptuna-benn

Perra

92

O,Z[HOpO,I[I/ITCJ'ILCKOG HACJICJOBAHUC XPOMOCOMBI 15 MaTCPHUHCKOT'O IPOUCXOKIACHUS ABJISICTCSA
OTHUOJIOTHYCCKHUM (I)aKTOI)OM CUHApOMA

IIpanepa-Buu

DHrenpMaHa

Paccena-CunbBepa

Karamu-Orara

93

OHOPOANTENHCKOE HACIEIOBAHNE XPOMOCOMBI 15 OTIIOBCKOTO MPOUCXOKACHUS SBIISICTCS
ATHUOJIOTHYECKUM (DAaKTOPOM CHHAPOMA

DHreiapMaHa

[Tpanepa-Buuin

Paccena-CunbBepa

Temruia

94

Hymnukaruu 11p15.5 Ha XpoMocoMe OTIIOBCKOTO MPOUCXOKACHUS SIBJSIOTCS ATHOJIOTHYECKUM




(bakTopoM cHHIpOMA

Bunemanna-beksura

Paccena-CunbBepa

Karamu-Orara

MakKrprona-Onbpaiita

95 | oOmMM ATHOJIOTUYECKUM MUTCHETUIECKUM MEXaHU3MOM JUJIsl CHHAPOMOB BHJIEMaHHA-0CKBUTA U
paccesna-CuiIbBepa SIBJISIOTCS
TUIEPMETIIIMPOBAHKUE U TUIIOMETHIIMPOBAHUE [IEHTpa UMIpUHTUHTA B Tokyce IGF2/H19
(11p15.5), cooTBETCTBEHHO
OJIHOPOIUTEILCKOE HACIEeI0BaHUE XPOMOCOMBI 11 OT OTIA U MaTepH, COOTBETCTBEHHO
OJTHOPOJAUTEIHCKOE HACIEI0BAHUE XPOMOCOMBI 7 OT OTIIA U MaTepu, COOTBETCTBEHHO
Henenuu nenrpa umnpuntuara IGF2/H19 Ha xpomocomax OTIIOBCKOTO U MAaTE€PUHCKOTO
MIPOUCXOXKACHUS, COOTBETCTBEHHO

96 | 3amepikKa MHTEIUIEKTYalIbHOTO Pa3BUTHUS, CHHAPOM JAePUIIUTa BHUMAHUS U TUIIEPAKTUBHOCTbD,
TICUXHYECKUE paccTporicTBa (PoOUH, TPEBOKHOCTH), BPOXKICHHBIE IOPOKH cepilia (TeTpaaa
(anno, KoapKTaus AyTd aOpThl) XapaKTEPHbI JJIsl NAI[UEHTOB C CUHIPOMOM
IIPOKCUMAJIbHOM MuKpoaenenuu 22q11.2
Mukposaenenuu 17q21.31
Mukpoaenenuu 15924
Mukpoaenenuu 17pl1.2

97 | ¢ menenusMU TEIOMEPHBIX H CyOTETIOMEPHBIX YJaCTKOB XPOMOCOM CBSI3aH CIIETYOIITHIA
MUKPOJIETICIIMOHHBIN CUHAPOM
®enan-MakaepMua
IIpanepa-Buu
Cmut-Marenuc
Buibsmca-boitpena

98 | ITatorene3 X-cueruieHHOTO cuHIpoMa Perta 00ycioBieH

HEAOCTATKOM MCTHUILMTO3HH-CBA3BIBAIOIICTO oenxka MECP2 B HeﬁpOHaX T'OJIOBHOI'O MO3ra




THIIEPIPOIYKIIMEN METHIILIUTO3HH-CBs3bIBatoero 6eixa MECP2 B HelipoHax roJIoBHOrO MO3ra

Moaudukarueit kondpopmamuu 6enka MECP2 B HelipoHax TOJIOBHOTO MO3ra

AKTUBHBIM BBIBEJICHUEM U3 HEMPOHOB rojoBHoro mo3ra MPHK rena MECP2

99

Tspkenast cTeneHb YMCTBEHHOH OTCTAJIOCTH, JIMLEBBIE JucMopdun, [1-TanacceMusi, aHOMalIuu
MOUYEI0JIOBOM CHCTEMBI XapaKTEepPHBI I ALMEHTOB C CUHAPOMOM

ATRX

CLOVES

CHARGE

CRI-DU-CHAT

100

Myrtanuu rena skcuuznonHol pernapauuu ERCC6 cBsi3anbl ¢ pa3ButueM

uepedpo-okymno-nuie-ckenetHslii cunapoma (COFS) u cunapoma Kokksitna (tun B)

cunapomoB ICF1 u ICF2

aHeMuu PaHKOHU U cUHIpOM biryma

cunapomMa Beprepa u cunapoma Hulimerena

101

I_II/ITOFGHGTI/I‘IGCKI/IM MapKEepoOM CUHApPOMaA BJ'IYMa ABIIACTCA

YBCIIMYCHUEC YaCTOThI CCCTPUHCKUX XPOMATHAHBIX 00MEHOB

JIEKOMITAaKTHU3AIIHs TE€TEPOXPOMATHHOBBIX TIOCIEOBATEIHFHOCTEH B KPYITHBIX OJIOKAaX
reTepoxpoMarrHa Ha xpomocomax 1,9, 15,16 u' Y

HHAYKIOUA MHOXKXCCTBCHHBIX XPOMOCOMHBIX TpaHCJ'IOKaI_II/Iﬁ

XPOMOTPHIICUC

102

CHUMIITOMOKOMITIIEKC, BKIIOYAIOIINNA HAHU3M, KPbUIOBUIHBIE CKIIQJKHU Ha 11ee, 604koo0pa3Hyo
TPYAHYIO KJIETKY B COUETaHUM C KapHOTUIIOM 45, X, TO3BOJISET JMATHOCTUPOBATH CHHIPOM

[Tepemesckoro-Tepuepa

DnBapaca

JIlexxeHna

[Taray




103 | Kputnueckoit 067acThi0, OTBETCTBEHHOM 3a MposiBiieHne (heHoTura cuaapoma bexsura-
Bunemana, siBisercs

11p15.5

4p16.3

5p15.1

21922

104 | IIpu cunnpome bekBuTta-Buaemana noBpexaaercs J0KyC KOPOTKOTO Ijieda
XPOMOCOMBI

11

8

15

105 | CuMITOMOKOMILIEKC, BKIIFOUAIONTUI oM(asoresne, MaKporiIoCcCH0, MAKPOCOMUIO, B COUCTAHHH C
Mukpoayminkanuen Ha yyactke 11pl15.5, [IO3BOJISIET nuarHocTupoBarh CUHAPOM

bekBura-Buaemana

Paccena-CunbBepa

PerTa

Cekkens

106 | K curmpoMy AHrebMaHa MOKET TPUBOIUTH MyTAIlHs TeHa , YHaciaea0BaHHas OT
Marepu

UBEA3

RAIL

NSD1

JAG1

107 | Cunapom AHrenbMaHa BCIIEACTBUE XapaKTEPHBIX 0COOEHHOCTEH (PeHOTHUITa HA3BIBAIOT CHHIPOMOM

«CYaCTIUBOH MAapUuOHCTKN» UJIU KIICTPYUIKHU»

«anieMa rpe4eCKoro BOMHay»




«KOIIAaYbCTO KPHUKa»

«KOLIAYbeTo Irjiasa»

108

JIucanuedanus, BeIsBIsEMasl IPU MarHUTHO-PE30HAHCHON TOMOTpaduu, SBISIETCS XapaKTePHBIM
MPU3HAKOM CHHJIpOMa

Munepa-Zlukepa

Hayna

[Taray

Jlexxena

109

Haymyue mmpoKux mepBbIX MableB KUCTESH U CTOI B COYETAHUU C KAPHOTHIIOM
46,XY,del(16)(p13.3) mo3BoIsET NOCTABUTH JUATHO3 CHHIPOMA

Pybunimreiina-Teiioun

AdrennrMaHa

Bonwda-XupmnixopHa

JIlexxena

110

Kputnueckoii 001acTbio, OTBETCTBEHHOM 3a MpOsBIeHUE PeHOoTUIa CHHIpoMa PyOuHniTeiina-
TetiOu, sBiseTCS

16p13.3

4p16.3

1p36

5p15.1

111

K cunnpomy PyOunmreitna-TeiiOn MOXeT MPUBECTH MyTallHsl B TeHE

CREBBP

RAIL

UBEA3

NSD1

112

Hawnbonee yacTeiM CHHAPOMOM TEPMHUHAIBHON JIENCIINH SBISETCS CUHIPOM




1p36

WAGR

Muepa-Jlukepa

Pybunmreiina-Telioun

113

BrrsiBIIeHUE OMTYXO0JIM TIOYKU ¥ aHUPUIUH Y HOBOPOXKIEHHOTO, B COUETAHUU C KAPHOTHPOM
46,XY,del(11)(p13) mo3BosisieT TMarHoCTUPOBATH CHHIPOM

WAGR

[Tpanepa-Buuin

[Taray

Hayna

114

Jns nuarnoctuku cuagapoma WAGR npumensitor JIHK-ananus rena

WT1

RAIL

NSD1

JAG1

115

Kputnueckoii o01acTbio, OTBETCTBEHHOM 3a mposiBiieHue Gpenoruna cunjapoma WAGR, sasnsercs

11pl3

4p16.3

21922

5p15.1

116

CHMITOMOKOMILIEKC, BKITIOUAIOIINNA HU3KUH POCT, THITIOTOHUIO, OKUPEHUE, MAJICHbKNE KUCTH U
CTOITbI, MUHJJAJICBU/IHBIC TTIa3a B coueTaHuu ¢ kapuotunom 46,XY ,del(15)(ql1.2-13), mo3Bomnsier
JMAarHOCTUPOBATh CUHPOM

[Tpanepa-Buuin

AdrenrMaHa

DnBapjaca




Coroca

117

Onuerncus He SBIsIeTCs XapPaKTCPHBIM CUMIITOMOM JIs1 CHHAPOMaA

«KOIIAaYbCeTrO KPpHUKa»

Bonsda-XupmixopHa

Munepa-Zlukepa

1p36

118

CI/IMHTOMOKOMHJICKC, BKJ'IIO‘I&IOH_[I/Iﬁ 3aACPIKKY poCTa, Cyaoporu, 0COOEHHOCTH CTPOCHHUA JIMIIa,
HAaIIOMHWHAOMINE «IJIEM I'PEUYCCKOr0 BOMHA», BBIABIISICTCA Y TAUCHTA C CHHAPOMOM

Bounbda-XupmxopHa

Coroca

1p36

JIlexxena

119

TxanecnenpUIHBINA MO3aUIIU3M SIBJISCTCS XapaKTEPHBIM MTPU3HAKOM CHHIPOMA

[MTanucrepa-Kunnnana

DnBapaca

Hayna

[Taray

120

ITpu npoBenenunn quddepeHnaIbHON TuarHocTuku cMHApoM CoToca MOKHO UCKITIOUUTD U3
IIEPEYHS NIPEAIO0JIAaracéMbIX JUarHo30B, €CIIU y NalUeHTa

HHU3KUU POCT

BBICOKUH POCT

OosibIIast FOJI0BA C BHICTYHAIOIIUM JIOOM

KOCTHBIN BO3pPAcCT OIICpCKACT HaCHOPTHHﬁ

121

Kputnueckoit 001acTbio OTBETCTBEHHOM 3a MposiBIIeHNE (EHOTUIIA CHHAPOMA COTOCA SIBIISIETCA

5935




22q11.2

21022

4p16.3

122

K cunapomy cotoca MOTyT IPUBOJIUTH MyTalluu B T€HE

NSD1

WT1

JAG1

RAI1

123

CunapoM 11epedpaabHOro ruraHTU3Ma onucal

Coroc

Hayn

Jlexen

[Taray

124

K cungpomy Cmut-Marenuca MOryT pUBOJIUTh MyTalluu B T€HE

RAIL

NSD1

JAG1

BDNF

125

Kputnueckoit 001acTbio, OTBETCTBEHHOM 3a MposiBlieHNE GpeHoTuna cunapoma CMut-MareHuca,
SIBJISIETCS

17p11.2

1p36

21922

4p16.3

126

Arpeccus 1 CKJIIOHHOCTb K CAMOUCTSI3aHUIO B coueTaHuu ¢ kapuotunom 46,XY, del(17)(p11.2)




MO3BOJIACT AUArHOCTUPOBATL CUHAPOM

Cmut-Marenuca

Hayna

Hu JTxopxu

Bonsda-XupmixopHa

127

CUMOTOMOKOMIUIEKC, BKITFOYAIOIIHA MUKPOLE(aTHIO, paciieIMHbI TYObI 1 Heba, OMUaKTHINIO
WM CHHIIONUAAKTHIINIO, TOPOKU PA3BUTHS MOYEIOIOBON CHCTEMBI, IIO3BOJISIET IPEAIIONOKHUTh
CHHPOM

[Taray

Hayna

DnBapaca

Coroca

128

CHUMITOMOKOMILIEKC, BKITIOUAIOIINNA «HABUCAIOIIHNK 3aTHUIOK)», MUKPOTHATHIO, XapaKTEPHOE
HAJIOXKEHHUE BTOPOTO U IATOIO NMAJIbLEB KUCTH, BPOXKIAEHHBIE IOPOKH PA3BUTHS BHYTPEHHUX
OpPraHoB, MO3BOJISIET 3aI0A03PUTH CUHIAPOM

DnBapjca

Bonbda-XupmxopHa

[Taray

Coroca

129

CuMITOMOKOMIUIEKC, BKIIOYAIOLIMNA Opaxuiiedainio, MI0CKoe JIUI0, MOHTOJIONIHBIN pa3pes rias,
HIMPOKYIO IIEPEHOCHILY, MAKPOTJIOCCHIO, BPOXKIEHBIN MIOPOK CEPALIA U YMCTBEHHYIO OTCTAIOCTb,
MO3BOJISIET MIPENIIOJIOKUTD CUHAPOM

ayna

Hu Txopoku

[Taray

DnBapjaca

130

Jlnst peHOTUIHMYECKH 37I0pOBOTO HOCUTENSI POOEPTCOHOBCKOM TPAaHCIOKAIIUH XapaKTepeH
KapHOTHIT




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 | {ns GonpHBIX ¢ cuHApOMOM Bombda-XupurxopHa XxapakTepeH KapruoTHIT

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 | Ins peHoTHnnYecKn 310pOBOTO HOCUTEISI PEIUITPOKHOM TPAHCIOKAIIMH XapaKTePEH KapUOTHUIT

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

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

46,XX

47,XXX

133 | Jlns GonbHBIX ¢ cHHApOMOM JlexkeHa XxapaKTepeH KapuOTHIT

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

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

46,XX

47,XY,+18

134 | Ins GonmpHBIX ¢ cuHIpoMoM Jln JKOpIKHM XapakTepeH KapuOTHIT

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

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

47, XXY

45,X/46,XY




135

Jlnst 605IbHBIX ¢ cUHApOMOM BuibsiMca-boiipeHa xapakTepeH KapuoTuI

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

Jiis 60mpHBIX ¢ cuHapoMoM CMuT-MareHuca xapakTepeH KapruOoTHUIl

46,XY,del(17)(p11.2)

46,XY,del(7)(q11.23)

45,X/46,XY

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

137

3anuck del(1)(p36) MmoxxkHO pacundpoBaTh Kak JIeenus

HIECTOro 03HJA, JIOKAIU30BaHHOIO B TPEThEM PallOHE KOPOTKOI'O IIe4a XPOMOCOMBI 1

TpuaoaTb MIECTOIO 63HI[a KOPOTKOTI'O I1JiI€4a XpOMOCOMBI 1

IepBOro 63H,I(a KOPOTKOT'O 1JIe4a XpOMOCOMBI 3

TpeThero 0sHAa JUIMHHOTO IjIe4a XpOMOCOMBI 1

138

3anucsk del(4)(p16) MmoxHO paciudpoBaTh Kak JAeNeus

meCToro 63H,I(a, JIOKAJIM30BAHHOT'O B IICPBOM pa1710He KOPOTKOT'0 1JIC4a XpOMOCOMBI 4

meCTHaAIaToro 63H,[[a KOPOTKOTI'0 1JI€4a XpOMOCOMBI 4

4eTBEpTOro 03HAa KOPOTKOIO IJIeua XpOMOCOMBI 16

IepBOro 63HI[E[, JIOKAJIM30BaHHOI'O B ICCTOM pa1710He JJIMHHOTO TIJICYa XPOMOCOMBI 4

139

[Ipu cunapome Ilatay MoxeT ObITh BBISBIIEH KapUOTHUIT

46,XY,der(13;13)(q10;910),+13

46,XY,der(13;14)(q10;910),+14

46,XY,der(13;15)(q10;910),+15

45,XY,der(13;14)(q10;910)




140

[Ipu cunapome JlayHa MOXKeET OBITH BBISIBJICH KapUOTHII

46,XY ,der(14;21)(q10;910),+21

45,XY,der(21;21)(q10;910)

46,XY,der(14;21)(q10;910),+14

46,XY ,der(15;21)(q10;910),+15

141

[Ipuunnoil Bo3HUKHOBEeHUs cuHapoMa [Ipanepa-Bumiu sBisiercs

MHTepCTHIMANbHAs aenenuns 15q11-13

OIHOPOIUTCIIbCKAA TUCOMUS 15 XPOMOCOMBI

HapyILIECHUs B LICHTPE UMIIPUHTHHIA

mytauuu B rene SNRPN

mytanuu B rene UBE3A

142

HpH‘IHHOﬁ BO3HUKHOBCHHA CUHAPOMA AHrenpMaHa SIBISETCS

WHTepCcTUIIMaNbHas nemenus 15q11-13

OJTHOPOJUTEIbCKAsA TUCOMUS 15 XpOMOCOMBI

mytaiuu B rene UBE3A

HapylmcHu:A B HCHTPEC UMIIPUHTUHI A

MyTaiuu B reHe SNRPN

143

W3 nepeuncieHHbIx 3a001eBaHUN K 00JIE3HSIM UMIIPUHTUHTA OTHOCSTCS

cunapoM Ilpanepa-Buiu

CUHIpPOM AHTeIbMaHa

cunzpom bekBurta-Buaemana

cunapoM [layna

cuHApoM MapTtuHa-bemn

cuHpoM Pybunmireiina-Teiion




144

K MonekynspHO-TeHeTHYeCKUM MPUYMHAM, TPUBOISIINUM K pa3BUTHIO cuHapoma [Ipanepa-Bumium
U CUHJApOMa AHIeJIbMaHa OTHOCSITCS

pI(SA) (005040

OOAHOPOAUTCIILCKASA TUCOMUA

MyTalliy B ICHTPC UMIIPUHTHHI'A

MyTalluH B I'CHC-KaHAUIAaTC

POOEpPTCOHOBCKHUE TPAHCIOKALIUU

145

@IIIOKTyalusl YaCTOThl BPOXKACHHBIX IOPOKOB PA3BUTHS 00YyCIOBIEHA

IIOABJICHUEM HOBOI'O TCpATOIrcHA

0OHapyKEHHEM JIaBHO CYIIECTBYIOIIETO TEPAaTOreHA

IIPOSIBJICHUEM CIy4aiHOM (DIFOKTyaIuu

YBCIMYCHUECM KOJIMYECTBA TCPATOI'CHOB

YMCHBIICHHUEM KOJIMYECTBA TCPATOICHOB

146

HquHHOﬁ, 3any,Z[H5{IOHleﬁ KIIMHUYCCKYIO TUAaTrHOCTUKY XPOMOCOMHBIX CHHAPOMOB
6C3XpOMOCOMHOFO aHaJIn3a, ABJIACTCA

OTCYTCTBHEC CTPOTIO MAaTOrHOMOHWYHBIX CUMIITOMOB

NEPCKPLIBAHUEC CUMIITOMOB Pa3JIMYHBIX XPOMOCOMHBIX CUHAPOMOB

IIOPOKH PAa3BUTHSA, XapaKTCPHBIC AJId XPOMOCOMHBIX CHHAPOMOB, MOT'YT Ha6J'IIOI[aTBC$I " Opu
HOPMAJIbHOM KapHuOTHUIIC

BapI/Ia6eJ'ILHOCTB MMPOSABJICHUA XPOMOCOMHBIX CUHAPOMOB Y Pa3HBIX OOJIBHBIX

0oJiee BRICOKAS 4acTOTa TEPATOICHHBIX CHHAPOMOB

147

MynbTudakropuanbHas Ipupoia U3BECTHA NP CIEAYIOMNX BPOXKACHHBIX aHOMAJIHSIX

aHsHIeanus u spina bifida

paciienuHbl TyOsl 1 HEOA

MMHUJIOPOCTCHO3

aXOHJIPOTLIA3H




148

K MHKpOAENEITMOHHBIM CHHPOMaM OTHOCSTCS 3a00JIeBaHUS

MYKOBHCIH 03

BeJIO-Kapauo-(hannagbHbI CHHAPOM

CUHAPOM (pparmibHON X-XpOMOCOMBI

CUHAPOM Bunesamca

perunoOIacTomMa

149

[Ipuunnoil Bo3HUKHOBEeHUs cuHapoMa [Ipanepa-Bumiu sBisieTcs

MHTepCTHIMANbHAs aenenuns 15q11-13

OIHOPOIUTCIIbCKAA TUCOMUS 15 XPOMOCOMBI

HapyILIECHUs B LICHTPE UMIIPUHTHHIA

mytauuu B rene SNRPN

mytauu B rene UBE3A

150

HpH‘IHHOﬁ BO3HUKHOBCHHA CUHAPOMA AHrenpMaHa SIBISETCS

WHTepcTUIManbHas aenenus 15q11-13

OJTHOPOJUTEIbCKAsA TUCOMUS 15 XpOMOCOMBI

HapyHICHUA B HCHTPEC UMIIPUHTUHI'A

mytauuu B reHe SNRPN

mytaiuu B rene UBE3A

151

Jlnst cunipoma Mapdana xapakTepHO

AHOMAJINU OpraHa 3pCHUA

BBICOKUH POCT

AHOMAJINH Pa3BUTHA Cep)Ie‘—IHO-COCYJII/ICTOI‘/II CHCTCMBI

AaHOMAJINU XpOMOCOM

152

CoucTanne MPU3HAKOB MO3BOJIACT MOATBECPAUTH CUHAPOM KHHﬁH(I)eHBTepa

HHU3KUU POCT




BBICOKUH POCT

YMCTBCHHAas OTCTAJIOCTh

THIIOI'CHUTAJIM3M

MOPOK cepia

153 | Ins cunapoma Kpy3oHa xapaKkTepHBI CIEIYIONINE TPU3HAKH

TUIEPTEIOPU3M

9K30(TaATBM

KpaHHUOCHUHOCTO3

THITIOIIIAa3HuA BerHeﬁ YCJIIIOCTHU

MHKPOI'CHUA

154 | TTopakeHue KOCTHOM CHCTEMBbI XapaKTePHO ISl CHHIPOMOB

Anepa

Xonr-Opama

Ilonanna

Kpucra-Cumenca-Typena

155 | Makpocomust 1 Makporedanus XapakTepHbI [UTsi CHHAPOMA

bekBura-Buaemana

Jloy

Coroca

Cekkens

Knunnens-Tpenone-Bebepa

156 | YMcTBEeHHAs OTCTAIOCTh B COYETAHUU C TATOJIOTHEH 3pCHUA XapaKTCPHBI AJId CHHAPOMOB

Mekkens

Koxkkeiina

PobGeptca




[lepeOpo-Trenaro-peHaILHOTO

[lIepemeBckoro-TepHepa

157

VYMcTBEHHas OTCTANIOCTh B COUSTAHUM C PacCICIVICHUEM TBEPAO-T'O HeOa u BerHeﬁ I‘Y6BI
XapaKTCPHLbI JJIsI CHHAPOMaA

Mekkens

Anemun ®ankonun

PoGeprca

Anepa

[IIepemeBckoro-TepHepa

158

YMcTBEeHHAs OTCTAJIOCTDb, a4 TAKIKC aHOMAJINHU NAJIBLECB PYK U HOT' BCTPEYACTCS IIpU CUHAPOMax

Kapnenrtepa

e Jlanre

Jloypenca-Myna-bapae-bumis

Cwmura-Jlemmn-Onura

[IepemeBckoro-Tepuepa

159

Cunapom Cerpa-Hot3eHa (akporedaloCHHIAKTHIINS ) UMEET CUMIITOMOKOMILIEKC, I KOTOPOTO
XapaKTepHbI

ACUMMCTpPHUA JIMIa

KpaHHUOCTCHO3

HOpPMaJIbHBIN pPOCT

IITO3

YMCTBCHHAA OTCTAJIOCTh

160

Hannuue renatociieHOMEraaIuu XapaKTCPHO AJId

MYKOIIOJIMCaxapnua0o3a

oosiezuu [Nome

cunpoma bexkBura-Bunemana




UMMYHOJC(PUITUTHBIX COCTOSTHUN

cunapoma ne Tonn—/[ebpe—DankoHH

161

Hanuuue makporioccuu XxapakTepHoO AJis

MYKOJIHIINA03a

TJIMKOI'€HO3a

TUIIOTUPCO3a

cunsipoma bexButa-Buaemana

anomaynu [Isepa PoGena

162

Hannuue atakcus MMOATBCPKAACT AUATrHO3 IJIA

0oxe3uu [Nomre

cunapoma Jlyn-bap

sHIIE()aTO—TPUTEMUHATIBHOTO AaHTHOMATO32

MHOIIaTun I[I-OI_HeHHa

cuHApomMa MopkHo

163

HOpa)KeHI/I}I CYCTAaBOB INOATBCPIKAACT JUATHO3

cunapoma Jlapcena

cunapoMma Ilenps-Ilokelipa

CHHApOMa HHaCTpO(queCKOﬁ JAUCIIIIa3un

cunnpoma Opumena-llleniona

cunpoma MenbHuka-Huica

164

[TonupakTunus xapakTepHa i CHHApOMa

Harepa

Onnuca Ban Kpesenbaa

Mekkens

[Tpanepa-Buin




Jlanrepa-I' upeona

165

Hannune y peGeHka aHOMaIHii pa3BUTHS MOXKET OBITh PACIICHEHO KaK

BpOXJIEHHOE 3a00JIeBaHNE

HaCJ'IeI[CTBeHHHﬁ CUHAPOM

MYJIbTH()AKTOPUATBHBIN JePEeKT

pE3YIbTAT TEPATOICHHOI'O BO3I[€I>1CTBHH

HpI/IO6pCTeHHaﬂ [1aToJIOrusa

166

CHOpa,I(I/I‘-ICCKI/Ie CJIydau HACJICACTBCHHOT O 3a00/1€BaHUs 3TO

(dheHoxonHMH

cerperupyromue 1e(GeKTs

CBCKHC MYyTalluu

IOBTOPAIOIIUCCA CEMCHHBIC ciydyan

cnyqaﬁ 3a0071e€BaHUs IIOCTIE IIPOITyCKa IMMOKOJICHUA

167

HpI/ISHaKaMI/I HaCJICICTBCHHBIX 3a00JIcBaHUM B OCJIOM ABJIAIOTCA

BOBJICUCHHE B ITATOJIOTMYECKUM mponecc HE-CKOJIbKUX CUCTEM U OpPTaHOB

cerperanust CUMIITOMOB B CEMbAX

MHUKPOaHOMAJIMU U HOPMAJIbHBIC BAPHUAHTHI (be—HOTHHa B pOJIM JUArHOCTUYCCKUX IMPU3HAKOB

BBICOKasA TEMIICpATy-pa TeJia

HEAOHOINICHHOCTD

168

OCHOBHBIMH IMprU3HaKaMu HACJICACTBCHHBIX 3a00J1€BaHU ABJISIOTCS

HEJIOPa3BUTHE WU YPE3MEPHOE PA3BUTHE OTACIIBHBIX YaCcTEH Tena

HeOOJbIION pa3dbpoc BO BpeMeHU MaHU(ECTAIIMH CUMIITOMOB 3a00JIEBaHUS

IMPOrpeCCUPOBAHUC IMTATOJIOTMYCCKOTO ITPOoIecca

MOJIOKUTENBHBIN 3(h(HeKT OT edeHus

OJIaronpUsTHBIN MPOTHO3 )KU3HU




169

OO6muMu Tpu3HaKaMH XPOMOCOMHBIX 00JIe3HEH SBIISIOTCS

HH3Kasl Macca TeJia U TOHOUIEHHOH OepeMEeHHOCTH

COYCTAaHUC YMCTBCHHOﬁ OTCTAJIOCTH C BPOKACHHBIMU IMOPOKAMHU PA3BUTHUA

COKpalCHUEC MMPOAOJLKUTCIIbHOCTHU )KU3HU

JACMIUTMCHTa A KOXHU

Cl'IeI_[I/I(bI/ILIeCKI/Iﬁ 3arrax MOo4u

170

TepmuH “cuHAPOM” BKIIIOYAET B C€0s CISAYIOIINE TIOHATHS

YCTOP'I‘II/IBOG COYCTAaHUC ITIOPOKOB PA3BUTHA PA3HBIX CUCTEM U OPTraHOB

OIMMCAHUC Y HCCKOJIbKUX OOJIBHBIX Pa3sHbIMU aBTOpaMU

YHHUKaJIbHOE ONMCaHne (eHOTHIIA

OIWH MOPOK pa3sBUTUA NHAYHUPYCT NOABJIICHUC APYTIUX aHOMaJIMH

CHy‘I&ﬁHOG, BIICPBBIC OITMCAHHOC COUCTAHUEC IPU3HAKOB

171

Jliia 6one3nu JlayHa XxapakTepeHbl IPU3HAKU

HEOOJIBIIION POCT

ne(popMHUpOBaHHbIE YIIN

MOPOK cepa

MOHTOJIOUHBIN pa3pes riia3

Ta30Basd IMOYKa

172

Bonee 50% 6oabpHBIX ¢ O0se3HbI0 JlayHa UMEIOT

MBIIICYHYIO THITIOTOHUTO

HHU3KUU POCT

IQ ot 25 o 50%

IMUIMCHTHYIO ACTCHEPAIUIO CETUYATKU

TYTOYXOCTh




173

bonesns JlayHa MOKET SBIIATHCS pPE3yJIbTaTOM

TpaHCJIIOKAIINun

MO3auIu3Ma

PETYJISIPHON TPHUCOMUU

MepeHeceHHON HHPeKIun

nprueMa TOKCUYCCKUX JICKAPCTBCHHBIX MIPCIIapaToB

174

OO6muMu pu3HaKaMu 1J1s TpucoMud 21 1 18 XpoMocoM SBIISIOTCS

IIOPOKH cepara

YHCIIO XpoMocoM 47

OTCTaBaHHUC B (1)I/I3I/I‘ICCKOM U ICUXUYCCKOM pa3BHUTUHU

IIOPOKH ITOJIOBBIX OPraHoOB

IIOPOKH I'J1a3

175

VY 6onbHBIX ¢ cuHApoMoM KnaitHdenbrepa MOKHO OOHAPYKHUTD

kapuorun XXY

kapuotun XXXY

XPOMATHUH—TIOJIOXKUTCIIbHBIC KIICTKH

IIATHA TUICPIIMTMCHTAIN

HU3KUH POCT

176

VY 6onbHbIX ¢ kKapuotumnom 47, XXY Bcrpedaercs

THHECKOMACTHUA

YMCTBCHHAA OTCTAJIOCTDb

Oecrtoane

BPOKACHHLBIC ITOPOKU JIMIla

TUIEPTPUXO03

177

XapakrtepHsble npusHaku cuHapoma [llepemesckoro-Tepuepa




BBICOKUH POCT

KPBIJIOBHUHBIC CKIIaAKH HA HICC

ouroppeHus

OTCYTCTBHUC BTOPHUYHBIX IMOJIOBBIX ITPU3HAKOB

THIICPIIMTMECHTUPOBAHHBIC IIITHA

178 | Cunapowm lllepermeBckoro-TepHepa TUarHOCTUPYETCS OOBIYHO B MyOEPTATHOM NEPUOIEC U
XapaKTepU3yeTcst

ameHopeeu

I10JIOBBIM I/IH(baHTI/IJII/ISMOM

HU3KUM POCTOM

BBIPpAXCHHBIM CHHIKCHUCM HMHTCIIJICKTA

TYTrOYXOCTbIO

179 | nst GOJBHBIX C CHHIPOMOM TPUCOMUH—X XapaKTEPHO

onuropeHus

BTOpHUYHAsA aMCHOPECS

KPBUIOBUJHBIC CKIIAIKN HA MICC

pacmienuHa Heba

AaHOMaJIMHU IMOBCACHUA

180 | V *eHIUH C CHHIPOMOM TPUCOMHH—X YaCTO HAXOJSAT

Oecruiogue

YMCTBEHHYIO OTCTaJIOCTh

MIEPBUYHYIO aMEHOPEIO

BBICOKUH POCT

AHOMAJIMM YITHOW PaKOBHHBI

181 | BposkieHHBIEC TTOPOKHU CEP/IIla MOTYT HACIISIOBATHCS 110




AOMUHAHTHOMY TUITY

PELeCCUBHOMY TUITY

X-CLEMJICHHOMY TUITY

MYJIbTH()AKTOPUATHHOMY THITY

VY-cuenjieHHOMY TUITY

182

K My.]'IBTI/I(baKTOpI/IaJ'II)HBIM BPOXICHHBIM aHOMAJIUAM OTHOCATCSA

pacrienuHa ryosl U Heba

aHsHIe AN

BpPOXKJICHHBIN BBIBUX Oenpa

IMUJIOPOCTCHO3

KayJAaJibHas perpeccus npu (peTaabHOM aIKOTr0JIbHOM CHHIIPOME

183

I'myxoTta coueraeTcsi ¢ aHOMaJIUAMU HapYHOTO yXa IIPU CUHIPOME

Tpuuepa-Konnunza

lNonbnenxaapa

Taynca-bpokc

PyOunreitna-Teiion

[Iepemeckoro-Tepuepa

184

K My.]'II:TI/I(baKTOpI/IaJIBHLIM 3a00JIeBaHUSIM OTHOCSITCS

XpOMO-COMHBIE 00JIE3HU

HU30JIMPOBAHHBIC BPOXKACHHBIC ITIOPOKU pa3-BUTUA

CUHAPOM MHOXCCTBCHHBIX BPOXKACHHBIX ITOPOKOB Pa3BU-THA

XpOHUYECKHE HEMH(EKIIMOHHBIE 3a00JIEBaHUS B3POCIBIX

XPOHHUYCCKUC I/IH(I)CKI_II/II/I

185

W3 BHYyTpUYTpOOHBIX MH(EKLUH K TIYyXOT€ MOT'YT IPUBOAUTH

cuduimc




KpacHyxa

TOKCOILIIa3MO3

ypeariazMo3

BHUPYC IpUIIIIa

186 | TeparorenHsM 3(pPEeKTOM B OTHOIICHUH BPOKICHHOM IITyXOThI 0013 Jat0T

CTPCIITOMHUIINH

XWHHUH

TAITUIOMHU]T

aHaJIbI'NH

HO-1II11a

187 | Ins cunapoma IlepenieBckoro-TepHepa XxapakTepHbIMU PU3HAKAMU SIBJISTFOTCS

IEpBHUYHAsA aMCHOPEA

kapuotun 45,X

BBICOKUH POCT

KPBIIOBUIHBIC KOKHBIC CKIIAIKH B o0nacTH meu

kapuotun 47,XXY

188 | K cunapomam yacTHUHBIX aHEYITIOUANN OTHOCSTCS

CUHIpPOM DBapjica

cunapom Boabga-Xupuxopaa

CHUH/IPOM TPUILIO-X

CUHJPOM “KOIIAYbero Kpuka’”’

189 | KimHuYecku Jisi XpOMOCOMHBIX 00JIE3HEH XapaKTepHO

HAJINYHUEC BPOXKIACHHBIX ITOPOKOB PA3BUTHA

OTCTaBaHUC B YMCTBCHHOM PA3BUTHUHN

HAJINYNEC MHOKCCTBCHHBIX ITPU3HAKOB }II/ISMOp(bOFeHeSa




HEOOBIYHBIHI OBCT U 3a11ax MO4YH

IIOMYTHCHHUEC POTrOBHUIIbI

190

Hocurenu pobepTCOHOBCKUX TpaHCIOKALUN

HUMEIOT KapUOTHII, COCTOSIIUN U3 45 XpOoMOCOM

KIIMHUYCCKU 3J0POBBI

MMEIOT MOBBIIICHHBINA PUCK POXKICHHS peOCHKA C XPOMOCOMHOM 00JIe3HBIO

HUMCIOT BPOKIACHHBIC ITIOPOKH PA3BUTHA

191

YKaKUTE BO3MOXKHBIC (DOPMYJIBI KAPHOTHUIIA TTPH CIISAYIOMEM CHMIITOMOKOMILIEKCE: HU3KUI POCT,
KOpOTKas 11esi, 00ukooOpa3Has rpyiHas KJIETKa, HeIOpa3BUTHE MOJIOBBIX OPIraHOB U BTOPUYHBIX
MIOJIOBBIX MPU3HAKOB

45,X

46,X,1(X)(q10)

46,XX/45,X

47, XXX

HpO(I)I/IJ'IaKTI/IKa (MG,I(I/IKO'FeHeTI/I‘leCKOG KOHCYJIbTUPOBAHUC, CKDUHUHT. MOHI/ITOpI/IHF) n JICUCHHUC

CKpI/IHI/IHF HOBOPOXACHHBIX HAa HACJIICACTBCHHBIC 00JIe3HU SIBIIIETCS METOA0M

npOopUIAKTUKA

JAUAarHOoCTUKHU

JICUCHUA

MOHUTOpHHTA

HpOFpaMMBI MacCCOBOI'0O CKpHUHHUHI'a IPOBOAATCA

6e3BbI00POYHO

CpCau IpyIill JIui ¢ BBICOKUM PHUCKOM Pa3BUTHUA TATOJIOTUU

B NOMMYJISIOUAX HE0O0IBIIOTO pasmepa

MIPU OTCYTCTBUU 3PPEKTUBHOTO METOa JiIeueHUs 3a00JIeBaHU

HpOFpaMMLI CCJIICKTHUBHOT'O CKpUHUHI'A IIPOBOJATCA




CpCau rpyiiil Jiui ¢ BBICOKUM PHUCKOM Pa3BUTHUSA IATOJIOTUHN

MIPH OTCYTCTBUU 3PPEKTUBHOTO METOa JieueHUs 3a00JIeBaHUS

JUIS BBISIBJICHUSI IIMPOKO PACIPOCTPaHEHHBIX 3a00JIeBaHUN

IpU OTCYTCTBUH 3((HEKTUBHOTO METO/1A JICUCHHUS 3a00I€BaAHUS

CeneKTUBHBIN CKPUHUHT [101Pa3yMEBAECT

JIMII U3 T'PYIIIIBI pUCKaA 10 JAHHOMY 3a00JIEBAHUIO

BCCX HOBOPOXKIACHHBIX

BCEX JIIOJEH, HACEJSIFOIUX TaHHBIN PETNOH

BCCX JIUII PCIIPOAYKTHUBHOT'O BO3pPACTa

HpOBe,I[eHI/Ie MacCCOBOI'0 CKpMHHHI'a HauoOoee uenecoo6pa3Ho IIpHu 4aCTOTC 3a0071eBaHus HE PEKE
4CM

1:10 000

1:50 000

1:10 0000

1:10 00000

[IporpaMMbl CKpUHHMHTA HA [IEPBOM 3Tare MO3BOJISIIOT

C(I)OpMI/IpOBaTB rpyniy pucka 1o pasBuTHUIO aToJIOrnu

YCTaHOBUTHb AWMArHO3 HACJICACTBCHHOT' O 3a001eBaHUs

YCTAaHOBUTDH YaCTOTY HACJICACTBCHHOT' O 3a001ecBaHUs

MOATBCPANUTL AUATrHO3 HACJICACTBCHHOT' O 3a00JIeBaHUS

HpI/I pa3pa60TI<e TECTa IJId IMPpOorpaMmM MacCOBOI'0O CKpUHHUHTIA JOITYCKACTCA HAJIMINC

JIO’)KHOTIOJIOKUTENIbHBIX Pe3ybTaToB He Oonee 1%

JIO’)KHOTIOJIOKUTENIbHBIX Pe3yIbTaToB He Oonee 5%

JIOKHOOTPHIIATENBHBIX pe3yabTaToB He 6onee 1%

JIO’)KHOOTPHIIATEIBHBIX Pe3yIbTaToB He Oosee 5%




[Tpu mpoBeieHUN CKPUHHUHTA OIS JIOKHOOTPHUIIATEIBHBIX PE3yJIbTATOB MOXKET COCTABIISATH HE
Oonee (B mpoIIeHTax)

0
0,5
1
3
9 [Tpu poBeIeHUN CKPUHKMHTA JTOTTYCTUMAS JTOJIS JIOKHOTIOJIOKUTEIIBHBIX PE3YIbTaTOB MOXKET
COCTaBJIATH He Ooniee (B mporieHTaX)
1
0,5
2
3
10 | IIporpaMMbl CKpUHHHTA KaK IPABHIIO HATIPABJICHBI HA BBISBICHHUE
ayTOCOMHO-PELIECCUBHOM MATOJIOTUH
ayTOCOMHO-/IOMHUHAHTHOMN MaTOJIOTHH
CUEIUIEHHOM ¢ X-XpOMOCOMOM MaTOJIOTHH
MHUTOXOH/IPHATBHOHN TTaTOJIOTHH
11 | OcHOBHBIME TPeOOBAHUSMU JIJISI BHEAPEHUS IPOrPAMMBI MACCOBOTO CKPUHUHTA SIBIISTIOTCS

BBICOKAs 4aCTOTa 3a00JIeBaHMs B MOILYJISLUH, HAINYKE J1Ta00PaTOPHOTO METOA, IPUTOJHOTO JUIs
MacCOBBIX 00ciieoBaHu, Hanure 3(pPeKTUBHOM Tepanuu, TSHKeI0e HHBATHIM3HPYIOIIee
TedyeHue 3a00JIeBaHMsI IPU OTCYTCTBUU JICUEHUS, HAIWYKE 00pa30BaTEIbHOrO 0JI0Ka, COLMAIBHO-
sKOHOMHYECKas 3 (HEKTUBHOCTh

HM3Kas 4acToTa 3a00JeBaHus B MomyJjdanuu, HaJInune pa3p8.60TaHHOFO METOJa ,Z[OpOIlOBOﬁ
AWNArHOCTUKH, HAJIMYUE CUMIITOMATHYCCKOIO JICHCHUA, TAXKEIO0C NHBAINIU3UPYIOUICC TCUCHUC
3a00JIeBaHUs Ha (I)OHG HpOBO,[[HMOﬁ TCpaInu, HEAO0CTATOYHAA I/IH(I)OpMI/IPOBaHHOCTB HaCCJICHUA,
HEJI0CTaTOYHAsI OCBEAOMIIEHHOCTD Bpaqeﬁ

0O0JIBIIION pa3Mep MOMYISALNUY, HU3Kas YacToTa 3a00JIeBaHsl, HaJTMUKUe CEPUU TTOCIEA0BATETHHBIX
Ja00paTOPHBIX METOJIOB, IPUTOAHBIX JIJII MAaCCOBBIX 00CIIeI0BaHMI, BapuadenpHas
3¢ (HeKTUBHOCTH IPOBOAUMOI Tepanuu,

MaJIbIi pa3Mep MOMYJISINH, HATHYUE JJab0OpaTOPHOTO METO/1a ISl 0OCIIeTI0BAHMS TIOMYIISITUN
MaJiol YMCIEHHOCTH, BapruadenbHas 3(()EeKTUBHOCTh MPOBOIMMON Tepanuu, HeAOCTAaTOUHAs




MH(GOPMHUPOBAHHOCTH HACEJICHUS, HEJJOCTATOYHAs! OCBEAOMIIEHHOCTh Bpave

12

OcHoBHas eJjb nporpaMm MacCoOBOIo0 HECOHATAJILHOT' O OHMOXMMHUYCCKOTO CKpUHUHI'a

BBIAABJICHHUC JIUII C IIATOJIOTHYCCKHMMHU I'CHOTHUIIAMHU Ha HOKHHHHHGCKOﬁ craaguun

IUTAHUPOBAHUE 3aTPaT HA PEaOUITUTAIINIO M COICPKAHKE MAIMEHTOB C HACIICJICTBEHHON
aTOJOTUEN

OLICHHUTDH paCHpOCTpaHéHHOCTB HaCJICACTBECHHOI'O 3a00/1eBaHus B TIOITYJIAINHA

IJIAHUPOBaHUE 00BEMA MEUKO-TCHETHYECKON ITOMOIIHM CEMbSIM, OTITOIIEHHBIM HACIICICTBEHHON
AaTOJIOTHEN

13

OcHoBHOE TpeOoBaHHE, TPEIBABISIEMOE K TPOrpaMMaM HEOHATAITBHOT'O CKPUHIHTA

AOCTYIIHOCTD JICYCHHS BBIABIICHHBIX OONBHBIX

BBICOKAsI 4aCTOTa 3a00JICBaHUH B TIOIYJISIIAN

OKOHOMMYECCKAs BbhIroJa

HEOOJIBIION pa3Mep MOMYJIALUN

14

HpOFpaMMH MacCOBOT'O HEOHATAIBHOTO OMOXUMHUYECKOTO CKpHUHUHI'A B POCCUU TPOBOJAATCA HA

(I)GHI/IJ'IKCTOHypI/IIO, MYKOBHUCIIUIO03, BpO)KI[éHHBIfI TUIoTHUPCO3, aI[peHOl"eHI/ITaJ'ILHHﬁ CHUHAPOM,
TraJJaKTO3EMHUIO

HEJ0CTATOYHO OMOTHHUIA3bI, MUTOXOHIPHAITLHBIC OOJIE3HU, TICPOKCHCOMHEIE 0OJIC3HH,
JIM30COMHBIE OOJIE3HU

xopero 'eHTUHITOHa, TPHUOHHBIE 00JIe3HHU, 001e3Hb AJlbLIreiiMepa, CIIMHOLEPEOeIIIIPHbIE
aTakcuu, 0onie3snpb LlTprommens

cupoM [layna, cunapom Perra, cunapom Maptuna-ber, cunapom AHrenabMaHa, TPUILION U0

15

HporpaMMa MacCCOBOI'O CKpMHHUHI'A Ha (bCHI/IJ'IKCTOHypI/IIO ObL1a BHCApPCHA B pOCCHUU B rony

1987

1983

1990

1996

16

[IporpamMMa MaccoBOro CKpUHUHTA Ha BPOXKAEHHBIN runotupeos Obuia BHEApPeHa B poccun B




rogy

1994

1990

1986

1998

17

[TporpamMmMbl CKpUHUHTA HA MYKOBHUCIIHJI03, aJpEHOTCHUTAIBHBIA CHHIPOM H TaJlaKTO3eMUI0 OBbLIH
BHEJIpEHBI B poccuu B rony

2006

2008

2002

2004

18

Bzsarue KpOBH IAJId HCOHATAJIBHOI'O CKPUHHHTI'A Y JOHOIICHHBIX HOBOpO)KI[éHHBIX OCYHICCTBIIAACTCA
Ha ACHBb )KU3HHU

3-5

8-9

19

Bisarue KpOBH IAJId HCOHATAJIbBHOI'O CKPUHHHTA Y HCJOHOIICHHBIX HOBOpO)KI[éHHLIX
OCYHICCTBIIAACTCA HA JCHb )KU3HH

7-14

21-28

3-5

15-20

20

OCHOBHBIM YUpPCKACHUECM, B KOTOPOM IIPOBOJUTCA 3a60p o6pa3u03 KpOBH ITpHU MPOBCACHUHN
MacCCoOBOI'o 06CJ'IC,Z[OB8.HI/I$I HOBOPOKACHHBIX JIeTel Ha HaclIeACTBEHHEIE 3a6OHeBaHI/I${, SABIIACTCA

pO)]PIJILHI)IfI AOM, UJIX UHOEC TOCYAAPCTBCHHOC NI MYHUITUIIAJIBHOC YUPCIKACHUC
3ApaBOOXpPaHCHUA, OKa3bIBAOIICC MEANIIMHCKYIO IMMOMOLIb XCHIIWHAM B IICpHUOA pOAOB

ACTCKasd MOJUKIMHUKA IO MECTY KUTCJILCTBA (HpI/I OTCYTCTBHUH B JOKYMCHTAIIU HOBOPOXIACHHOI'O




pebOeHka oTMeTKH 0 3a00pe 0Opasiia KpOBU B POJMIBHOM JOME)

CTallMOHAP, B KOTOPHII peOEHOK MepeBeIeH M0 MEAUIMHCKUM ITOKa3aHUsAM (IIPU OTCYTCTBUH B
JOKYMEHTAI[UH HOBOPOXKICHHOTO peOCHKA OTMETKHU 0 3a00pe 00pasiia KpOBH B POJIUIHLHOM JOME)

ropoJCKas IOJUKINHUKA IO MCCTY JKUTCIILCTBA pOI[PITCJICfI HOBOpO)KI[éHHOFO

21

JlaGoparopHoe ucciaenoBaHue 00pas3oB KPOBU HOBOPOXKACHHBIX JETEH MPH CKPUHUHTE Ha
HaCJIeICTBEHHBIE O0JIE3HU IPOBOIUTCS B

MGI[HKO-FGHGTquCKOﬁ KOHCYJIbTAalluU

POJMIIEHOM JIOME

JKEHCKOM KOHCYJIbTallUU

IMOJIMKIIMHUKE 11O MECTY KUTCIILCTBA

22

Hoz[TBepxcz[a}omaﬂ JAUArHoCTUKa Ha BTOPOM 3Tall€ IPorpaMM MaCCOBOI'O HECOHATAJIbHOI'O
CKPpHHHUHTA IIPOBOAUTCS B

PETUOHAJIIBHOM LICHTPC CKPUHUHTA

benepatbHOM MEIMKO-TCHETHUSCKOM IICHTPE

MCIHUKO-TCHETHYCCKOM KaOuHeTe paﬁOHHOﬁ 6OJ'IBHI/II_IC

NEANAaTPUICCKOM CTallMOHAPEC

23

[TepBrbIit ypoBEeHb MacCOBOT0 00CIIeIOBAaHUS OEPEMEHHBIX JKEHIITUH Ha BBISIBJICHUE TTATOJIOTUH
71012 MPOBOJIAT OpraHU3AINH CITYKOBI

aKYI_HepCKO'FI/IHGKOHOFI/I‘-ICCKOI\/'I

MEIUKO-T€HETHUECKON

TepaHeBTquCKOﬁ

HCHHanHqCCKOﬁ

24

OcHoBHOM 3ajaden MEpBOT0 YPOBHA MAaCCOBOT'O O6CJ'IC,Z[OBaHI/I$I 6CpeMCHHBIX JKCHIIMH SABJIACTCA

(dhopMUpOBaHME TPYMIIBI PUCKA 10 BHYTPUYTPOOHOM MaTOIOTHUH TUIOAA

InpeHaTaJibHad JUArHOCTUKaA XpOMOCOMHOfI IaTOJIOTUM 111044

npeHaTaJibHad JUArHoCTUKa MOHOI'€HHOM IaTOJIOTHH II0Aa

npeHaTtajJlbHad JUAarHoCTUKa BpO)K}IéHHBIX IIOPOKOB pa3BUTHA IJI0OAA




25

Ha nepBom ypoBHE MaccoBOro o0ciieoBaHNus O€pEMEHHBIX KEHIIWH POBOATCS

YIBTPa3BYKOBOE UCCIICIOBAHKE IIO/IA U OIIEHKA YPOBHS CBIBOPOTOUYHBIX MapKEPOB B KPOBU
OCpEeMEHHOM YKEHITUHBI

[UTOTEHETHYECKOE M MOJICKYJISIPHO-TEHETUIECKOE UCCIICIOBAHMS 00Pa3IloB, OMyUYEeHHBIX TIPU
OHMOTICUU XOpHUOHA

IMUTOICHETUYCCKOC U MOJICKYJIAPHO-TCHETUYCCKOC O6CJ'ICI[OBaHI/IH 6epCMeHHOﬁ KCHIIHNHBI

HCHUHBA3MBHOC MPCHATAIIbHOC TCCTUPOBAHNUEC U MHBA3UBHAA MIpCHATAJIbHAA JUArHOCTHKA

26

Brtopoii ypoBeHb MaccoBOro o0cieoBaHusl OEPEeMEHHBIX KEHIIIMH HA BBISBICHUE MMATOJIOTUU
IUIOJIA OCYIIECTBIISIIOT OPTraHU3alnu ciryx0bl

MEIUKO-T€HETUYSCKOM

aKyLIEPCKO-TUHEKOJIOTHYECKON

TepaHeBTquCKOﬁ

HeﬂHanquCKOﬁ

27

OCHOBHBIMU 33Jla4aMU BTOPOT'0 YPOBHSI MaCCOBOTO 00CIe0BaHMSI OEPEMEHHBIX JKCHIIIMH
SIBJISTFOTCS

ANAarHoCTUKa KOHKPETHBIX q)OpM MOpaXCHU 11044, OLCHKA TAKCCTU MAaTOJIOIUH, IMMPOTrHO3 AJIA
KU3HU U 30pOBbs peOeHKa

YTOYHCHUEC CPOKa 6epeMeHHOCTI/I, IJIAaHUPOBAHUEC NaThbl pOAOB

(hopMHpOBaHHE TPYIIITBI PUCKA IT0 BHYTPHUYTPOOHOM MMATOJIOTHUH TUIO/A U COCTABIICHUE IIaHa
o0cnenoBaHusl OEPEMEHHOM KEHITUHBI

BBISIBJICHHE YaCTOM MOHOT'€HHON NaTOJIOTHH y mioga

28

HpI/I MacCCOBOM ayAHNOJOTUYCCKOM CKPUHHUHIC HCO6XO,Z[I/IMO HUCCICI0BATH

00a yxa Ha (hoHe MOTHOTO MOKOs peOEHKa

OJIHO yXO0 Ha ()OHE MOJTHOTO MOKOS peOEHKa

o0a yxa npu miade pedEHka

OJIHO yXO TIpH IJ1ade peoeHka

29

OCHOBHBIM MCTOAOM IMPOBEACHHA IIEPBOr0 3Talla MaCCOBOIo ayJHuOJIOTHYECKOI0 CKPpUHHUHTa
SABJIACTCA




OLIEHKA BBI3BAHHOW OTOAKyCTHYECKON IMUCCUU

METO PETUCTpallui KOPOTKO-JIATCHTHBIX CJIYXOBBIX BbI3BAHHBIX ITOTCHIIUAIOB

HOBC,I[GHLIGCKI/Iﬁ ayanoTeCT

AITOPUTM «aHaJn3a (aKTOPOB PUCKA»

30

MonekyJIIpHO-TeHETUYECKUI CKPUHUHT PEKOMEHYETCS

IIpu OTCYTCTBUH HaJEXKHOTO OMOXHMUYECKOI0 UM HHOTO METOoJa

CYIIPYKECKUM Tapam, TUIAHUPYIOIUM OEpEMEHHOCTh, B TOM YHCIIE C HEOTATOMIEHHBIM CEMEHHBIM
aHaMHE30M

IIpHU UCITOJIB30BAHUHU NTOHOPCKHUX ITOJIOBBIX KJICTOK

BCEM HOBOPOXKICHHBIM

31

O,Z[HI/IM N3 OCHOBHBIX Tpe60BaHI/II7I U1 BHCAPCHUA ITPOTrpaMMbl MaCCOBOI'O CKpHMHHHI'A ABJIACTCA

BBICOKAs 4acTOTa 3a00JieBaHus B [nomyJaiauuu

HHM3Kas 4acToTa 3a00J1eBaHus B MoImyJasauuu

00JIbI1I0H pa3Mep NOMyJIALUuN

MaJIblii pa3mep MOMyJISIUN

32

OI[HI/IM N3 OCHOBHBIX Tp€6OBaHI/II>'I AJI1 BHCAPCHUA IPOrpaMMbl MAaCCOBOI'O CKpUHUHIA ABJIACTCA

HaJIM4uc na6opaT0pHor0 METOda, NPpUTIOAHOTO JIs1 MAaCCOBBIX O6CJ'I€,Z[OBaHI/II71

HaJu4ue pa3paboTaHHOTO METO/Ia JOPOJIOBON JUATHOCTUKHU

HAJIMYHME CEPUU MOCIIEAOBATEIBHBIX Ja00PATOPHBIX METOIOB, PUTOIHBIX JUISI MACCOBBIX
o0cenoBaHui

HaJIn4Ke J1abopaToOpHOro METOAA Il 0OCIIEA0BAaHU MOMYIIALNN MaJIOd YUCIEHHOCTH

33

O,ZIHI/IM N3 OCHOBHBIX Tpe6OBaHHI>'I JJI1 BHCAPCHUA IPOrpaMMbl MAaCCOBOI'0O CKpYHUHIA ABJIACTCA

Hay4yue d3PPEKTUBHOMN Teparuu

HaJIMYHUC CUMIITOMAaTUYCCKOI'O JICUHCHUA

BapuabenpHas 3 (HEKTUBHOCTH MTPOBOIUMOMN TEPATTHH,

OTCYTCTBHC 3(I)(I)CKTI/IBHBIX METOJ0B JICUHCHUA




34

OpHMM U3 OCHOBHBIX TpeOOBaHU /711 BHEAPEHUS MPOTrpaMMbl MAaCCOBOI'O CKPUHUHTA SIBIISIETCS

TSKEJI0€ MHBAIMIU3UPYIOLIEE TeUEHHE 3a00JI€eBaHMsI P OTCYTCTBUHU JIEUEHUS

TSDKEJIOe MHBATMN3UPYIOIee TeueHue 3a00eBanus Ha (hOHE MPOBOUMON TEpaIun

BapuabenbHas 3 PEKTUBHOCTb MPOBOIUMON TEPANTUU

HaJIMYME CEPUH TOCIICT0BATEIIBHBIX JJa0OPATOPHBIX METOJIOB, IPUTOIHBIX JIISI MACCOBBIX
o0cienoBaHuit

35 | OHUM U3 OCHOBHBIX TPEOOBAHUM JJIsl BHEIPSHHUSI POTPAMMBI MACCOBOTO CKPUHHHTA SBIISICTCS
Hajau4re o0pa3oBaTeIbLHOTO OJIOKA
HeJ0CTaTOYHAs HHPOPMUPOBAHHOCTH HACCIICHUS
BapuabenbHas 3 (HEKTUBHOCTH MMPOBOIUMOMN TEPAITUU
HEJI0OCTaTOYHasl OCBEIOMIIEHHOCTh Bpayeit
36 | JlueToTepanus nMpu MEPOKCUCOMHBIX 3a00JIEBAHUSAX MPUMEHACTCS TIPU
6one3nu Pedcyma
cunapome Llenserepa
HEOHATaJHbHOU aApPEeHONEHKOAUCTPOPHH
aKaTaja3eMuu
37 | IlpuMeHeHUE IIUIMHA C TIENBbI0 BBIBEJICHUS TOKCUYECKUX METa0OIUTOB Hanbomee 3pPeKTUBHO
MIPU OPTaHUYECKHUX aAlUAYPUSIX
M30BaJiepuaHoBasl alluIypus
METHJIMAJIOHOBAS aIllUAyPHS
MIPOMMOHOBAS AUy PHSI
[JIyTapoBas aluaypus Taml
38 | K TCHHOW Tepanuy OTHOCHUTCS TEPAIIeBTUYCCKUN TIOXO0T

IOoAaBJICHUS UJINM BOCCTAaHOBJIICHUA q)yHKHI/II/I I'€Ha

IIOAaBJICHUSA (I)CpMCHTaTHBHOf/'I aKTUBHOCTH OellKa




HUCIIOJIBb30BaHUA aHTI/IGI/IOTI/IKOTepaHI/II/I

TPaHCINIaHTaIUHU 3J0POBEIX KJIECTOK B3aMCH IMOBPEKICHHBIX

39

K IaTOrCHECTUYCCKOMY JICUCHU IO HACIICACTBCHHBIX 0o0JIe3HEH OTHOCHUTCS TepaHGBTI/I‘-IeCKI/If/'I noaxon

1o AaBJICHUS (bepMCHTaTI/IBHOI‘/'I aKTUBHOCTH OeJIKa

IoAaBJICHUA NI BOCCTAHOBJICHU A (bYHKI_[I/II/I I'¢Ha

HUCIIOJb30BaHUA aHTI/I6I/IOTI/IKOTepaHI/II/I

npepbIBaHus 0epeMEHHOCTH

40

OCHOBHOM HEAOCTATOK HUCIIOJIb30BAaHU aICHOBUPYCOB B Te€HHOMU TCpalluy 3aKJIH0YaCcTCA B

BBICOKOW MMMYHOTEHHOCTH U HEOOXOJUMOCTH MTOBTOPHBIX KYpPCOB JICUCHHUS

CJIOKHOCTH M3IOTOBJICHUSA HGO6XOI[I/IMOFO KOJIMYCCTBA IIpcriapara

BBICOKOM PUCKE HHCCPUHUOHHOI'O MYTAarcHe3a

pHUCKE pa3BUTHUS IUPPO3a MEUCHU B pe3yJIbTaTe aJICHOBUPYCHON MH(DEKITUN

41

CuMnToMaTH4YeCKOE JICUCHHUE HaCJICACTBCHHBIX Oouie3Hel IMPUMCHSACTCA

JUIA TFOOBIX HACIIEICTBEHHBIX OOJIE3HEH

TOJBKO JJIA 60JIC3HCI>1, HC UMCIOINIUX MAaTOT'CHCTUYCCKOI'O JICUCHUA

TOJIBKO JUISL HACJIEACTBEHHBIX 00JI€3HEN 0OMEHA BEIIECTB

TOJIBKO JUISI JIEUEHHs CeMEeHHBIX (GopM paka

42

K CUMIITOMAaTUYCCKOMY JICUCHHUIO HACJICACTBCHHBIX 0oJIe3HEH OTHOCUTCS TepaHeBTI/I‘ICCKI/Iﬁ
Ioaxon

HCITIOJIB30BaHUA aHTI/I6I/IOTI/IKOTepaHI/II/I

IIOAaBJICHUSA NI BOCCTAaHOBJICHUA (I)YHKI_II/II/I rC¢Ha

nojaBieHus: GepMEHTATUBHOI aKTUBHOCTHU Oelka

TPAaHCINIAaHTAIUU 3JOPOBBIX KJIETOK B3aMCH IMOBPEKICHHBIX

43

OCHOBHOM HEIOCTaTOK MCIOJIb30BAaHUS PETPOBUPYCOB B TEHHOM Tepanuy 3aKJII0YaeTCs B

BBICOKOM PUCKE NMHCCPUUOHHOI'O MYTArcHe3a




BBICOKOM HMMYHOT€HHOCTH U HEOOXOJUMOCTH MTOBTOPHBIX KYpPCOB JICUCHHUS

CJIOKHOCTH H3T'OTOBJICHUSA HCO6XO,Z[I/IMOFO KOJIMYCCTBA IIpC€Iiapara

PHUCKE pa3BUTHS LIUPPO3a IEYCHH B PE3yJIbTaTe BUPYCHOU MH(DEKIINU

44

Hewnszneunmocts psaaa HaCJI€ACTBEHHBIX Oone3Hen O6YCJ'IOBJ'I€Ha

KPUTHYECKHMMH HapyIIEeHUsIMA MopdoreHes3a B sMOpHoreHese

6BICTpI>IM Pa3BUTHEM PE3UCTCHTHOCTHU K XUMHUOTCPpAIIUU

BO3HHKHOBCHUEM MYTaHI/Iﬁ de novo B IIponecce JCYCHUA

AyTOCOMHO-JOMHWHAHTHBIM TUIIOM HACJICIOBAHUSA

45

q)epMeHTO?;aMeCTI/ITe.HI)HaSI TCparud MoKasaHa JJisd JICUCHUA

0oxe3uu [Nomre

(beHuIKeTOHypUn

MYKOBHCIIH/1032

runepdeHuIaIaHnHEMUU

46

TpaHCHHaHTaHI/ISI MEYEHH KaK CIIoco0 JIeueHUs reHeTHIEeCKOro 3a00JIeBaHus ITOKa3aHa npu

0oine3nn Bunbcona-Konosanosa

cunpome Bunemana-beksura

cunapoMe Ipanepa-Buiu

runepQeHnIaTaHuHEMUH

47

K opdannbsim B poccuiickoit ¢enepannu OTHOCAT 3a00J1€BaHUSI C YaCTOTOU

menee 1:10000 macenenus

oostee 1:10000 gacenenus

menee 1:1500 gacenenus

me”ee 1:2000 naceneuus

48

XHpypruyecKkoe JICUEHNE B paMKaxX CUMIITOMAaTHYECKON TEPATUHU MOKa3aHO IPU




MYKOIIOJIMCaxapruao3ax

(heHUITKETOHYpUH

runepdeHuIaIaHnHEMUU

Cunnpome Maprtuna-benn

49

IIpu cemeliHON THIIEPXOIECTEPUHEMUHN IIPUHIUIT AUETOTEPAIIUU 3AKIIF0YACTCS B OTPAaHUYCHUHN

KHUPOB

JIAKTO3bI

O€JIKOB

MCTHOHHHA

50

HpI/I HaCHe,I[CTBeHHOﬁ HCTICPCHOCHUMOCTH (bpy1(TO3I>I IIPUHIUITI IUCTOTCPAIINU 3aKJII0YaCTCA B
OI'paHUYCHUU

bpyKTO3BI

KHUPOB

0eJIKOB

MCETHOHHHA

51

[Ipu ranakrozemuu 1-ro TrIa DpUHLHKI AUETOTEPANIUU 3AKIIOYAETCS B OTPaHUYEHUN

TraJIaKTO3bI

KUPOB

0€eJIKOB

MECTHOHHMHA

52

HpI/I HCAOCTATOYHOCTH NUPYBATACTUAPOTICHA3HI [TIOKA3aHA JUCTA C OTPAHUYCHUCM

YTJIEBOJIOB

KUPOB

0EeJIKOB

COJIN




53

[Ipyu GpeHnIKeTOHYypHH NPUHIUN TUETOTEPAINH 3aKII0YAETCs B OTPAHUYEHUU MOCTYIIJICHUS B
OpraHu3M

(deHmmanaHNHA

JIM3UHA

METHOHHHA

apruHUHA

54

HpI/I THUPO3UHCMHUH 1-ro Tuna IIPUHIUIT JUETOTCPAIIMK 3aKITI0YACTCA B OTpaHUYCHHUH IMOCTYIIIICHHUA
B OpraHu3M

THUPO3NHA U (bCHI/IJ'IaJ'IaHI/IHa

JIU3MHAa U MECTHUOHHWHA

MCTHOHHUHA N apIruHHUHa

JIM3WHA U apruHruHa

55

HpI/I ,I[e(beKTaX MUKJIa MOYCBUHBI ITOKa3aHa AUCTa C OrpaHHYCHUCM

O€JIKOB

KHUPOB

YTJIEBOJIOB

COJIN

56

[Ipu rmukoreHo3ax nokaszaHa era

BBICOKOYTJICBOAHAs

HU3KOYTJICBOJHAA

BBICOKOOEIKOBAs

HU3K00ENKOBas

57

Nurubuposanue hepMeHTOB, HAXOASIINXCS BBILIE META0OIUYECKOr0 0JI0Ka, UCTIOIB3YIOT B
Tepanuu

THPO3WHEMHH 1-TO THIIA

(beHUITKETOHYPHH




cunapoma Bunemana-beksura

6one3nu Pedecyma

58

I/IHFI/I6I/IpOBaHI/IC (bepMeHTOB, HaXOoasAIHUXCA BBIIIC MeTa00IUYECKOr0 6.]'[01(3, HCIIOJIB3YIOT B
TCpalnu

JIN30COMHBIX 00JIe3HEH HAKOIUICHUS

cunapoma LlenbBerepa

cunpoma Bunemana-beksura

MUTOXOH/IpHAJIbHBIX 00JIe3HEN

59

Bocnonnenue He10CTaOMIETO MMpOAYKTa 6JIOKI/IpOBaHHOI>'I (bCpMCHTHOﬁ pCaKkiuun UCIOJIb3YIOT B
TCpalnu

Hap}IHIeHI/Iﬁ CHUHTE3a CTCPOUJHBIX TOPMOHOB

runepQeHnIaTaHuHEMUH

CEMEMHOM TUIepX0JeCTepUHEMUN

HACJIEICTBEHHON HETIEPEHOCHUMOCTH (PYKTO3BI

60

KodepmenTs! nprMeHs0TCs B JI€UEHUN HACJIEACTBEHHBIX 00Jie3HEeH 0OMeHa BEIIEeCTB IS

CTUMYJISIINH paboThI JeheKTHOTO hepMeHTa

CHIDKEHHUS TOKCHYHOCTH METa0OJIMTOB

BBIBCACHUA TOKCHUYHBIX MeTa0O0JIUTOB

YBCIMUYCHUA MMOCTYIIJIICHUA CY6CTpaTOB

61

Bricokne JO3bI OMOTHHA Ha3HAYAIOT JJIs1 JICUCHU L

nepumuTa OMOTUHUIA3EI

METHJIMAJIOHOBOM ariaeMIH

TOMOIIUCTUHYPUHA

TJTyTapoOBOW alulypHH

62

TeTpaI‘I/I,Z[pO6I/IOHTepI/IH HCIIOJIB3YCTCA B JICHCHUU




runepQeHnIaTaHuHEMUH

METHIMAJIOHOBOM :100501(51%070%¢

TOMOILIMCTUHYPUHU

[JIyTapOBOW alllypHUH

63 | OCHOBHBIM OrpaHUYCHHEM MTPUMECHEHUS (DEPMEHTHON 3aMECTUTEIILHOMN Tepariy SIBIISICTCS
HEBO3MOXKHOCTh MPOHUKHOBEHUSI (pepMeHTa uepe3 reMaTosHedamnieckuii 6apbep
OBICTpOE paspylieHue pepMeHTa
HU3Kas aKTUBHOCTH (DEPMEHTA B TKAHSIX
MMMYHHBIH OTBET Ha BBeJieHHE (pepMeHTa

64 | Ilogxoxd k Tepanuy HACIEACTBEHHBIX OOJe3Hel 0OMeHa, HAallpaBJICHHBIN Ha OrpaHUYEHUE
MOCTYyIUIEHHE cyOcTpaTa OIIOKMUPOBAHHOM peaklvy U3 MU Ha3bIBACTCS
JMETOTepaIus
cyOcTpat peayuupyolas Tepanus
AKTUBAIS MUHOPHBIX META0OIMICCKUX MTyTEH
Tepamnus GapMaKoJIOTHIECKUMH IIAlepOHAMH

65 | dapmakoIOTHYECKHUE IIAITEPOHBI MPEACTABIISIOT CO00i
MOJIEKYJIbI, CTAOMITM3UPYIOLINE U3MEHEHHBIN (PEPMEHT
OenKy, 3aluIIaoue Apyrue OeaKy oT pa3pylLIeHMsl IPY HarpeBaHUU
TPAHCIIOPTHBIE OEJIKHU, TOMOoTarolue (epMeHTy MPOHUKATh Yepe3 reMaTodHIehaTnIecKuil bapbep
0c00bIe CUTHAIBHBIE MOJIEKYJIBI, H3MEHSIOIINE MTATOTCHETUIECKUI KacKal PeakInid ipu
HACJIECTBEHHBIX 0OJIE3HAX

66 | Y manmeHToB C rajJlakTo3eMHel HaXOIIUXCS Ha TUETOTepaiy HaOIroaaeTcs eUIUT BUTAMAHA
D
A
B12




67

J171s1 BBIBEICHUS] M30BAJIEPUAHOBOM KUCIIOTHI MPU M30BAIIEPUAHOBOM alluAeMUU (ALY pHH)
MIPUMEHSIOT

TJIALAH

JICBOKApHUTHUH

OUOTUH

BpuTtaMuH B12

68

I[HSI BBIBCACHUA aMMOHUA TP HAPYHICHUAX HHUKJIa MOYCBHUHBI HA3HAYAOT

OcH30aT HATPHS

R 05080%05 1

JICBOKApHUTHUH

TJIFOKO3a

69

d)epMeHTHaa 3aMCCTHUTCIIbHAA TCPAIIUA IPUMCHACTCA IJIA JICHCHUA MYKOIIOJIUCAXapua030B
TUIIOB

LILIVAVIVII

LILHTAIVAVI

LILIIB

LILINA, VI

70

TpancmianTanus TeMOMOATHYECKUX CTBOJIOBBIX KJIETOK MPUMEHSETCS MPU HEKOTOPHIX
JEHKOIUCTPOPUIX, B TOM YUCIIE 00JIE3HU

Kpa66e

Anekcannepa

KanaBauna

[Menummyca-Menbiioaxepa

71

TpaHcruiaHTanys reMono3THYECKUX CTBOJIOBBIX KIJIETOK IPUMEHSETCS IPU HEKOTOPBIX
JIeUKoUCTPO(UAX, B TOM YUCIIE

MeTaxpoMaTUYECKOM NeiikoaucTpodun




Oone3Hu Anekcanaepa

oosiezuu Kanasana

oonesnu [lenmuumyca-Menbiioaxepa

72

TpaHCHHaHTaHI/IH IICYCHHU SABJIACTCA OAHUM H3 ITIOAXOO0B K JICYHCHHIO Takoi aAMHMHOAIINJ0IIaTUH, KaK

HEAOCTATOYHOCTD OpHI/ITI/IHTpaHCKap6OMI/IJIa3LI

(heHUITKETOHYpHUS

TOMOILIMCTUHYPUS

TUIIEPOPHUTUHEMUS

73

[Tpu npoBeneHUM PepMEHTHON 3aMECTUTEIBHON TEPAauK YPOBEHb INTMKO3aMHHOTIIMKAHOB MOYH

CHMIKACTCA

0OCTaeTCs CTaOUIBHBIM

ITIOBBIIIIACTCA

HC I/IH(1)OpMaTI/IBeH JJIA1 KOHTPOJIA JICUCHUA

74

I[J'Ifl BBIBEICHUEC TOKCUYHBIX MeTa00JIUTOB IIpU OPraHNYCCKUX allUAYyPUAX NIPUMCHAIOT

JICBOKApHUTHUH

TIULEPUH

MaJIbTOACKCTPUH

KYKYpY3HBIH Kpaxmai

75

AJ'IL(ba-,Z[-MaHHO3a JJI JICUCHU S BPOIKIACHHBIX Hap}/I_HCHI/Iﬁ THKO3UJINPOBAHUSA

MMPUMCEHACTCA, IJIA TUIIA 1B

MMPUMCEHACTCA, OJIA TUIIA la

MPUMCHACTCA, JIA TUIIA lc

HC IIPUMCHSACTCA

76

[IpenapaTtom 115t hepMEHTHOM 3aMECTUTENLHON Tepanuy MyKOIlorucaxapuao3a | Tuna susercs




JapoHuAa3a

unypcynbdasa

rajicyibdasa

cebennmnasa

77

[IpemapaTom it hepMeHTHON 3aMECTUTENBHON Tepanuu Mykonoiucaxapuaosa |l tuma sensercs

unypcynbdasa

JJapOHHIa3a

rancynbdasa

anocynbdaza

78

[IpemapaTom ig pepMeHTHON 3aMEeCTUTENBHON Tepanuu Mykonoiucaxapuaosa IVA tumna
SIBJIIETCS

anocynbhasa

rancynbdasa

rajncynbdasa

unypcynbdasa

79

[Ipenapatom 115t hepMEHTHOM 3aMEeCTUTENFHON Tepanuu MyKoroircaxapuao3a VI tuna seisercs

rajcynbdasa

JapoHuIa3a

unypcynbdasa

cebenumasa

80

[Ipenapatom 115t hepMEHTHOM 3aMECTUTETHLHOM Teparuu Mpu ASPUITATE TU30COMHOMN KUCTON
JIATIa3bl SBIISIETCS

cebenumasa

JIapOHHUda3a

aNrIIoKo3uaa3a anbda

rajcynbdasa




81

[IpenapaTtom 115t hepMEHTHOM 3aMECTUTEILHON Teparuy Py OOJIC3HH TIOMITE SIBJISICTCS

ANITIIIOKO3K/a3a aabda

cebennmnasa

rajicyibdasa

anocynbhasa

82

Haubonee paHHMMU M3MEHEHUSMU TIPH MTPOBEACHUN (PEPMEHTHOM 3aMECTHTEIBHOM TEpaIruy MpH

MYKOITIOJIMCaxapruao3¢€ sABJIACTCA

CHUIXCHUC YPOBHSA I'AI' B Moue u YMCHBIICHUC PAa3MCPOB IICUCHU U CCIIC3CHKHU

YIydlIeHUEC NOABMIKHOCTH CYCTaBOB U CHUJIBI MBIIIIL]

MOBBIIICHHE KU3HEHHOH EMKOCTH U O6H.[€FO 00BEMa JIErKUX

CHMKCHHEC aKTHBHOCTH IICYCHOYHBIX (bepMeHTOB

83

[Tpu npoBeneHuN GPepMEHTHON 3aMECTUTENBHON Tepanuu 0oJe3Hu (adpu B KPOBU CHUKAETCS
KOHIIEHTpaLus

m30-Gb3

nu30chUHTOMUETHHA

JInzo0-509

bocharununxonuna

84

KocTHbie aedopmariu npu Mmykomnosucaxapuao3ax Ha poHe (epMEHTHON 3aMECTUTEIbHON
Tepanuu

HE U3MCHAIOTCA

HCYC3al0T Ha (I)OHC (bCpMGHTHOfI 3aMEeCTUTEILHOI TCpalru 4€pe3 roa rnocjc Hayaja JCYCHHUA

ucye3aroT Ha oHe (epMEHTHOI 3aMeCTUTEIbHON TEpaIuy Yepe3 MATH JIET I0cyIe Havyalla JeueHus

HE TIPOTpeCCUPYIOT Ha (poHe HEepPMEHTHOI 3aMECTUTENHHON Tepanuu

85

AnTtuTena Kk GepMeHTy IpU MyKomojrcaxapuao3se | Tuna GopMupyroTes y % ManieHToB

90

50




0

menee 10

86

AnTHTENa K pepMeHTy Ipu MyKomoucaxapuaose i Tuna GopMHUpYOTCS y % NaleHToB

50

90

0

menee 10

87

BpeMH TMOJIY’KU3HHA (bepMeHTa B IJIa3MC KPOBH Y rancynbcbaSLI COCTaBJISICT OKOJIO

nojy4Jaca

5 gacoB

24 yacosB

2 4acoB

88

Jlnis maToreHeTHYecKol Tepanuu HeMpOHAIBHOTO LEPOUIHOTO JUMO(YCIIMHO3a 2 TUIIA
pa3paboTaH npenapar

LHEPJIUIIOHA3a anb(ba

cebenumasa

AJIINIIOKO3KJa3a anbcba

JapoHuIa3a

89

Z[J'ISI TCpannun He(prHaTI/I‘leCKOFO HUCTHHO3a MPUMCHSCTCA

nucTeaMuH

AUCTOTCpAIIUA

MMUPUIOKCHH

JeBeTHpaLeTam

90

[IpenapaTtom BIOOpa Tipu Tepanuu cuHapoma JIuaaia sBiaseTcs

aMUJIOpU




MUHEPATTOKOPTUKOU B

TUAPOXJIOPOTHA3U

CIIMPOHOJIAKTOH

91

310pOBBIM CYNPYKECKUM MapaM, MIIaHUPYIOLUIUM 0epeMEHHOCTh, MOXKET OBITh PEKOMEHI0BAaHO

HUCCICI0OBAaHUEC HA HOCUTCIILCTBO MyTaI_II/Iﬁ YaCThIX MOHOT€HHBIX 3a00JIEBAHMI

HUCCICOJOBAaHUEC HA HAJTMYHUC MHKpOI[CJ'ICLIHfI Y-XpOMOCOMI)I

MOJIEKYJISIPHOE KapUOTUIIMPOBAHUE

HCCIEA0BAHUE MYTAlMI B raMeTax

92

]_II/ITOFeHeTI/I‘leCKOC HCCJICAOBAHUC, KOTOPOC MOXKCET OBITh PCKOMCHAOBAHO 310POBbIM
CYIIPY’KECKUM IIapaM, INIAHUPYIOIIUM 6epCMeHHOCTL, Ha3bIBACTCA

daHaJIu3 KapuoTullia

FISH ananu3 Ha nHTEpha3zHBIX XPOMOCOMAaX JTUM(OIIUTOB

FISH ananu3 xpomocoM criepmMaTo301/10B

HCCICAO0OBAHUE TOJIOBOI'0 XpOMATHHA

93

Z[J'ISI 06CJ'I€,[[OB3HI/I$I KaHAUAAaTOB B JOHOPHI IMOJIOBBIX KJICTOK PEKOMCHIAOBAHO

CTaHAAPTHOC MUTOITCHETHUICCKOC UCCIICAOBAHNC

MOJICKYJISIPHOC KapUOTUITUPOBAHUC

CCKBCHHPOBAHUC DK30Ma

HCCIICA0OBAHMEC HA HAJIMYHUEC aHCYIIJIOUIMH B raMeTax

94

Cymnpyram, B ciydae OJIM3KOPOJICTBEHHOTO Opaka, He0OXO0IMMO MPOBECTH

aHaJIn3 Ha HOCUTCIBCTBO YaCThIX MYTaLII/Iﬁ pacinpoCTpaHCHHBIX MOHOI'CHHBIX 3a00JIeBaHUIMA

aHaJIU3 KapuoTHIa

AHAJIN3 aHCYIIJIOUAWH B raMeTax

TCCTUPOBAHUC HA MMPCAPACIIOIOKCHHOCTD K paCIIPOCTPAHCHHBIM ITOJIUTCHHBIM 3a00JIeBaHUSIM

95

Jlist perieHust BOrpoca IETOPOKICHHSI B CITydae BBISIBIICHHS Y CYNIPYT'H HOCHTEIbCTBA
poGepconoBckoi Tpancnokarmu (15;15) npu coxpanHoil pepTUIBLHOCTH y My>Ka HEOOXOJMMO




PCKOMCHAOBATH ITPOBCACHUC

nporpamm KO ¢ TOHOPCKUMHU OOIIUTaMHU

nporpamm OKO ¢ npenMmiaHTalnOHHBIM T€HETUYECKUM TECTUPOBAaHUEM SMOPHOHOB Ha
aHEYIUIOUIUHU

nporpamm OKO ¢ nporpamMmmMoi cypporaTHOro MaT€puHCTBa

MPEHATAIbHON MHBA3UBHON UTOI€HETUYECKON JUArHOCTUKHU

96

JInst penieHunst BOmpoca IeTOPOKACHUS B ClTy4dae BBISBICHUS Y CYIIPYT HOCHTEIILCTBA
poGepconoBckoii Tpancnokamyu (13;14) npu coxpanHoil pepTUIBHOCTH Y MYy>ka HEOOXOTUMO
pEKOMEHA0BaTh

MPOBCACHUC MMPCUMIINIAHTAIIMOHHOI'O I'CHECTHYCCKOTI'O TCCTUPOBAHUA 3M6pI/IOHOB Ha aHCYITIOWUHN

nposeaeHue nporpamm KO ¢ TOHOPCKMMU OOLIUTaMHU

npoBeaeHue nporpamm DKO ¢ TOHOPCKUMHU OOLIMTAMH U MPOTPAMMOM CYyppOTaTHOTO
MaTEpUHCTBA

MIEPEHOC JIOHOPCKUX IMOPHOHOB

97

My:x4rHe, KOTOPOMY IIPOBOJMIN XUMHOTEPAIHUIO, UIsl OLEHKH PUCKA HACJIEICTBEHBIX
3a00J1€BaHU Y TOTOMCTBA [10Ka3aHO [IPOBECTH

FISH ananu3 ciepmato3ouos

aHaJIW3 KapuoTHUIa

AHAJIN3 Ha HOCUTCJIbCTBO MMATOICHHBIX BAPHUAHTOB YaCThIX MOHOI'CHHBIX 3a00JIeBaHUM

CCKBCHHUPOBAHUC DK30Ma

98

q)aKTOpOM pUCKa, CYIICCTBCHHO ITOBBIIAOIIUM PUCK MOHOTCHHBIX 3a00J1eBaHUMI Y IOTOMCTBA,
SABJIACTCA

OIM3KOPOICTBEHHBIH Opak

BO3pAaCT Cynpyru crapuie 35 jget

KypeHue, yrnoTpeOieHne aaKoros

HaJINYHUC TAXKCIIBIX XPOHUYCCKUX MYJILTI/I(baKTOpHBIX 3a00JIeBaHUI B CEMbE

99

B ciyuae BbIsiBIIEHUS! HOCUTENBCTBA pOOEPCOHOBCKOM TpaHCIoOKaluu y cynpyru (21;21)
TEOPETUYECKHUI pUCK CHHAPOMA JJayHa y TOTOMCTBA COCTaBIISET IPOLICHTOB




100

75

50

25

100

B ciyuae, ecinu y myxka umeercs 3a00jieBaHNe, BBI3BAHHOE MyTAallUSIMH MUTOXOH/IPUAIBHOM JTHK,
PHUCK ero nepejadyu NOTOMCTBY COCTABIISIET (B mpoI1IeHTax)

menee 1

5-10

25

50

101

[TokazanueM J71s1 IPOBEICHUS TEHETUUECKOTO TECTUPOBAHUS LI ONPEETICHUS] HACIEACTBEHHOM
MPEIPACIIONOKEHHOCTH K PaKy MOJIOYHOM KEJNE3bl U AMYHUKOB SIBJISICTCS

Haju4uue >1 KpOBHOTO POJICTBEHHUKA ITEPBOM MJIM BTOPOK CTEIICHH POJCTBA C PAKOM MOJIOYHOMN
JKese3bl B Bo3pacTe <45 et

Haju4uue >1 KpOBHOTO POJICTBEHHUKA ITEPBOU MM BTOPOW CTETICHH POJICTBA C PAKOM MOJIOYHOU
JKeJe3bl B JIIDOOM BO3pacTe

Hajmu4ue >1 KPOBHOTO POJCTBEHHUKA MEPBOM UIIM BTOPOM CTENIEHU POJICTBA C PAKOM MOJIOYHOMN
JKeJe3bl B Bo3pacte <55 Jier

Hajm4gue >1 KpOBHOTO POJICTBEHHUKA TIEPBOM WIJIH BTOPOH CTEIIEHU POJCTBA C PAKOM MOJIOYHON
XKese3bl B Bo3pacTe <60 jeT

102

[TokazaHnueM 7151 IPOBEICHUS TEHETUUECKOTO TECTUPOBAHUSA JIJIsI ONIPEAECICHUS HACIEICTBEHHOM
MPEIPACIIONOKEHHOCTH K paKy MOJIOYHOM KeENE3bl U AMYHUKOB SIBJISICTCS

Hanumuue >1 KPOBHOI'O pOACTBCHHHKA HCpBOﬁ HnIn BTOpOfI CTCIICHU POACTBA C paKOM sSIMYHUKA

Hasaue >1 KpOBHOTO POJICTBEHHHKA NIEPBOW MIIM BTOPOH CTETIEHH POACTBA C PAKOM MOJIOYHOMN
’KeJe3bl B 1I000M BO3pacTe

Hajgu4ue >1 KpOBHOT'O pOJCTBEHHUKA IIEPBOM UJIM BTOPOM CTENEHU POJCTBA C PAKOM MOJIOYHOU
JKeme3bl B Bo3pacte <60 et

Hajgu4ue >1 KpOBHOT'O pOJICTBEHHUKA IEPBOM MJIM BTOPOM CTENEHU POJACTBA C PAKOM MOJOYHOH
JKeJe3bl B Bo3pacte <55 et

103

Iloxazanmem JJI1 TCHETUYCCKOI'0 TCCTUPOBAHUSA SABJIACTCA




CEMEHHBIN aHaMHE3 BHE3AITHOU CEPAEUYHON CMEPTH

YacCTBIC XKEITYAOUYKOBBIC 9KCTPACUCTOJIBI Yy IMallkCHTAa

HaJIM4Yue TUIIepTPpOoUN MUOKApAA JIEBOTO JKEIyA04YKa

CEMEHHBIN aHaMHe3 apTepUAIbHONU TUIIEPTEH3UU

104

Iloxazanuem IJId TCHETUYCCKOI'0 TCCTUPOBAHUA SABJIACTCA

CeMeMHbIN aHaMHe3 YUIMHEHHOTo uHTepBaina QT

YacCTBIC XKEITYAOUYKOBBIC 9KCTPACUCTOJIBI Yy IMallkCHTAa

HaJM4Yue TUIIEPTPOPUN MUOKApAA JIEBOTO JKEITYA0UYKa

CeMEHHBIM aHaMHE3 TeMOpPparn4eCKoro HHCyJibTa

105

Iloxazanmem AJI1 TCHETUYCCKOI'0 TCCTUPOBAHUA SABJIACTCA

CEeMEHbBIN aHaMHEe3 TUIEePTPOPUIECKON KapAMOMHUOTIATUN

YaCTBIC XKCITYAOUYKOBBIC 9KCTPACUCTOJIBI Y MaAlKUCHTA

HaJIMYHUC T'MIIOKNHE3a CTCHKU MUOKapAa JICBOI'O KEIIyJ04Ka

CEMEMHBIM aHaMHE3 UIIIEMHUYECKOTO HHCYJIbTa

106

OpHMM 13 CHOBHBIX MOJIXOJ0B K MEPBUYHON NPOPUITAKTHKE UIIEMUYECKOW 00JIe3HU cepaua
SIBJIIETCS

HEMCJIUKAMCHTO3HAA KOPPCKI A (I)aKTOpOB pucKka

Ha3HA4YCHUC aClIUpUHaA

TeHOTepaInus

O0TKa3 OT IMpucMa aJiIkoroJrsa

107

OAHMM U3 CHOBHBIX MOJIXOJI0OB K MEPBUYHON MPOoPUITaKTHKE UIIEMUYEeCKOi 00JIe3HU cepaua
SIBJISIETCS

IIpUEM CTaTUHA

Ha3HA4YCHUC aClIUpUHa

reHOTepanus

OTKa3 oT anéMa AJIKOI'OJIA




108

Haubonee 3Haunmas u 3ppextuBHas cTpaTerus npouaakTuku 0oae3Hel ¢ HaclIeCTBEHHOM
IPEAPACOI0KEHHOCTBIO SBIAETCS

CTpaTCrus BBICOKOI'O pUCKa

l'IOl'Iy.]'I?II.[PIOHHOﬁ CTpaTerus

CTpaTCrusd NpeHaTaJIbHOI'O CKpUHUHIA

CTpaTerusi BTOPUYHOM MPOPUIaKTUKH

109

Pannee reHeTuueckoe TCCTUPOBAHUC OIMPCACIIACT TAKTUKY JICUCHUA I[TPU

CUHAPOMC YUIMHCHHOI'O UHTECPBAJIa QT

HEKOMITaKTHOM KapaAuOoMHOIIaThun

peCTpHKTHBHOﬁ KapaAuOMUOIIaTHHU

HeaudhepeHIUPOBAHHON KapAMOMHUOIIATUU

110

Jlig npo(punakTUKK U paHHEN AMArHOCTUKH paka MOJIOYHOM KeJe3bl U IMYHUKOB Y HOCUTENEH
MATOTCHHBIX M BEPOSTHO MMATOTCHHBIX BapUAHTOB B reHax brcal u brca2 neooxoaumo

KIIMHUYCCKOC O6CJ'IC)IOB8.HI/IG MOJIOYHBIX KEJIC3 KAXKIBIC 6-12 mec HaunHasi ¢ 25 ner

PEKOMEHAOBATHL BCEM MALIUCHTKaAM CaHI)HI/IHFOO(l)OpeKTOMI/IIO

PEKOMEHAOBATHL BCEM MMAIMCHTKAM MACTOKTOMUIO

¢ 25 ner MPT MOno4HBIX KeJie3 ¢ KOHTPACTUPOBAHUEM WIIH Mammorpadus (eciau HET
Bo3MokHOCTH TipoBecTdt MPT) 1 pa3 B 2 roma

111 | Ecomn y npoGaH/ia, My>KYHHBI, YHACJIEJOBABILIETO TUIEPTPUX03 OT CBOETO OOJILHOTO OTLA, POJIUIICS
00JIbHOM CBIH C TEM e 3a00JIeBaHUEM, a )KeHa MPoOaHAa U BCE €€ POJICTBEHHUKH 3/10POBBI, TO
BEPOSATHOCTb POXKAEHUS OOJILHOTO ChIHA Y peOEHKa MPOoOaHa COCTaBIIAET IIPOLICHTOB
100
75
50
25

112 | Ecnu yactoTa MyKOBUCIM103a B tomyssanuu paBHa 1:10000, To puck pokaeHus pedeHka ¢ 3TuM

3a00JIeBaHUEM Y 3JI0POBBIX POJUTENEH, COCTABIISET (B IpOIIEHTAX)




0,01

10

113

[Ipu pacuere pucka poxkJaeHHs O0JIBHOTO peOeHKa y CYNpPYroB, CBSI3aHHBIX KPOBHBIM POACTBOM
HE00XO0IMMO JTOTIOJHUTEIBHO YUUTHIBATh

KO3 PHUIHEHT HUHOPUANHTA

YaCcTOTY BCTPEYaEMOCTH 3a00JIeBaHHS

BO3pacT CylpyroB

Hanu4uue 00JIbHBIX POACTBCHHUKOB

114

Puck poxnenus pedeHKa ¢ ayTOCOMHO-PEIIECCHBHBIM 3a00JICBAHUEM MTPU KPOBHOPOICTBEHHOM
Opake

ITIOBBIIIACTCA

ITIOHHXXaCTCsA

OCTACTCA TaKUM K€

3aBHCUT OT (1)OpMI>I TaJJaKTO3EMHH

115

BeposiTHOCTB poskieHus1 0601bHOTO peOeHKa B HOBOM Opake co 3A0POBBIM MYXUMHOM y )KEHILUHBI,
umerolei 0onpHOro pedénka ¢ 6one3npto Humana-ITuka, Becrpeuarommeiicss B MOMYIISILNU C
yactotoi 1:40000 cocrasisier (B mpoIIeHTaX)

0,25

0,5

1

1,5

116

BepositTHOCTB poskzieHust 601pbHOTO pedeHKa B Opake 310pOBOH JKEHITUHBI C 3J0POBBIM MYXYHHOMH,
UMCIOIITUM pe6éHKa, 00JILHOTO AHAPCHOTCHUTAJIBHBIM CHHAPOMOM IIPpHU 4aCTOTEC 3a00JIeBaHUs
1:280, coctaBuT MPOLEHTA

2,8

4,6




7,5

8,9

117

BeposiTHOCTB poXaeHus: 00JbHOTO peOeHKA B Opake O0JbHOT0 reMOpUINEH MY>KUYUHBI C 3JI0POBOM
KEHILMHOM, CEMENHBI aHaMHE3 KOTOPBIN HE OTATOUIEH 110 3TOMY 3a00JIEBAHUIO, COCTABIISAET
IPOIICHTOB

0

25

50

75

118

BeposiTHOCTB poskieHus1 00IbHOIO peOEHKA Y KEHIIMHbBI, HOCUTEJIbHUIBI MyTAllUU B I'€HE,
OTBETCTBEHHOM 3a TeMO(IINIO a, B Opake C 3710pOBBIM MY)KUMHON COCTABIISET

50 % It MAJIBYNKOB

25% HEe3aBUCHUMO OT I10J1a

25 % g 1eBoYeK

50% He3aBUCHUMO OT I10JIa

119

BeposTHOCTE TOBTOPHOTO POXKIAEHUST OOJILHOTO PEOCHKA C aXOHIPOIIa3uel B Opake 3J0pOBBIX HE
COCTOSIIIIUX B KPOBHOM POJICTBE POJIUTENEH, MPU OTCYCTBHH IPYTHX CIy4aeB 3a00I€BaHUS Y X
POJICTBEHHUKOB U 0€3 y4éTa TOHaJJHOTO MO3auI[M3Ma, COCTABIISIET MPOIIEHTOB

0

25

50

100

120

B 6pake OonbHOTO reModuireit A My>KYMHBI U 37J0POBOM KEHILUHBI, POJIOCIOBHAS KOTOPOil HE
OTATOIIEHA MO0 TeMOMUIINH, 0KUJIAETCs, YTO

BCC JCBOYKH 6YILYT HOCHUTCIIbHUIIaMU I'CHA

BCE MaJIbUUKH OyIyT OOJIBHBI

IIO0JJIOBHHA MAaJIbYHNKOB 6yI[yT OOJIBHBI

BCE JIEBOYKU OYAYyT OOJIbHBI




121

B Opake 310pOBBIX MYKUMHBI U KEHILUHBI, OTEI] KOTOPOIl cTpagaeT reModmiineii A, oxXumaeTcs
4TO

50% manbuukoB OyayT 00JbHBI, S0% MEeBOYEK HOCUTEIIHHHIIBI

100% manbuukoB OyayT 60JbHBI, 100% AeBOYEK HOCUTEILHUIIBI

100% manbunkoB 0yayT 310poBsel, 100% neBodyek OyayT OONBHBI,

50% neBouek OyayT 601bHBI, 100% MambuuKOB OyIyT 310POBbI

122

BepositHOCTh poskzieHust 601bHOr0 pedeHka y npodaHia My>KCKOT0 0J1a, CTPaJatoero
aXOHJIPOTIACTUYECKON KapIMKOBOCTHIO (CIIOPaJIMUECKHi Cllydail), B ero OyayiiemM Opake co
3I0POBOM JKEHIMHON COCTABIIAET IIPOLICHTOB

50

0

75

100

123

VY npoGanna, My>KYHHBI, CTPAAAIONMIETO IePEKTOM HOI'TeH M KOJICHHOW YallleuKH, YbH OTEIl U e
TaKXe CTpajJaliy 3TUM 3abosieBaHUEM, a OpaT 370poB, BeposTHOCTh poxkieHHs 00JIBHOr0 pedEHKa
IIPU BCTYIUIEHUH B OpaK cO 3/10pOBOM >KEHIIMHOM, COCTABISAET  MPOLIEHTOB

50

75

100

25

124

BepOHTHOCTB POXACHUSA 0O0JIBHOTO MYKOBUCIIUAO3M pe6éHKa Y 340POBBIX ponHTeneﬁ, HMCIOIIUX
ABYX 3JOPOBLIX JeTen (,Z[O‘-IB u CLIHa) n OJHOI'0 CbIHA, 0OO0JIBHOTO MYKOBUCIIUAO30M, COCTABJIACT

25% He 3aBUCUMO OT I10JI1a

50% He 3aBUCHUMO OT ITOJIa

50% nnst qouepeit

0 % He 3aBUCUMO OT I10JIa

125

BeposiTHOCTB poskieHus ellie 0JHOro 00JIbHOTO peGeHKa y 3I0pOBBbIX POAUTENEH, UMEIOIUX TPEX
00JIbHBIX MYKOBUCIIU030M JETEH, COCTABISET IPOLIEHTOB HE 3aBUCUMO OT I10J1a




25

50

100

126 | B 6pake 60JIbHOTO ayTOCOMHO-PELIECCUBHOM (JOPMOI aTbOMHM3MA MY>KUYUHBI CO 370POBOM
KEHIIUHOM, MaTh KOTOPOU MOpaKeHa TeM ke 3a00JIeBaHUEM, a OTeIl 310pOB, PUCK poxkaeHwMs
00JIbHOTO peOEHKA COCTABIISAET MIPOLICHTOB

50

0

25

100

127 | Puck poxxnenust 601pHOT0 peO&Hka B Opake 00JIbHOM ayTOCOMHO-periecCUBHON (hopMOit
QITBOMHU3MA KESHIIUHBI CO 3J0POBBIM MYXYHHOH, JIeJ] KOTOPOTO 10 OTIIOBCKOW JIMHUU TaKkKe
CTpajaJl Toi e GopMoii aTLOMHU3MA, COCTABIISCT

1/4

1/8

1/6

1/2

128 | Puck poxknenust 601pHOTO peOEHKa B Opake 00JLHOTO ayTOCOMHO-PEIleCCHBHON (hOpMO¥
aNbOMHU3MA MY>KYMHBI CO 3/I0POBOI1 JKEHIIIMHOM, OpaT KOTOpOil cTpaaaeT Tou xe Gopmoit
anbOMHU3MA, COCTaBJIET

1/3

3/4

2/3

1/2

129 | Puck poxaenus 601bHOro pedeHKa B Opake 3J0pOBBIX HE COCTOSIINUX B KPOBHOM POJICTBE
CYIPYTOB, K&KIBIH U3 KOTOPBIX UMEET CHOCOB, MOPAKEHHBIX OJMHAKOBOW ayTOCOMHO-
perieccuBHON (POPMOI MUTMEHTHOTO PETUHUTA, COCTABIISIET

1/9




1/16

1/4

130

B cembe, umeroreit pedenka c rpymmoit kposu 1(0) Rh(-), orenr kotoporo umeet 11(A), Rh(+)
rpymmy kpos, a Math umeeT I11(B), Rh(+) rpynmy kpoBu, BepostHoCTh poskacHHs peOCHKa ¢
IV(AB), Rh(+) rpynmoit kpoBu CocTaBisieT

3/16

1/8

1/4

1/2

131

B cembe, umerorieii pederka ¢ rpymmoit kposu 1(0) Rh(-), orenr koroporo umeet 11(A), Rh(+)
rpymmy kposu, a Math umeeT |11(B), Rh(+) rpynmy kpoBu, BepositHocTh poskiacHUs peOCHKa ¢
IV(AB), Rh(-) rpymmoii kpoBu Cocrasiser

1/16

1/8

1/4

1/2

132

Puck POXIACHUSA ele OJHOTO OOJIBHOTO CHIHA y )KCHH_II/IHH, HMEIoIIeH ABYX CBIHOBCﬁ, OOJIBHBIX
MBIIICYHOMN ,Z[HCTpO(I)HCﬁ I[IOIJ_ICHHa, U 310POBYIO 10Yb, COCTABJIACT ITPOLICHTOB

50

100

25

133

Puck POXIACHUSA OOJIBHOTO ChIHA Yy ao4ucpu >KCHH_II/IHLI, YbU CHIHOBBS OOJIEHBI MBIIIICYHOM
,Z[HCTpO(I)PICfI I[IOIJ_IGHHB., COCTaBJIACT IMPOLCHTOB

25

50

12,5




134 | V xeHIuHbI, UMEIOLIEH OJHOI0 3J0POBOT0 ChIHA, POJIHON OpaT KOTOPOM M [/ IO MAaTEpUHCKON
JMHUU CTPAJaI MbIeuHon auctpodueit AromenHa, Puck posxxaenns 601bHOTO ChIHA COCTABIISET
IPOIICHTOB
16,5
0
12,5
25
135 | Puck poxxnenust 6onbpHOro china y Jlouepu 6omapHOT0 remoduiueit A, yxe UMeroleit 1Byx
3JI0POBBIX CBIHOBEW U OZHY 3/10pPOBYIO J04b, COCTABJIAET  INPOLIEHTOB
50
25
12,5
0
136 | V koHCynbTUpYIOLIEHCS, SBISIOLIEHCS JoUepbio 00JIbHOTO reMopuiInei A, 1 UMeroIel 1ByX
3IIOPOBBIX CBIHOBEH U OIHY 3/I0POBYIO J109b, PUCK poXkIeHHs OOJIBHOTO BHYKA OT JI0UEpH
COCTABIISIET ___ TIPOIICHTOB
25
50
12,5
0
137 | Y 6onpHOTO POChaTamadeToM MYKYHHBI 0XKHIAETCS, YTO
100% neBovex OyyT OONBHBI, @ MATLYUKH 3/I0POBbI
100% ManpuukoB OyayT OOJBHBI, a IEBOYKH 30POBBI
50% neBouek 1 50% ManbuuKOB OyayT OONBHEI
50% ManpuuKoOB OyayT OOJBHBI, a IEBOYKH 30POBBI
138 | Jlnst 3710pOoBOTO FOHOIIH, JIBA JIAM KOTOPOTO TI0 MATEPHHCKOM JIMHUY YMEPITU OT MBIIIEYHOM




mctpoduu JonenHa, a yeTblpe pOAHBIX OpaTa 3I0pOBbI, 0KUIAETCS UYTO

PUCK OOLIETOMYAUOHHBIN

BCE MAJIbYUKH OyAyT OOJIbHBI

BCE JIEBOYKU OYAYyT OOJIBHBI

MOJIOBHHA JIeTel OyIyT OOIBHBI

139 | Puck nnst moromctBa My»XYHHBI, ONIEPUPOBAHHOTO B IETCTBE IO MOBOJY PETUHOOIACTOMBI U
MIPOUCXOJISIIIETO U3 CEMbU, OTATOLIEHHOW 3TUM 3a00JI€BaHHEM B MPEABLAYIINX TOKOJICHUSX, B
Opaxe co 370pOBOIi KEHITMHON U3 CEMbH, HE OTATOIIEHHON 3TUM 3a00JIeBaHHEM, C YIETOM
MEHETPAHTHOCTH TeHa, paBHoii 0,7, cocTaBiseT MPOLIEHTOB
35
70
50
5

140 | B Opake 1BOIOPOIHBIX CHOCOB, 3TOPOBOIA CECTPBI U OpaTa, CTPAJAIOIIEr0 ayTOCOMHO-PEIIECCUBHOMN
dbopmoii ['myxoneMoTsl, BeposTHOCTh pOXKIECHUS TITyXOHEMOTO peOeHKa COCTABIISET
1/8
1/2
1/4
1/16

141 | B Gpake ABOIOPOJHBIX CHOCOB, 3TOPOBOIA CECTPHI U OpaTa, CTPAJAIOIIET0 ayTOCOMHO-PEIIECCUBHOMN
¢dopmoii I'myxonemotsl, BeposiTHOCTE poxkIeHNs O0IBHOTO pebeHKa ¢
ayrocoMHO&#8209;perieccuBHBIM 3a00ieBaHuEM (03 yuéTa JieTalbHBIX SKBUBAICHTOB)
COCTaBIIsICT IPOIIEHTOB
18,75
12,5
6,25
25

142 | Puck poxxaenus 601bHOro pedéHka ¢ ayrocoMHo&#8209;perieccuBHBIM 3a00IeBaHNEM B Opake

JIBOIOPOJIHBIX OpaTta M CeCTphbl, IeJ] KOTOPBIX CTPajal ayTOCOMHO-PEIIeCCUBHOMN (opmoit




anpOuHN3Ma(0e3 yuéTa JeTalbHbIX SKBUBAJIEHTOB), COCTaBIISIET

1/16

1/4

1/8

1/64

143

JInst moToMcTBa OT Opaka ABOIOPOJIHBIX OpaTa M CeCTphbl, A€/ KOTOPBIX CTPaaail ayTOCOMHO-
perieccuBHOM (HOpMOH aTbOMHI3MA, PUCK POXKACHUS PEOEHKA ¢ ATbOMHU3MOM COCTaBIISIET

1/64

1/4

1/8

1/16

144

VY 35-1eTHero My>K4MHbl, OTELl KOTOPOIo CTpajiajl Xopeei TeHTUHITOHA, IIPU YCIOBUH, YTO K 35
rojam 20 npoueHTOB HOCUTENEN reHa 3TOro 3a00JIeBaHNs UMEIOT KIIMHUYECKHUE MTPOSIBIICHNUS,
BEPOSATHOCTb Pa3BUTHSI KIMHUUYECKUX CUMIITOMOB Ha MPOTSHKEHUH MOCIIEAYIOIIEN )KU3HU
COCTaBIIsIET IPOLIEHTOB

44.4

50

28,6

16,6

145

VY 50-1eTHETO MYX4MHBI, OTEL] KOTOPOIO CTpajall XOpee FreHTUHITOHA, IIPU yCIOBHUH, 4TO K 50
rojgam 60 MpoueHTOB HOCUTENEN reHa 3TOro 3a00JIeBaHNs UMEIOT KIIMHUYECKHE MPOSIBICHNUS,
BEPOATHOCTH PA3BUTHS KIIMHUYECKMX CUMITOMOB Ha MPOTSDKEHNUU TIOCIEAYIOUIEN )KU3HU
COCTaBJISIET IIPOLIEHTOB

28,6

50

37,5

16,6

146

VY 65-1€THEro My>K4rHbI, OTELl KOTOPOTo CTPajall XOpeel reHTUHITOHA, IPU YCIOBHUH, UTO K 65
ronam 90 MpoIEHTOB HOCHUTEJIEH TeHa 3TOT0 3a00JI€BaHNS UMEIOT KIIMHUYECKHUE MPOSBICHUS,
BCpOHTHOCTB paBBI/ITI/ISI KIMHNYCCKHUX CUMIITOMOB Ha HpOT?I)KGHHPI HOCJIGI[YIOIJ.[GfI KU3HU




COCTaBJIACT IIPOLICHTOB

9

50

474

25

147

Puck ams moToMcTBa 310pOBOM JKEHIIMHBI, MaTh KOTOPO# Obli1a 00JIbHA PETUHOOIACTOMOIH,
cocrosiel B Opake co 3J0POBbIM MY>KYMHON U3 CEMbH, HE OTSTOILIEHHOM STUM 3a00JIeBaHUEM, C
y4€TOM MEHETPAHTHOCTH IreHa, paBHoit 0,7, cocTaBisieT IPOLIEHTOB

5,25

17,5

35

50

148

Puck noBTopHOTro poxaeHus 00JIbHOTO peOeHKa B CEMbE, I'/I€ IEPBBIA PEOEHOK CTpagacT
cunpomoM JlayHa, a ¥V ora peO&Hka ObuIa BbIsIBICHA cOalaHCUpOBaHHAs TpaHciokanus 21/15,
COCTaBJISICT (B TIpoOIIEHTAX)

2-3

10-11

15-20

25

149

Puck noBTOpHOTrO poXXJIeHHUs O0JIBHOTO peOeHKa B ceMbe, /1€ IepBbIi peOEHOK cTpagaer
cunapomoM JlayHa, a Y oJIHOTO U3 poauTeiel peb€HKa Oblia BhIsIBJICHA COAlaHCUPOBAaHHAS
TpaHcinokanus 21/21, cocrasnsier IIPOLICHTOB

100

50

25

5

150

Puck noBTropHOTro poxaeHusi 00JIbHOTO peOeHKa B CEMbe, I'/ie EPBBIK PEOEHOK CTpagaeT
cuapomoM JlayHa, a Y marepu peG&HKa Oblia BbISIBIEHA cOAaHCUPOBaHHAs TPAHCIOKAIIHS
21/13, cocraBmsier IIPOLICHTOB




10-11

25

15-20

3-5

151 | BepossTHOCTH IOBTOPHOI'O POXKACHUS peOEHKa C CHHAPOMOM DJIBap/ca y MOJIOABIX POIUTENEH,
MMEIOIIUX HOPMaJIbHbIA KapUOTHUII COCTABIISET (B mpo1ieHTax)

oxoio 0

He Oouee 1

10-11

25

152 | Puck mOBTOPHOTO poKIeHUsT OOIBHOTO peOeHKA B CEMbE, I7I¢ MIEPBBI PEOSHOK CTpaacT
cunapomoM Ilatay, u ¥ onHoro u3 cynpyros Obiia oOHapykeHa Tpanciokaus (13/13),
COCTaBJISICT (B TIpOIIEHTAX)

100

50

25

Memnee 1

153 | Puck moBTOPHOIO poskeHUs O0IBHOrO pedeHKa Y MOJIOBIX POJUTENEH ¢ HOPMaIbHBIM
KapuOTHUIIOM, Y IEpPBOT0o peOEHKa KOTOPBIX OOHApyKeHa Mo3andHasi popma TPUCOMHUU 8§,
COCTAaBJISIET (B mpo1eHTax)

1

5

25

50

154 | Puck poxaeHust peOeHKa ¢ XpOMOCOMHOM MaTOJIOTUEH B CEMbE, TJI€ OTEIl UMEET MO3aNIHbBIN
kapuotur ¢ 15% knetok 47,XYY, a KapuoTUI Marepy HOPMAIbHBIN, COCTABIISET (B
MIPOLIEHTAX )

10-15




S-7

25-30

155

[ToBTOpHBII pUCK POXKAECHUS peOEHKA C CHHAPOMOM «KOILIAYbero KPUKay» Y MOJIOABIX POAUTENEH C
HOpPMaJIbHBIM KapUOTHUIIOM, UMEIOIIUX OAHOTO 3/I0POBOT0 peOEHKA U BTOPOro peO&HKa ¢
CHUH/IPOMOM «KOIIAUbero KpHUKa» U KOJBIEBOI XpoMOcoMoii 5, cocTaBiseT (B mpoueHTaX)

1

5

10

25

156

IToBTOpHBIN pUCK pOXkIEeHUS peOeHKa ¢ CHHAPOMOM JlayHa y MOJIOJIBIX pOAUTEINEH ¢ HOpMaIbHBIM
KapuOTUIIOM, UMEIOILUX IIEPBOT0 pedeHKa C CUHIPOMOM JlayHa, 00YCIOBIEHHBIM PETrYJISIpHOI
TpucoMuel 1o 21 xpomocome, cocTaBisieT (B MpoleHTaX)

1,0

0,5

157

Puck poxnenust pedbenka c 6one3npto Jlayna y marepu crapiie 40 €T cocTaBisieT

1:50

1:20

1:100

1:500

158

[Ipu npoBeneHrny GMOXMMHYECKOTO MPEHATAIBHOIO CKPUHUHTA OOHApYKeHHE Y OepeMEeHHOMN
KEHIIMHBI KOHIEHTpauui anbda-peronporenHa 1 HEeKOHbIOTTPOBAHHOTO 3CTPUOIIA HUKE HOPMBI,
a XOPUOHMYECKOI0 TOHAJ0TPONMHA BBILIIE HOPMBI, IIO3BOJISIET MPEANOI0KHUTH, YTO y IJI0a
nMeeTcst

XpOMOCOMHasA 1MaToJIOrud

nedexT HepBHOU TpyOkH (aHdHIedanus, spina bifida u 1.11.)




pacuienuHa ryosl u/unm Heba

MHOXCCTBCHHEBIC BPOXKACHHBIC IIOPOKH Pa3BUTHA

159 | B kieTkax BaruHaJIbHOTO SMUTENNS JEBOUKH ¢ cUHApoMoM [laTay MOkHO OOHApYKUTH
BAPPA

OJIHO TEJIbIIE

JIBa TeJblia

TPH TeJblia

HHW OJHOI'O TCIbIia

160 | IIpu o6HapyxeHUU "MOKHOTO" OTIIOBCTBA, YTO MPUHIUIUAIBHO H3MEHUT MPOTHO3 TTOTOMCTBA,
TaKTHKa Bpada-TeHETHKA B MEIUKO-T€HETUYECKON KOHCYIbTAlUU

TEHETUYECKUN PUCK COOOIIAETCS TOJIBKO JKEHILUHE

MH(POPMAIIHIO O PUCKE MOTYYaeT MY*XK

6ecez[a IMPOBOAUTCH C ABYMs CYIIpYyraMu

MYX mosrydaeT nHpopmaruio 6e3 yyera "I0KHOT0" OTIIOBCTBA

161 | YacroTa HacIeICTBEHHBIX U BPOXKICHHBIX 3a00JIEBAaHUH Y HOBOPOXKICHHBIX COCTABJISICT

5%

1%

10%

25%

162 | YacroTa XpOMOCOMHBIX 00JIE3HEH Y HOBOPOXKICHHBIX COCTABIISET

0,8%

0,1%

5%

10%

163 | YacToTa MOHOTEHHBIX OOJIE3HEH B pacueTe Ha HOBOPOKICHHBIX




1%

0,1%

0,5%

5%

164

OnTuManbHbIN pa3Mep NOnyJsuuu A1 GYHKIIMOHUPOBAHUS OJHON MEKPETHOHAIbHON METUKO-
FeHETUYECKOM KOHCYNIbTAllUU COCTABIISET

8-10 mutH

4-6 MmuH

2-3 MiIH

1-1,5 mu

165

OnTuManbHBIA pa3Mep MOMYISAIUN A7 QYHKIIMOHUPOBAHHS MEIMKO- T€HETHYECKON
KOHCYJIbTAIlU! COCTABIISIET

1-1,5 mua

2-3 MuIH

3-4 mutH

5-6 M

166

CDJ'IIOKTyaI_II/ISI YacCTOT BPOKACHHBIX ITOPOKOB Pa3BUTHUSA O3HAYACT

MPOSIBJIEHUE CITy4yaliHOM (DITIOKTYaIuu

O6H3.py>KCHI/Ie JaBHO CYHICCTBYIOIICTO TCPATOT'CHA

TMMOSIBJICHUE HOBOI'O TCPATOI'CHA

YBCIIUYCHUEC KOJINICCTBA TCPATOTCHOB

167

K mynbTudaxTopuanbHbM 3a001€BaHUSIM OTHOCATCS

HU30JIMPOBAHHBIC BPOXKACHHBIC ITOPOKU PA3BUTHUSA

XPOMOCOMHBIE OOJIE3HU

MOHOT'€HHBIC CUHAPOMBI MHOKCCTBCHHBIX BPOXICHHBIX ITOPOKOB PAa3BUTHUA

MH(DEKIMOHHBIEC 3a00JIeBaHUS




168

O,Z[HI/IM N3 OCHOBHBIX IMOAXOA0B, UCIIOJIB3YCMbBIM IJIA c60pa JAaHHBIX JIsI MOHUTOPUHTA
BPOXKACHHBIX ITIOPOKOB Pa3sBUTUA, SABJIACTCA

KOFOpTHBIfI METOJ

cOOp JaHHBIX TTO 00pAIIaeMOCTH

¢bukcamys crydaifHbIX HaXO00K

METOJ ((CJ'Iy‘l&ﬁ-KOHTpOJ'IB»

169

OCHOBHBIM IIPUHIUIIOM OpTraHHU3alrn SITHICMHUOJIOTHYCCKOI'0 pEruCTpa BPOXKIACHHBIX IIOPOKOB
Pa3BUTHUA ABJIICTCA

MOomyJIauOHHasd OCHOBA OpraHu3alnu

0OJILHMYHAS OCHOBA

cOOp MaHHBIX MMYTEM BBIOOPOYHBIX UCCIICTIOBAHUI

BBISIBJICHUC OTACJIBHBIX CIIY4acB BpO)KI[éHHBIX IIOPOKOB PA3BUTHA

170

MOHHTOpHHF BPOXICHHBIX ITIOPOKOB Pa3BUTHUA HaunbOoee 3(1)(1)CKTI/IBCH B IIOITYJIAUU C I'OJOBbBIM
YPOBHEM POKIAACMOCTHU HE MCHCC

20000

10000

5000

1000

171

OI[HOfI M3 3a1a4 MOHHUTOPHHI'A BPOKACHHBIX ITOPOKOB Pa3BUTHUA ABJISACTCA

BBISABJICHUEC HOBBIX TCPATOICHOB

JICYECHHE BBISBJICHHBIX OOJIBHBIX

BBISABJICHUEC HOBBIX CUHAPOMOB

pa3paboTka METO10B MPOPUIAKTHKI

172

I'maBHOM LEJIB0 MOHUTOPHUHTA BPOXKXACHHBIX ITIOPOKOB PA3BUTHUA ABJIACTCA

OMPCACIICHUC TOMYIIINUOHHBIX YaCTOT BPOXKACHHBIX IIOPOB PA3BUTHUA

JIEYEHHE BBIIBICHHBIX OOJIBLHBIX




BBISABJICHUC HOBBIX CUHAPOMOB

pa3paboTKa METOJJ0B NMPOPIIAKTUKI

173

OI[HOI>'I M3 OCHOBHBIX 3aJa4 MOHUTOPHUHI'A BPOKACHHBIX ITOPOKOB Pa3BUTHUA ABJIAIOTCA

BBIIBJICHHME HOBBIX TEPATOI'CHHBIX (baKTOPOB

JIEUEHHUE BELIIBJIEHHBIX OOJIBHBIX U conraJibHad MOoAACPIKKA UX cemein

BBIIBJICHHME HOBBIX CUHAPOMOB U pa3pa60T1<a METOA0B 11 UX JUAarHOCTUKH

pa3paboTKa METOJJ0B NMPOPIIAKTUKI

174

[IpakTHueckuM NpUMEHEHUEM NTPOTrPaMMbl MOHUTOPUHIA BPOKIEHHBIX OPOKOB pa3Butus (BIIP)
SIBJISIETCS

OLICHKA BJIMSAHUS PEHATAJIBbHOTO CKPUHUHTA U TpeHaTalibHOW quarHoctuk BIIP na wactory BIIP

JIEUEHHUE BBIIBIEHHBIX OOJBHBIX U conuraJIbHasA IMOoAACPKKa UX ceMei

BBISIBJICHUC HOBBIX CUHAPOMOB U pa3pa60TKa METOAOB AJId UX NUArHOCTHUKU

pa3pa60TKa MCTOAOB HpeHaTaHBHOﬁ n HpeI/IMHHaHTaHI/IOHHOﬁ JUAardHOCTUKH

175

[IpakTH4eckuM NpUMEHEHHEM NTPOTrPaMMbl MOHUTOPUHTA BPOKIEHHBIX MOPOKOB pa3Butus (BIIP)
SIBJISIETCS

olleHKa 3(pexTuBHOCTU NIepBUYHON npodunaktuku BITP

colpalibHas MoAJIep’KKa ceMel, nMeromux pedénka c BITP

BBISABJICHUC HOBBIX CUHAPOMOB U pa3pa60T1<a METOAO0B AJI1 UX JUArHOCTHUKHU

pa3paboTKa METOJOB MPEKOHIENIIHOHHON MPOPHUIaKTUKH

176

[Ipu MOHUTOpPUHTE BPOXKIACHHBIX MTOPOKOB pa3BuTHs (BIIP) yunTteiBatoTcs ciiydau BIp cpeau

JKUBOPOKIACHHBIX, MCPTBOPOKIACHHBIX U 3JIMMUHUPOBAHHBIX IIJIOJ0B C BIIP

KUBOPOXICHHBIX U CIIOHTAHHBIX 360pTOB

MCPTBOPOKACHHBIX

JKUBOPOKIACHHBIX U MCPTBOPOIKIACHHBIX

177

B cucreme MOHUTOPHHI'A pCTUCTPUPYIOTCA BpO)KI[éHHBIe IMOPOKH PA3BUTHUA, XaPAKTCPUIYCMbIC KaK




rpyOblie, IETKO BBISABIISIEMBIE IOPOKU

IIOPOKH BHYTPCHHUX OPraHoOB, Tpe6y}01une ,I[OHOJ'IHPITCJ'II)HOﬁ JUAardHOCTUKH

BHCIIHUEC ITOPOKH PA3BUTHA

MaJibIC aHOMAaJIUU Pa3BUTUA

178

B cucreme MOHUTOpUHTA HE YUYUTHIBAIOTCS TaKUE CIydau BPOXKJIECHHBIX MOpokoB pa3sutus (BIIP),
Kak

CTIIOHTaHHBIE A00PTHI

JKuBOpoxaeHHbIE ¢ BITP

MepTBOpOXaeHHbIE ¢ BITP

UHAyuupoBaHHble a0opTel ¢ BIIP, BbIsIBIEeHHBIMU NpEeHATAIBHO

179

OOHapykeHre y HOBOPOXKICHHOTO MOSICHUYHOW CITMHHOMO3TOBOM T'PBIKU, TUAPOIeh ATy U
KOCOJIaIIOCTH B CUCTEME MOHUTOpUHTIa 1o Mk6 10, koaupyercs

TOJIBKO KOAOM MOSICHUYHON CHMHHOMO3T'OBOM I'PBIKU C mnpouecbanneﬁ

KOJIOM CIIMHHOMO3TOBOU TPBIKH U KOJIOM THIIpOIe(aTiu

KOJIOM CIIMHHOMO3TOBOM I'PBDKU U KOCOJIAIIOCTHU

OTACIBHO KOAOM CIIMHHOMO3T' OBOI T'PBIKU, KOJJOM mnpoue(bam/m H KOJOM KOCOJIAIIOCTH

180

OO6Hapy»xeHre y HOBOPOKJIEHHOTO PacIIeIMHbBI TYOBl U He0a 1 oMdasonesne B CuCTeMe
Mouutopunra mo MKb 10, konupyercst

KOJIOM pacIleJIMHBI I'yObl U HEGA U KoJJ0M oM(asornerne

TOJIBKO KOJIOM PacIleIUHbI I'yObl U HEOa

TOJIBKO KOZ0M oMdastoriene

KaK MHOXCCTBCHHBLIC ITIOPOKU PA3BUTUA

181

HpI/I KOAUPOBAaHUU BPOKIACHHBIX aHOMAaJIMi HE BBI3BIBAET 3any1:[HeHHf/'I

MOJTBEPKICHHBIN THarHo3

AUar"Ho3s, BBISIBIICHHBIN TOJILKO Ipu MpeHaTaJIbHOM HCCJIICIOBAHUN

Hpe,Z[HOJ'IO)KI/ITeJ'IBHEJﬁ JHUAardo3




MepTBOpoxkAcHHBIN ¢ MBIIP 6e3 maroioroaHaTOMUYEeCKOTO UCCIIeIOBAHUS

182

B MOHUTOpHUHIE HE PETUCTPUPYETCS

PaCIICIICHUC A3bIYKa

nuadparmaibHas rpbhka

pacienHa Heba

arc¢He3us Io4YcK

183

MG)KILYHapOZ[HBIMI/I CUCTCMaMH PECrucCTpOB BpO)KI[éHHI)IX IIOPOKOB PAa3BUTHA SABJIAIOTCA

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 BpoxkAEHHBIX TOPOKOB Pa3BUTHS B OOJIBIIUHCTBE PETUCTPOB OCYLIECTBIIAETCS

210 7 THEU KU3HU HOBOPOXKJIECHHOI'O

B 1 IeHp KU3HU

710 OJIHOTO TO/1a XKU3HU peOEHKa

HeOFpaHI/I‘leHHHﬁ CpOK

185

OCHOBHBIM YCJIOBHEM BKJIFOUEHHUS B PETUCTP CIy4asi C BPOKAEHHBIM TOPOKOM Pa3BUTHSI SBIIIETCS

MMPOKHUBAHUEC MAaTCPU B PCTHOHC MOHHUTOPHUHI'A B TCUCHUC 6CpCMCHHOCTI/I

(bakTop MPOKMUBAHUS HE YUUTHIBAETCS

BO3pacT MaTcpu

BBIABJICHUC ITOPOKaA IIPCHATAJIBHO

186

[Ipu BBIsSIBIEHUU Y HOBOPOXKAEHHOTO MHOKECTBEHHBIX BPOXKACHHBIX MOpoKoB pazsutus (MBIIP)
KOJUPYIOT




Kax el u3 Bxogsamuii B MBIIP nopok pasBurtus

TOJIBKO OJJUH CaMBIH TSDKEIBIN IIOPOK

kozoM Q89.7 — MHOKECTBEHHBIE BPOXK/ICHHBIC AHOMAJIMH HEKJIacCU(UITUPOBAHHBIE B APYTHX
pyOpuxax

TOJIbKO BHEUTHUH JAe(PEKT

187

B ciyuyae ogHOBpeMEHHOTO BBISBICHHUS Y peO&HKa muenomenuronene T3-T4, snukanra,
BBICOKOI'O HEDA, IOTIOIHUTENBHBIX COCKOB, CIEAYET HUCIOIb30BaTh KO

Q05.6 — Spina bifida B rpyaHoM otaene 6e3 rumpouedanin

QO05.6 — Spina bifida BMecTe ¢ smHKaHTOM

Q05.6 — Spina bifida BMecTe ¢ BBICOKUM HEOOM

Q89.7 — MHOKECTBEHHBIE BPOK/IEHHBIE aHOMANIUU HEKJIacCU(PUIIMPOBAHHbBIE B IPYTUX PyOpHKaxX

188

ITpu aHOManu nbepa poOEHA UCTIONB3YIOT KO

Q87.0 — cuHaPOMBI BPOKICHHBIX aHOMAJINH, BIUSIOMINX MPEUMYIIECTBEHHO HA BHEITHUH BUJT
Iuua

Q35 — pacmienuna Heba

Q75.9 — BpoxxIeHHAs: aHOMAITKsSI KOCTEH Yeperia  JIMIa HEYTOYHEHHAs

Q18.8 — npyrue yrouHeHHbIE IOPOKU PA3BUTHS JIULIA U IIEU

189

B citydae BbIsIBIIEHHS Y HOBOPOXK/IEHHOTO MHUAHIIE(AINK U aMeIHH BEPXHUX KOHEUHOCTEH
KOJUPYIOT

Q00.2 - unsHnedamms u Q71.0 — mosTHOE OTCYTCTBHE BEPXHUX KOHEUHOCTEH

tosbko Q00.2 - uHMAHIIehaTHs

Tos1bKO Q71.0 — MOJIHOE OTCYTCTBUE BEPXHUX KOHEUHOCTEN

Q89.7 - MHOXeCcTBEeHHBIE BPOXKJICHHBIC aHOMAJINHY, HE KIIacCH(UITMPOBAHHBIEC B APYTUX PyOpUKax

190

Ecnu y HOBOpOXKJIEHHOTO BBISIBIICHBI paciielnHa ry0osl JeBocTopoHH s (Q36.9), Tpancno3unus
KpynHbIX cocynoB cepana (Q20.3), okomoymrHo# BeipocT (Q17.0), B OKOHYATENBHBIN TUATHO3
BBIHOCSIT KOJIBI

Q36.9 n Q20.3

Q36.9 1 Q20.3 1 Q17.0




Q3691 Q17.0

Q2031 Q17.0

191

[Tpu BBISIBIIEHUU COYETAHUS TOJIOMPO3IHIE(ATHUN C PACIICTUHON T'YOBI CIIEIyeT UCIOJIb30BaTh KOJI

TOJIBKO FOHOHpOSBHHC(baJ'II/II/I

roJIONPO33HIE(ATNN U PaCIIEIUHBI TYObI

MHO>KE€CTBEHHBIX BPOXKICHHBIX MOPOKOB Pa3BUTHSI, HEKJIACCU(PUIIMPOBAHHBIX B IPYrUX pyOpHKax

aHdHIIeDaTUn

192

Haunbomnee yactoii ayToCOMHOI TPUCOMHUEH, PETUCTPUPYEMOH Y CIIOHTaHHBIX a00OPTYCOB IIEPBOTO
TpuMecTpa OEpPEeMEHHOCTH, SBISETCS TPUCOMUS

16

21

18

193

Puck Pa3BUTHA 6I/IpO,Z[I/ITeJIBCKOFO TTOJIHOT'O ITY3BIPHOTO 3aHOCA IMMOBBIIICH

B OJIM3KOPOICTBEHHBIX Opakax

IIpH TPpUEME TOPMOHAIBHBIX KOHTPALCIITUBOB

B MOJIOABIX BO3PACTHLBIX I'pYIINax KCHIIUH

B CTapUINX BO3PACTHBIX I'pYyIIiax XCHIIUH

194

YacroTa TeTpamion iy B TPYyIIE CHOHTAHHBIX a00OPTYCOB C XPOMOCOMHBIMHU MYTalIUSIMU
BapbUPYET B Mana3oHe (B IpOLEHTax)

5-10

1-2

10-15

15-20

195

Yacrota TETpAIUIONAUHN NTOBBIICHA B I'PYIIIIC




aHAMOpPUOHUI

HEpa3BUBAIOLINXCSI OEPEMEHHOCTEH

CIIOHTAaHHBIX a60pTyc0B

CIIOHTaHHBIX a60pTyCOB OT KCHIIUH C ITPUBBIYHBIM HCBBIHAIIIMBAHHUEM 6€peM€HHOCTI/I

196

Hawnbosee yacToit reHOMHON MyTallMel, pErUCTPUPYEMON B IMOPHOHATIBFHOM MaTepuaje Ipu
HEBbIHAILIMBAaHUU OEPEMEHHOCTHU B IIEPBOM TPUMECTPE, SBISCTCS

TPUCOMHSI [TO AyTOCOMaM

MOHOCOMHUA 110 ayTOCOMaM

AHCYIIJION AU I10 ITOJIOBBIM XpOMOCOMamM

TPUILIOU AN A

197

C KHUBOPOKIACHHUEM HC COBMCCTHUMBbI

MOHOCOMHH 11O ayTOCOMaM

TPUCOMMUH I10 ayTOCOMaM

TPUCOMMH I10 ITOJOBBIM XpOMOCOMaM

C6aJ'IaHCI/Ip0BaHHBI€ TPpaHCJIOKalIun

198

BepOHTHOCTB POXACHUS 310POBOI0 MIOTOMCTBA Y HOCHUTEIEH pO6CpTCOHOBCKOI>'I TPaHCJIOKaIun
MCKAY TOMOJIOTUYHBIMU XpOMOCOMaMH pPaBHA (B HpOI_IeHTaX)

0

25

100

50

199

BeposiTHOCTB poskaeHUsT GEHOTUITUYECKH 3/I0POBOrO IIOTOMCTBA Y HOCHTENEeH poOepTCOHOBCKOM
TPAHCIOKAIIMY MEXAY HETOMOJOTHYHBIMU XPOMOCOMAaMH paBHa

2/3

1/3

1/6




1/2

200

OCHOBHBIM MEXaHU3MOM ACUCTBHS NIpenapaTa «CIUHPa3a» UCIOJIb3yMOIO IPHU JICUEHUU
CIMHAIBHOI MBIIICYHOH aTpouH, 00yCIOBICHHBINH MyTalusiMu B rene SMN 1, sBnsercs
IIPHU CIUIAMCUHTE

coxpaHeHue k30Ha 7 reHa SMN2

coxpaHeHue 3k30Ha § reHa SMN 1

BbIpe3aHMe 9K30Ha 7 reHa SMN2

BbIpe3aHue dk30Ha 8 reHa SMN2

201

[TaToreneTnueckuii mpemnapar, MoBbIMIAOLINI KonudecTBO AedexTHOoro 6enka CFTR Ha
MMOBEPXHOCTHU KJIETKH, HA3bIBACTCS

KOPPEKTOP

IIOTCHIUATOP

HHIOYKTOP

CTUMYJIATOP

202

[TaTorenernueckuii npemnapar, KOTOpblii ycuiaubaeT akTUBHOCTh Oenka CFTR, Haxonsmerocs Ha
IIOBEPXHOCTHU KIIETKH, Ha3bIBACTCS

MOTEHIIUATOP

KOPPEKTOP

HUHIYKTOP

CTUMYJIATOD

203

«30II0TBIM CTaHAApTOM» JUArHOCTUKU MYKOBUCHIHUA03a SABJIACTCA

oTpe/ielICHUE YPOBHS XJIOPHIOB B TOTOBOH KHIKOCTH

OIIPCACIICHUC TPOBOAUMOCTHU I10TaA

JHK-aunarnoctuka

OIPCACIICHUC YPOBHA KMMYHOPCAKTUBHOI'O TPUIICKUHOI'CHA B KPOBU

204

IlonoxuTeabHEIM pPE3YyIbTaTOM IIOTOBOM HpO6LI Ipu ONIPCACICHUU YPOBHA XJIOPUAOB SABJISACTCA
IIOKa3aTecjib MMOJIb/JT




64

32

12

215

205

HOFpaHI/I‘lHBIM PE3YyJIbTATOM IIOTOBOM HpO6BI IIpH OIIPCACICHUHN IIPOBOAUMOCTH I10TA SABJIACTCA
IIOKa3aTeiib MMOJIB/JT

68

44

95

41

206

K nmonosxkurensHEIM pe3yiibTaTaM IIOTOBOM l'IpO6BI OTHOCATCA PE3YyJIbTAThI

XJIOpUABI 65 MMOJIB/JI, IPOBOAMMOCTE 92 MMOJIB/JT

xaopuabl 40 MMOJIB/J1, MPOBOAMMOCTH 68 MMOJIB/JT

XJIOPUJIBI 28 MMOJIB/JT, TPOBOJIUMOCTH 76 MMOJIB/JT

xytopu el 120 MMOb/11, TpoBOAUMOCTE 190 MMOITB/1

207

HpI/I HEBO3MOXXHOCTHU IMPOBEACHUA ITOTOBOI'O TECTA JISI AMAI'HOCTUKHW MYKOBUCIIH 1034 IIOKa3aHO

MOJICKYIIIPHO-TCHETUYCCKOC TCCTUPOBAHUC

ONpeaAcCICHUEC NMMYHOPCAKTHUBHOTO TPUIICHHOTCHA B KPOBH

olpeziesieHUue YPOBHS HATPUs B MOYE

KOMIIbIOTEpHAst TOMOTpadusi OpraHoOB TPYAHOM MMOJIOCTH

208

CxeMa HeOHaTaJILHOTO CKpUHHUHI'a HA MYKOBHUCIIUJI03 B Poccuiickoii d)euepaum/l UMCECT BUJ

HNPT-UPT-IloroBas npoba

HNPT-AHK (uacteie mytanumn)-IToToBas mpoOa

JHK (uacteie mytanuun)-MPT-IToToBas nmpoba

NPT-Ilankpeatut-accounnpoBaHHblil nporenn-IloroBas nmpoda




209

HopMmasbHble 3HaYCHHS YPOBHSI HMMYHOPEAKTUBHOTO TPUIICKHA Y IOHOIIIEHHBIX HOBOPOXKICHHBIX
OTIPEIEISIOTCS HI/MI

menblue 40

MeHbIIe 65

menbe 50

ooubie 40

210

HJ’I?I npeHaTaanoﬁ JAUArHoOCTUKNU MYKOBHCIIN 034 B ITIOJIHOCTBIO HCHH(bOpMaTHBHOﬁ I JHK-
JANAarHOoCTUKHU CEMBE IIPUMEHSIOT

M3MEpEHUE aKTUBHOCTH TaMMArTyTaMIJITPAHCIICTITHIa3bl, AMUHOIICTITAA3bl U KHIIIEYHON (OPMBI
IeI09HOH Gocdaraspl B aMHHOTHIESCKOM KUIKOCTH

MeTos1 NGS ¢ ucnonb30BaHHEM TEXHOJIOTUH TapreTHOTO 000rallleHus BCeX KOIUPYIOLIUX,
MIpUJIEraloIluX UHTPOHHBIX, a Takke 3 - u 5'-HeTpaHcnupyeMbix obnacteit rena CFTR

kocBeHHY10 JJHK-nuarnoctuky (ananus BHyTpureHHsix u cuemieHHsix ¢ resoM CFTR JIHK-
MapKepoB)

KOJINYECTBEHHYIO (hIIyOpPECLIEHTHYIO MybTHILIEKCHYO TTL[P

211

Jlnst mpeHaTaabHON TMarHOCTUKU MYKOBHCLIM/I03a B CEMbe, MMEIOLIEeH 00JIbHOr0 pedEéHKa ¢
HEeUIEHTU(PHULIPOBAHHBIMH NTaTOT€HHBIMHU BapHaHTaMH, 11eJ1eCO00pa3HO MPUMEHUTh

kocBeHHy0 JIHK-nuarnoctuky (ananus BHyTpureHHsIx U cuemieHHsix ¢ resoM CFTR JIHK-
MapKepoB)

HU3MEPCHUC AKTHUBHOCTU NAMMArilyTaMHUJITPAHCIICITUAA3bl, aAMUHOIICTITUAA3bI U KHIIIEYHOM (I)OpMBI
IIEI0YHON (I)OC(l)aTaBLI B aMHHOTHUYECKOH KHUIKOCTH

MLPA (MynbTUIJIEKCHYIO JINTA3HYIO 30H/I0BYIO aMIUIA(UKAIIHIO)

cekBeHupoBanue no CeHrepy

212

MexaHusm neiicTBUs JopHa3bl-aibda (MyJIbMO3UMa) 3aKIIF0YaeTCs B

paciuernieHu Mosiekyn BHekierounon JTHK

NMOTCHIIMUPOBAHUN paGOTBI XJIOPHOI'O KaHaJia

0aKTEepUOCTATHYECKOM JICHCTBUH

bakrepuounaHom neicTBUA

213

[Ipenapat uBakadtop (kamuaexo, VX-770), mpuMeHsIeMbIN )11 TATOTEHETHIECKON Teparuu




MYKOBHCIIM034, [T0 MCXAaHU3MY HGfICTBHSI SABJISACTCA

MMOTCHIUATOPOM

KOPPEKTOPOM

UHIYKTOPOM

CTUMYJISITOPOM

214

[TaTorenernueckue npemnaparsl Ui TEPATUH MyKOBHCIUI03a Yy OOJIBHBIX C T€HETUYECKUMU
BapuaHnTamMu [l knacca mo MexaHusmy JENCTBUS SABIISIOTCA

MOJYJIATOPAMHU

moTeHOHaTOpaMu

KOpPpPEKTOpamMu

CTa6I/IHI/ISaTOpaMI/I

215

JJ1s maToreHeTH4ecKOol Tepanuy MyKOBUCIM03a y manuenta ¢ renorunom f508del/f508del
HauboJIee 1eaecoo0pa3Ho MpUMEHEHHUE perapara

Cumpaeko (Symdeko, Te3akadpTopa u VX-770)

Opxam6u (Orkambi, VX-809 u VX-770)

JIromakadrop (VX-809)

Wrakadrop (Kamuaeko, VX-770)

216

Z[J'ISI MMaTOreHETHYECKOM TE€paIlMyu MYKOBUCIHUA03a Yy MANUCHTA C HAJIMYUEM XOTA OBI OJHOM KOIIUH
TCHCTUYCCKOI'O BapuaHTa G551 B rene cftr HacCTOATENIBHO PCKOMCHAYCTCA UCII0JIB30BATh

Wrakadrop (Kamuaexo, VX-770)

Cumpaeko (Symdeko, Te3akadpTopa u VX-770)

Opkam6u (Orkambi, VX-809 u VX-770)

JIromakadrop (VX-809)

217

Koppekropsr CFTR

yiyumaroT ¢onauar 6enka CFTR

BOCCTaHaBJIMBAIOT (I)YHKI_[I/IIO HMOHHOI'O KaHaJjia




yBennuuBaioT kommuectBa 6enka CFTR

yiyumaroT ctabmibHOCTh CFTR 1 cHIKAIOT Jierpaanuro

218 | Monekynbl mytanTtHoro 6einka CFTR, pacnonaratoniyecs: B aluKaabHOM MeMOpaHe SIBIISIOTCS
MUIICHBIO

MMOTEHILIMATOPOB

KOPPEKTOPOB

HUHIYKTOPOB

CTUMYJIATOPOB

219 | TlorenmmaTopsr CFTR

BOCCTaHABJIMBAKOT (I)YHKLII/IIO HMOHHOI'O KaHajia

yBenuuuBaroT KonudectBa Oenka CFTR

yiyuawaroT ctabunbHocTh CFTR 1 cHukaroT aerpaganuio

yayumatot ¢poaaunr 6enka CFTR

220 | Crabummszaropsl CFTR

ynyumatoT ctabuinbHocTh CFTR 1 cHuxaroT nerpaganuro 6emnka

BOCCTaHaBJIMBAIOT (i)YHKIH/IIO HOHHOI'O KaHaJia

yBennuuBaroT konuuectsa 6enka CFTR

yinyumaroT ¢ponaunr 6enka CFTR

221 | Ungyxropet CFTR

yBenuunBaroT konnuectBa 6enka CFTR

yayumatoT crabmisHocTh CFTR 1 cHMKalOT Aerpaganuio

yiyummaroT ¢onauar 6enka CFTR

BOCCTaHaBJIMBAIOT (i)YHKHI/IIO HOHHOI'O KaHaJia

222 | C uenblo 3aJIepKKH pa3BUTHs HapyIIEHUH B epudepuyeckix HepBax Mpyu aMUIIOUTHON
TPAaHCTUPETHUHOBOM aKCOHAIBHON HEHpONaTUH Ha3HAYarOT




TadamMuIucC

canponTepuH

J-nnerununiaMua

oUuCTCaMUH

223 | [IpumeHeHHe TEBOKAPHUTHHA C 1IEJIbI0 BHIBEICHUS TOKCHUYECKUX METa00IMTOB Hanboee
3¢ (HEKTHBHO ITPH OPraHUYSCKUX AllMTYPUIX

rilyrapoBas auuaypus tanl

oosiesub Kanasana

IMPOIMMNOHOBAsA aluAYpHUA

M30BAJIEPUAHOBAs ALIUTYPHS

224 | Jluerorepamus ¢ OrpaHUYCHUEM OeJKa MPUMEHSETCS IS CIICAYIONIMX 3a00JICBaHHIA

(beHmITKeTORypUst

MCTUJIIMAJIOHOBAA alluAypHUsl

00JIE3Hb C 3aImaxoM KJIEHOBOI'O CHUpOoIla MOYHn

HEAOCTATOYHOCTh NUPYBATACTUAPOTrCHA3HOI'O KOMITJIICKCA

225 | 3aMecTHUTENBHAS TEPANUS HCIIOIB3YETCS TIPU

(beHUITKETOHYPHH

renaTolepeOpaibHON JIereHepaluu

araMMarJIoOyJIMHEMHUH,

HETICPCHOCUMOCTH JIAKTO3bI

MYKOBHCITH]I03€

226 | 3amecTHuTeNIbHAS TEPaA-TIHS Ja€T XOPOIIUi TepaneBTHIeckuit 3pdext mpu

neitkoauctpodun

THIIOTUPEO3e

BpPO’XJICHHOM BBIBHXE Oe/pa




OeInaKun

MHUOIIIICTHUHN

227 | TeopeTuueckue pacueThl pUCKa MPU TIyXOTE MPUMEHUMBI, €CITH

TOYHO YCTAHOBJICHA HO30JIOIrH4CCKas (bopMa TIYXOTBI C U3-BECTHBIM TUIIOM HACJICAOBaHUA

IIpH aHaJIn3¢C pOI[OCJIOBHOfI TOYHO OIPCACTICHBI TCHOTUIIBI KOHCYJIbTUPYHOIIUXCA

BaCCOPTATUBHOM 6pa1<e HN3BCCTCH THUII HACJIICAOBAHUA I''TYXOTHI Y oboux IMapTHEPOB

TOYHO HC YCTAaHOBJICHA HO30JIOTHUYCCKas (bopMa TJIyXOThbI

THITI HACJICJOBaHNA HCU3BCCTCH

228 HpI/I KOHCYJIbTUPOBAHUU ceMeﬁ, OTATOIICHHBIX FHYXOTOﬁ, K OIICHKC ITIOBTOPHOI'O PHUCKa
MMPUMCHUMBI CIICAYIOIIHEC ITOAXOAbI

TCOPCTUYCCKHEC PACUCTHI 110 TUIIAM HACJICAOBAHHA

OMITMPUYCCKUEC JaHHLIC

KOM6I/IHI/IpOBaHI/Ie TCOPCTUYCCKHUX U OMITUPHUICCKHUX OLICHOK

A0CTAaTOYHO OCMOTPETH OJAHOTO 0OJILHOT'O B CEMBE

OOJILIIMHCTBO CJIY4acB TYyroyXoCTHU 3K30I'CHHBIC

229 | [lepukoHIENMIIMOHHAS TPO(UIAKTHKA TPOBOJIUTCS

A0 HACTYIUICHUA 6epeMeHHOCTI/I

B T€UEHUE BCEU OEPEMEHHOCTH

B OJTbKaiIme CpoKHU MOCJie HACTYIUICHHUSI O€pEMEHHOCTH

B T€UEHHE BCEH KU3HU

cpa3y Iociie poJioB

230 | TTokazaHusAMU 715 TIPOBEACHUS TEPUKOHIICTIIIMOHHON TPOMUIAKTHKHI SBIISIOTCS

pokIeHre pebeHKa ¢ BPOKICHHBIMU TOPOKAMH Pa3BUTHS B aHAMHE3e

CIIOHTAHHBIC a60pTBI

XPOHUYECKHE 3a00JIEBAHMS POIUTEICH




MOHOTEHHBIE 3a00JIeBaHUS POTUTENCH

IIPpHUEM JICKAPCTBEHHBIX CPCIACTB

231 | Haubomnee 3¢h(heKTUBHBIM METOIOM MEPUKOHUEIIIMOHHON NMPO(YUIAKTHKH SBIISCTCS

caHalus 04aroB HHPEKIUHU y pPOAUTENEH

YCTPAHCHUC TOTCHIHUAJIBHBIX TCPATOICHOB U MYTAarcHOB

JTUETOTEepaIus, BUTaMUHOTEpanus, puéM (poareBor KUCIOThI

CUHXpPOHU3AUA PEIIPOAYKTUBHBIX ITPOLIECCOB

3aHATUSA CIIOPTOM

232 | B MenuKo-reHeTHYeCcKyt0 KOHCYJIbTAlMI0 00paTHiIach Cynpyxeckas rnapa, y KoTopoi poauiics
pebeHok ¢ nedekTom HeBpaibHOU TpyOKu. TakTuka Bpaya reHeTUKa BKIHOYAeT

OTrPaHUYUTHCS PEKOMEHAANEN TPOJOJKATh JETOPOKACHNUE B CBA3H C HU3KUM IIOBTOPHBIM
pUCKOM

IMPOBECTHU INEPUKOHICIIIIUOHHYIO HpO(i)I/IJ'IaKTI/IKy

coO0IIMTH 00 OTCYTCTBHH HEOOXOIUMOCTH MPO(PUITAKTHKH

IMPOBECTHU IMMPCHATAIIbBHYIO INATHOCTUKY

HC PCKOMCHIOBATh JanpHEHIIee ACTOPOKIACHUC

233 | KputepusiMu [u1s onpeieTIeHus OKa3aHui K MPeHaTaIbHON INarHOCTHKE SBIISIOTCSI

MOBBIIICHHBI T€HETUYECKHI PUCK

TSDKEJIBIN XapaKkTep 3360J'ICB8.HI/I$I, OHpaBI[LIBaIOIJ_II/Iﬁ MMpEpbIBAHUC 6epeMeHHOCTI/I

OTCYTCTBHUC YAOBJIICTBOPUTCIBHOI'O MECTOAA JICUCHUS

HaJIM4Yue TOYHOI'0O ME€TOoAa JHUAarHOCTUKHU

KEJIaHUC pO,Z[HTCJ'ICﬁ

234 | Y3U mona ¢ nenbro CKpUHHUHTA Ha BPOXKJICHHBIE TOPOKH Pa3BUTHSI TPOBOIUTCS Ha CIETYIOIINX
Cpokax 0epeMEeHHOCTH

10-14 uwenens

15-19 uenens




2024 menenn

nocie 25 Henenb

38-40 uwenenp

235

K METoJaM WHBA3UBHOM HpeHaTaHBHOﬁ JUArHOCTHUKH XPOMOCOMHBIX 0ose3Her OTHOCITCS

AMHHOLICHTC3

ouorncus XOpHuOHa

KOPJOILICHTE3

aHaJIM3 MaTEPUHCKON KPOBU

aHaJIu3 KPOBH 0OJILHOIO YiI€Ha CEMBU

236

HpCHaTaJ'ILHaH JAUArHoCTuKa CUHIApPpOMa [[ayHa Ha IMOMMyJIIMUOHHOM YPOBHC Hauobonee 3(1)(1)6KTI/IBH8.
C IOMOIIBIO OIIPCACIICHUA B KPOBHU MAaTCpU nokasaresnei

anbdaderonporenHa

XOPHUOHHUYCCKOI'O 'OHaJ0TPOIINHA

HCKOHBIOTMPOBAHHOT'O 3CTPHUOJIA

KJICTOK IIJIoga

XpOMOCOM MaTCpu

237

Tpe6OBaHI/I}I, MMPEaABABIACMBIC K ITPpOrpaMMaM HCOHATAJIbBHOI'O CKPUHHWHTA

AOCTYIMHOCTB JICHCHH A BBIABJICHHBIX 0OIBHBIX

BBICOKAs YaCTOTa 3a00JIEBAHHI B TIOMYJISIITUN

OKOHOMMUYECCKAs BbIroJa

HeOOJIbIION pa3Mep NOMYJIALUN

O0JBIION pa3Mep MOMYJIALUN

238

Ha npunsatne pemenus o npogoLKEHUN JETOPOXKACHUS ITociie MeTUKo&#8209;reHeTH4ecKoro
KOHCYJIbTUPOBAHUSI BIUSIOT (PaKTOPbI

BCJIMYHMHA TCHCTUYCCKOTO pHCKa

HaJIU4YMeE JIETEN B CEMbE




TSDKECTb 3a00JIEBaHUSA

COCTOSAHHUC 3/10PpOBbA pOI[PITCJ'ICﬁ

239 | D¢ PpexTUBHOCTD METUKO-TEHETUIECKOTO KOHCYIbTUPOBAHUS 3aBUCUT OT

KBaJ'II/I(bI/IKaI_II/II/I Bpadya-rCHCTUKaA

HMHTCJUICKTA KOHCYJIbTUPYIOIIHUXCS

MOTHUBAIIMH 00PAIIAFOIIHXCS

OCHAallICHHOCTH J'Ia60paTOpI/II/I

HaiIn4dus HarJisiJHbIX MOCOOHH B MCIHUKO-TCHCTHYCCKOM KaOHMHETe

240 | Kakue (hakTopbl NOMYISALUOHHONW JUHAMHUKH OMPEASNSIIOT AU PEepeHIUaUI0 TOMYIIAIHUU 10
4acToTaM I'eHOB HACJIEACTBEHHBIX OOJIe3Hel

€CTECTBEHHBIN 0TOOD

MHUTpaLUS

Ipeid TeHoB

WHOPHUIMHT

oKasareiib 3a0071€BaEMOCTH

241 | YactoTa BHOBB BO3HHKAOIIUX JOMWHAHTHBIX MYTaHI/Iﬁ Ha raMeTy Ha IMOKOJICHUC COCTABJIACT

1x10-3

1x10-4

1x 10-7

5x10-6

5X10-5

242 | EctecTBeHHBII 0TOOp SBUIICS TIPUIUHON PACIIPOCTPAHECHUS

6one3nu Tes-Caxca y eBpees

OcTa-TenacceMHu B CTpaHax Cpe,Z[I/BeMHOMOpL}I

HECKOJIbKHX PECECCUBHBIX 3a00JieBaHMi B OUHIISIHINH




cunapoMa JlayHa

HelipopudpomMarosa

243

I'nmaBHOM LECJIBIO MOHUTOPUHTA BPOXKACHHLIX ITIOPOKOB PA3BUTHUA ABJIACTCA

JIEUEHHUE BBLIIBIIEHHBIX OOIBLHBIX

oOHapyKEHHE HOBBIX TEPATOTCHOB

BBISIBJICHUE HOBBIX CHUHAPOMOB

OIIPEACIICHUE YaCTOThI BPOXACHHBIX ITIOPOKOB Pa3sBUTUA

HU3YUCHUC KPUTHUYCCKUX IIEPHUOAO0B Pa3BUTHA I1JI0OAA

244

Co6op nannbix s MonuTopuHra BIIP ocyiiecTBiisieTcst Ha OCHOBE CIEAYIOIIMX MOAXO0A0B

KOTOPTHBIN

110 O6paH_IaeMOCTI/I

METOJ1 “‘CIIy4aii-KOHTPOJb

cnyqaﬁHble HaxoAKu

paboTa B apxuBax

245

OcCHOBHBIMU BUJaMH HpO(I)I/IJIaKTI/IKI/I HaCJICACTBCHHBIX 0oJIe3HEH SIBJISIOTCS

MCIUKO-TCHCTUYCCKOC KOHCYJIbTHUPOBAHUC

npeHaTaJibHad JUArHOCTHUKA

CKPUHUHI' HOBOPOKACHHLIX Ha HACJIICACTBCHHLIC ,[[e(l)eKTBI

MEPUKOHIIETIIUOHHAS TPO(PUIIaKTHKA

JICYHCHHUC

246

HepBBIe B MUPEC MCAUKO-TCHETUYCCKNEC KOHCYJIbTAllUN ObLIH OpraHn30BaHbI B

Poccun

CIIA

AHrmun

®paHuun




I'epmanun

247

q)YHKI_II/ISIMI/I MCAHUKO-T CHETUYCCKOM KOHCYJIbTAallUKM Ha COBPEMCHHOM J3TaIlC ABJIAKOTCA

OIMPCACIICHUC ITPOTHO3a TIOTOMCTBA

YTOYHCHUEC IHUarHo3a

npomnarasga MCIUKO-TCHCTUICCKHUX 3HAHUMI cpeau Bpa‘IefI 1 HaCCJICHUA

JIeueHue 3a001eBaHNi

AKTHBHOE BLISIBJIEHHE OOJBHEIX B ITOITYJIAILIUH.

248

B nonsrue MCI[I/IKO'FCHCTI/I‘IGCKI/Iﬁ IIPpOrHO3 BXOIAT

OIPCACIICHUC CTCIICHU I'CHECTUYCCKOI'O pUCKa

OICHKAa MCAUIIMHCKHUX U COLIHMAJIBbHBIX HOCHGI[CTBI/Iﬁ 3a001ecBaHUs

BO3MOXHOCTb IIPUMCHCHHA MCTOI0B HpeHaTaHBHOﬁ JUAarHOCTHKH

Ha3HA4YCHUC JICUCHUA,

PEKOMEHIallUsI METOI0B KOHTPAIEIITUN

249

HpaBI/IHBHOCTI) MCIUKO-TCHECTUYCCKOI'O MPOrHo3a 3aBUCUT OT

TOYHOCTH AMAarHo3a

AACKBATHOCTHU NPUMCHCHHA METOJI0OB pacyeTa puCKa

3HAKOMCTBA BpAu€i-reHETUKOB C HOBEUILIEH JINTEPATypPOi

crioco0a cooOIIeH s pe3yIbTaTOB aHAIN30B

250

K dakropam, cTUMyTUPYIOIIHM MOJOKHUTEIBHOE PEIIEHNE KOHCYTBTUPYIOMUXCS O TalTbHEUIIIEM
JIETOPOKICHUHU, OTHOCSITCS

BO3MOKHOCTh KOPPEKLINH J1eeKTa

HeOoJIbIIas TAXKECTh NedeKTa

o3 THsIst MaHudecTalus 3a0071eBaHUS

IICUXHYECKOe 3a00IeBaHUE y Hp06aH;[a

HEBO3MOXKXHOCTbH HpeHaTaHBHOﬁ AUAarHoCTUKHU




251

K ¢axTopam, oTpuiaTenbHO BAUSIOMIMM Ha PEeLIEHNE KOHCYIbTUPYIOLIUXCS O AajbHeieM
JNETOPOXKACHUU, OTHOCSITCS

HECBO3MOXKXHOCTb HpeHaTaJILHOfI JAUAarHOCTUKH

MICUXHYECKOE 3a00IeBaHme MPOOaHa U €ro POKUBAHKUE B CEMbE

HCEBO3MOXXHOCTH KOPPEKIKUHA ITAaTOJIOIA

00JIbIIIAst TPOJOIKUTEITLHOCTD KU3HU OO0JBHOTO

BO3MOXXHOCTDb XUPYPIrHUIYCCKOI'0 JICHCHUSA

252

MenauKo-reHETHYECKOoe KOHCYJIbTUPOBAHUC C TOUKHU 3PCHUS OPraHU3alUU 3IPABOOXPAHCHUA
JOJDKHO OTBCYAThb Tpe6OBaHI/I$IM

pacupeaciCHuC MCANKO-TCHECTUYCCKUX KOHCYJ'ILTEILII/Iﬁ B 3aBHCHMMOCTH OT OTATOILICHHOCTH
HOHy.]'IHI_II/Iﬁ HaCJICACTBCHHBIMU 0oJ1e3HAMU

ocHaleHue (pyHKIIMOHUPYIOIUX KOHCYIBTAIIUI COBPEMEHHBIM 000py/I0BaHHEM

IUIAHOMCPHAs ITOATOTOBKA KaAPOB MCAUIUHCKHUX I'CHCTUKOB

JICTKO AOCTYIIHAsA IMOMOIIBb BCEM HYKAAOIIUMCS B Hel

00s13aTeNIbHOE BEICHNE PETUCTPA HACIIEICTBEHHBIX 3a00ICBaHNI

253

Menauko-reHeTuYecKoe KOHCYJIbTHPOBAHUE C COLMATbHON TOYKU 3pEHUS BBITOIHAIOT (PYHKINUN

00BsICHEHHE B I[OCTYHHOI\/’I (bopMe CMbICJIa MCJUKO-TCHECTHYCCKOI'O IIPOTHO34a

IIOMOIIb B IPUHATUHA ITPABUJIbHOT'O PCUHICHUA I10 ITIOBOAY JaTbHEUIIEro ACTOPOKIACHUSA

IIOMOIIb B p€ain3anvy NpaBUJIBHOT'O pCHICHUS

yOexaeHre ceMbU B HEOOXOJMMOCTH IIPepBaTh OEPEMEHHOCTh B Cllydae MOJATBEPKAEHUS 1UarHo3a

HacCJICACTBEHHOI'O 3a00/1eBaHUs Yy mioga

aKTUBHOE YOCKJICHHE CEMbH OTKA3aThCs OT JAIBHEUIIETO JIETOPOXKICHUS B CITydae
MTOATBEPKICHUS HACIIEICTBEHHOTO 3a00J1€BaHus Y peOeHKa

254

YPOBGHL MMOHHMMaHHUS MEIUKO-TeHETHISCKOMN I/IH(I)OpMaI_II/II/I 3aBHUCUT OT

00pa30BaTeNbHOT0 YPOBHSI KOHCYJIBTUPYIOLIUXCS

MOTHBAITH O6paIJ_ICHI/I${

YMCHHA Bpada 10XOAYUBO OOBSICHUTH I/IH(I)OpMaI_II/IIO

MaTCpHaJIbHOIO YPOBH CEMbH




CoOMaJIbHOI'O IMOJIOKCHHUA CEMbU

MeTo bl TUAarHOCTHKYU HACIEACTBEHHBIX 0oJie3HEel (LIUTOreHeTuYeckre, OHOXUMUYECKHe,
MOJICKYJISIPHO-T€HETHYECKHE, HH()OPMAIIMOHHO-TTOMCKOBBIE 0a3bl JAHHBIX )

HpI/IMeHeHI/Ie KOJIXUIIMHA ITPU IIPUT'OTOBJICHUHU XPOMOCOMHBIX IIPEIIapaToB obecrneyuBaeT

HaKOINNICHUEC KJICTOK B CTaJANHU MeTa(i)aSBI

OTCYTCTBHUC HaJI0KCHUM XpOMOCOM B MCTa(baSHOfI IIJIaCTUHKC

yaydlIeHue KauecTBa AuQepeHInaIbHON OKPACKH XPOMOCOM

pa3pylieHre KICTOYHON MeMOpPaHbI

MUuKpOCTpYKTYpHBIE IEPECTPORKH XPOMOCOM MPU KAPUOTUITUPOBAHUN MOTYT OBITH BBISIBJICHBI C
MTOMOIIBIO

G-okpammBanus mpomeradasHbIX XPOMOCOM

G-okpammmBanus MeTadazHbIX XPOMOCOM

C-oxpamuBanus MeTadazHbIX XPOMOCOM

SJICKTPOHHO-MUKPOCKOIMMYCCKOI'0 UCCIICAOBAHNA HpOMeTa(ba?,HI)IX XpoOMOCOM

IloxazanmeM K Ha3HAYCHUIO OUTOTCHCTUYCCKOI'O UCCICIOBAaHUS ABJISACTCSA

3aACPKKAa MHTCIIJICKTYAJIbHOI'O Pa3BUTHUA

OXXUPCHUC

THIICPTOHUSA

6pOHXI/IaJ'IBHa$I acTMa

Mukpoienenuu XpoMocoMsl 15 npu cuHapome npajiepa-BUILTA MOTYT ObITh OOHAPYKEHBI

¢dnyopecuenTHol in situ rudpunuzanueii (FISH) ¢ nokyc-cnenuduunsivu JJHK-30H1aM1

dbayopecrienTHOM in situ ruopuanzanueit (FISH) ¢ cyorenomepusimu JIHK-3081aM1

¢dnyopecuenTHol in situ rudpunuzanueii (FISH) ¢ nenrpomepo-cnenupuunsivu JJHK-mpobamu

MYJIbTHIIBETHON (hi1yopeclieHTHOH in situ rudpuanzanueit (mFISH)

«(DI/IJ'Ia,Z[CJ'IB(I)I/II‘/’ICKaSI XpoMOCOMa» ABJIIACTCA HUTOI'CHECTUICCKUM MAapKEPOM

XPOHHUYCCKOI0O MUCIIOUTHOTO JIefiKo3a




cunapoMa JlayHa

cunsipoma biyma

cunspoma u/lxopmxu

I[HSI MOJ'ICKy.]'ISIpHO'L[I/ITOI‘CHGTI/I‘ICCKOf/'I JAUArHOCTUKHU TepMI/IHaJIBHBIX MI/IKpOI[CJICI_[I/Iﬁ XpOMOCOM
He00XO0IUMO UCIOJIB30BaTh

cyorenomepnsie JIHK-30H1b1

eatpomepo-cnenuduansie JJHK-30H151

xpomocomo-crenupuanabie JJHK-6nbmmorexn

CIICKTPAJIBbHOC KAPpUOTUIIUPOBAHHEC XPOMOCOM

3aKII04eHNEe MOJIEKYJISIPHO-LIUTOI€HETUYECKOT0 aHAJIN3a, IPOBEIEHHOTO C UCII0JIb30BAHUEM
MaTpUYHOU cpaBHUTENbHOM reHoMHOM TnOpuau3anuu (ARRAY-CGH), nomkHo coaepkaTh
nHpopMaInIo

0 NAaTOI'CHCTUYCCKU 3HAYUMBIX XPOMOCOMHBIX MYTallHUAX

0 JTI0OBIX OOHAPYXEHHBIX U3MEHEeHUsAX KonuitHocTr yyactkoB JJHK (CNV)

TOJIBKO O MyTallUAX, COOTBCTCTBYIOIIUX U3BECTHBIM XPOMOCOMHBIM CUHAPOMAaM

0 MOJIMMOP(HBIX BapuaHTaX XPOMOCOM, PETUCTPUPYEMBIX Y 3JOPOBBIX UHINBUIOB

OrpaHruYeHHEM B UCIIOJIb30BAHUU MATPUYHON CPABHUTEIBHON TEHOMHON THOPHIH3aUuH
(ARRAY-CGH) siBnsiercst

HECIOCOOHOCTh JACTCKIIUU C63.J13.HCI/Ip0BaHHLIX XPOMOCOMHBIX IEPECTPOCK

HU3KHHA YPOBEHb Pa3peLICHUs

HECIOCOOHOCTH BBISBIISATh AHCYIIIION NN

HECIOCOOHOCTH BBISIBIISATH XPOMOCOMHBIC MUKPOAYTIJIIMKAIIUN

CHCKTpaJ'ILHOC KapuOTUIIUPOBAHUC SBJISICTCA aHAJIOTOM

MYJIBTHI[BETHOH (hITyOPECIICHTHOM in Situ THOpUIA3aIIIN

MHUKPOMAaTPUYHOM CPaBHUTEIbHOW T€HOMHOM rMOpHIN3aIiK

¢yopecueHTHOH in situ ruOpuIM3aK Ha HHTEP(A3HBIX SApax

MEXBHJI0BOH (hTyOPECIIEHTHOM In Situ ruOpuan3auu




10

MHoronpeTHoe cermeHTHpoBaHue XxpomocoM (MBAND) no3BossieT 1€TEKTHPOBATh

BHYTPUXPOMOCOMHBIE IEPECTPOUKH

Bapualuu B yucie konuil yuactkos JJHK (CNV)

JIOMKHE CalThI XpoOMOCOM

MOJTUMOP(HBIE TETEPOXPOMATHHOBBIE PaliOHBI XPOMOCOM

11 | ®nyopecuentHas IN SITU ruGpuan3aius ocHOBaHa
Ha rubpuanzanuu JJHK-30810B, koMmiemenTapHbIx nocnegosatensHocty JJHK B uccnenyemom
KapHOTHIIE, 1 MEYEHHBIX (JIyOPECLEHTHBIMU KPacUTEISIMU
Ha aMIuduKanum ananu3upyeMoii mocuenosarensHocta JJHK B nccnenyemom kapuoTure
Ha rudpuanzanun JJHK-0nbmmorex ¢ XxpoMOCOMHBIMU IIpeNapaTaMy, OKpaIeHHbIMU
(hIyopecieHTHBIMU KPaCUTEIISIMU
Ha TUAPOJN3e aHanu3upyemoii nocienosarensuoctu JJHK B nccnexyemom xapuorure

12 | Juddepennunansnoe G-okpammBanue npenaparoB MeTadazHbIX XpOMOCOM 00eCTIieunBaeT
BU3YaJIM3allUI0 HE MEHEE CErMEHTOB Ha rarjIouJHbII Habop
250-400
150-200
850-1000
1000-1200

13 | duddepenunansnoe G-okpammBaHie MpenapaToB MpoMeTadasHbIX XpOMOCOM 00eceunBaeT
BU3YaJIM3allUI0 HE MEHEe CErMEHTOB Ha rarIouJHbINH Habop
850-1000
300-400
400-650
650-800

14 | C-okpacka XpOMOCOM BBISBIISET

0JIOKM KOHCTUTYTUBHOI'O F'€T€pOXpOMaTHHA




CerMeHTHI (PaKyIbTaTUBHOTO TeTepPOXpOMaTHHA

JIOMKHE CalThI XpOMOCOM

YXPOMATHHOBBIE pallOHBI XPOMOCOM

15

HuxHss rpanuna ypoBHS pa3pelieHus Py KapUOTUIUPOBaHUU G-OKpaAIIEHHBIX XPOMOCOMHBIX
IIPENApaTOB COCTABIIAET

5 MWJUIMOHOB Map OCHOBaHUM

| MUJUIMOH nap OCHOBaHUM

20 MUJJIMOHOB ap OCHOBaHUM

500 ThICSY Tap OCHOBAHMI

16

O6mactpio mpuMeHeHus 1eHTpomepocnenuduanabix JJHK-30H10B sSBAsSETCS AMAarHOCTHKA

YHCJIOBBIX HapymeHHﬁ XpOMOCOM

cOaTaHCUPOBAHHBIX TPAHCIOKAIHHA

H6C6aHaHCI/IpOBaHHbIX TpaHCJIOKaLII/Iﬁ

MapaleHTPUYECKUX UHBEPCUI

17

HGTCKHI/I}I AHCYIJIOUIUU B I/IHTep(l)aBHLIX AApax BO3MOXKHaA C UCIIOJIb30BAHHUEM

nentpomepo-crnernupuunsix JJHK-30810B

MYJIbTHLIBETHOTO KaproTunuposanus (mFISH)

CHeKTpajibHOro Kapuotunuponanus (SKY)

MekBu10BOH rubdpuau3aiun (RX-FISH)

18

Hentrpomepocneunpuynsie JIHK-30H151 pu vicnionb30BaHuK Bo (ryopecientroi IN SITU
rudpuan3aniy Ha uHTep(da3HbIX sapax 00ecneynBaoT IMarHOCTUKY XPOMOCOMHOTO MO3auIi3Ma
o

YU CJIOBBIM HApYHMICHUAM XpOMOCOM

POOEPTCOHOBCKUM TPAHCIOKAIUSIM

PEOUITPOKHBIM TpaHCIIOKAIUAM

NEPULCHTPUYICCKUM UHBCPCHUAM




19

[IpenmmanTalMOHHAs TeHETUYECKas TMarHOCTUKA TpucoMuu 18 Ha sapax 61acToMepoB
BO3MOKHA C UCTIOJIb30BaHUEM

neHTpomepo-crnenuduanoro JJHK-30u12

XPOMOCOMHOM MUKPOJIUCCEKIIUU

cneKkTpaabHoro Kapuorunuposanus (SKY)

mynbTHIBeTHON FISH

20

HpeI/IMHHaHTaHI/IOHHaH TCHCTUYCCKAA TUarHOCTUKa TPUCOMHU 21 Ha Aapax 6J'IaCTOMep0B
BO3MOJXHAa C UCIIOJIb30BAHUEM

YHHUKaQJIBHOTO JIoKyc-crienuduunoro JJHK-30u1a

neatpomepo-cnenuduanoro JJHK 3onma

XpOMOCOMHOﬁ MHUKPOAUCCCKIUHU

MynbTHIBETHOH FISH

21

WnenTudukanis CBepX4HCICHHON MapKepHOH XPOMOCOMBI B OOJIBIIMHCTBE CIy4aeB BO3MOYKHA
npu oMoty ¢uryopecuerTHoi IN SITU rubpunuzanuu ¢ UCIOIb30BaHIEM

uentpomepo-cnenuduunoro JHK 3onma

cyorenomepnoro JIHK-30on12

tenomepuoro JJTHK-3on1a

YHUKaJIbHOT O JIoKyc-criennpuynoro JJHK-30112

22

OrpanuueHneM ucnoib3oBanus neHTpomepo-cnennuuunbix JJHK-301710B B fish-ananuze
SIBJIIETCS. HEBO3MOKHOCTbD JIETEKLIUU

CTPYKTYPHBIX IIEPECTPOEK XPOMOCOM

TPUCOMUU XPOMOCOM

MOHOCOMHUH XPOMOCOM

TTOJIUIIIION NN

23

I[I/Ial“HOCTI/IKa TPUILJIOUIUHU B I/IHTCp(paSHBIX AApax BO3MOKHA ¢ TIOMOIIBIO

KOMOMHaIMH JBYX HeHTpomepo-crnennduunbix JIHK-30H10B Ha pa3Hble XpOMOCOMBI, MEUEHHBIX
pasHbIMH (QIIyOpOXpoMaMu




neHrpomepo-crerudpuanoro JIHK-30H1a Ha OHY Mapy TOMOJIOTHYHBIX XPOMOCOM

cyorenomeproro JIHK-30H1a Ha 01HY Tapy rOMOJIOTHYHBIX XPOMOCOM

CpPaBHUTEIBHON reHOMHOM rubpuan3anuu ¢ reHoMHor JIHK-0ubamorekoit Ha Bce 24 XpOMOCOMBI

24

HI/IaFHOCTI/IKa TETpAILIIONANHN B I/IHTep(l)a3HBIX AApax BO3BMOXKHA C ITIOMOIIBIO

KOMOMHAaIMu IBYX HeHTpoMmepo-crennduyunsix JJHK-30H10B Ha pa3Hble XpOMOCOMBI, MEYEHHBIX
pasHbIMH QIIyOopoXpoMaMu

neHTpomepo-crenuduanoro JJHK-30H12 Ha 01HY Tapy TOMOJIOTHYHBIX XPOMOCOM

cyorenomeproro JIHK-30H1a Ha 0HY Tapy rOMOJIOTHYHBIX XPOMOCOM

CpPaBHUTEIBHON reHOMHOM rubpuamn3anuu ¢ reHoMHol JIHK-0ubamorekoi Ha Bce 24 XpOMOCOMBI

25

FISH-nmnaranoctrka XxpoMocoMHOH TpaHcmokanuu t(9;22) mpu XpOHUIECKOM MHUEIOHK03€
BO3MOJKHA C UCIIOJIb30BaHUEM

napsl yaukanbHbix JJHK-30H10B Ha mocnenoBatenbHocT reHOB BCR 1 ABL

nentpomepo-cnenuduanabix JJHK-30810B Ha XpoMocomsbr 9 u 14/22

CPaBHUTEIbHOW F€HOMHOW rMOpUAM3AIIMH BBICOKOTO pa3pellieHus

MHUKPOMaTPUYHOM CPaBHUTEIIbHOW T€HOMHOM rMOpHIN3aIiiu

26

WuTepdaznplii aHaIM3 aHEYIIIOUINH 10 XpoMocoMe 21 1esnecoodpa3zHo NpoBOIUTH €
HCII0JIb30BAHUEM

nokyc-crnerupuuecknx JIHK-30H10B Ha yHUKaIbHBIE MOCIE0BATEIHHOCTH XPOMOCOMBI 2 1

nentpomepo-cnenuduunoro JJHK-30u12 Ha Xpomocomy 21

CHEKTPAJILHOTO0 KapUOTUIIMPOBAHUS

Habopa JIHK-30H10B 17151 MHOTOIIBETHOM THOPUIN3AIIMH 1n Situ

27

MOJ'ICKy.TISIpHO-LII/ITOFCHCTI/I‘{CCKYIO AUArHOCTUKY CUHApOMaA CMmut-Maresuc BO3MOKHO IMPOBECTHU
C UCITIOJIb30BAHHEM

yHukaiasHoro JIHK-3081a Ha mocnenoBaTensHOCTh reHa RATL

yaukanbHoro JIHK-30n1a Ha nocnenoBarensHoCcTh reHa KANSL1

xpomocoMmo-ciennpuunoro JJHK-30u1a Ha Xxpomocomy 17

xpomocomo-crerupuynoro JIHK-30H1a Ha KOPOTKOE IM7I€40 XPOMOCOMBI 17




28

Hanuuune HeoneHTpoMeEpBI B COCTaBE MaJIOW CBEPXUYUCICHHOW MAPKEPHOU XPOMOCOMBI MOKHO
JI0Ka3aTh C IPUMEHEHUEM

UMMYHO(DITYyOPECLIEHTHOTO OKpAIIMBaHUsI LIEGHTPOMEpO-creupuuHbIX mporenHoB CENP

CEKBEHUPOBaHMS MUKpoauccekinonHoi JJHK-6ubnmuorexkn

FISH ¢ IHK-30810M Ha 0051aCTh BU3yJIU3UPYEMOU TTPH KAPUOTUITMPOBAHUU XPOMOCOMHOM
MEPETHKKU

FISH ¢ nenrpomepo-crnenudpuansiv JJTHK-30010M

29

[ToarBepk1eHNE KOIBLEBOM CTPYKTYPbl MAJIOM CBEPXUYUCICHHON MAapKEPHOKW XPOMOCOMBI
BO3MOJKHO C MCIIOJIb30BaHUEM

FISH c napoii JIHK-30H10B, KOMIIZIEMEHTAPHBIX YHUKAJIbHBIM [IOCIEA0BATEIBHOCTAM XPOMOCOMBI
B TEPMUHAIBHBIX 00JIACTAX B TOUKAX Pa3pbIBOB, MEUCHHBIX Pa3HBIMHU (PIyOpOXpOMaMH

MHUKPOMATPUYHOHN CPaBHUTEIBHOW T€HOMHOM rHOpHuIu3aniy Ha BeIcOKOuToTHRIX JJHK-
MHUKpPOYHIIAX

XPOMOCOMHOM MHKPOJIUCCEKITUU C 00OpaTHOM rubpuan3aiuen in situ

CISS ¢ xpomocomo-cnenupuunbiv JTHK-30H10M

30

MHoro1BeTHOe oKkpamuBaHue xpomocoM (mfish) moszsonser

ACTCKTUPOBATH pO6CpTCOHOBCKI/Ie TpaHCJIOKaluU € Yy4aCTUEM HETOMOJIOTHYHBIX
AKPOUCHTPUUCCKUX XPOMOCOM

ANAarHoCTUPOBATH XPOMOCOMHBIC MUKPOAYIIJIIMKAIIUNU

MMPOBOAWUTE JUATrHOCTUKY MUKPOACICIIMOHHBIX CHUHAPOMOB

OICHUBATH YPOBCHb XpPOMOCOMHOI'O MO3anliu3Ma B I/IHTep(l)EBHLIX sApax

31

OPpaHI/I‘-ICHI/ICM METOda mfish sBasercs

HCEBO3MOXHOCTH ACTCKIINHU BHYTPUXPOMOCOMHBIX IIEPECTPOCK

HHU3Kas pasperiaroniasd BO3MOKHOCTb B ITMATrHOCTUKE p06epTCOHOBCKI/IX TpaHCJ'IOKaI_[I/II\/II

HCBO3MOXXHOCTb JUAarHOCTUKH C6aHaHCI/IpOBaHHBIX TpaHCJ'IOKaI_[I/Iﬁ

HEBO3MOKHOCTbh JHArHOCTUKH HCC6aJ'IaHCI/IpOBaHHI)IX TpaHCJ'IOKaHI/Iﬁ

32

N3oxpomocomy 12p npu cunapome [Mamnucrepa-Kuninna MOxKHO BBISIBUTh




C TMIOMOIIIBIO aHANMK3a MeTa(a3HbIX IUIACTHHOK U3 KYJIbTYPbl pUOpOOIACTOB KOKHU

KapuoTunupoBanueMm G-oKpalleHHBIX MeTa(a3HbIX IACTUHOK U3 TUM(OIUTOB nepudeprueckoi
KpOBH

KapUOTUIIHPOBaHUEM Ag-OKpalleHHbIX MeTa(a3HbIX MIACTUHOK U3 TUMQPOLUTOB
nepudepuyecKoit KpoBu

unTepdaszupiM FISH-ananmm3zom OyKKalbHBIX SMUTEITUOLUTOB

33

MOJ'IGKYJ'IHpHO'HI/ITOFCHGTI/I‘leCKaﬂ JAUAardioCTuKa HapaHCHTpHHCCKOﬁ XpOMOCOMHOﬁ HHBCPCHU
BO3MOJXHa C UCIIOJIB30BaHUEM METOJa

MHOTOI[BETHOT'O CErMEeHTHpOoBaHMs XpoMocoM (mBAND)

MHOTOI[BETHOT'O OKpainBaHus xpomocoMm (mFISH)

CHEeKTpalbHOro KapuoTunupoanus (SKY)

MUKpPOMaTpU4YHOIo XpomocoMmHoro aHanuza (aCGH)

34

MonexyJIapHO-IIUTOT€HETUYECKAsl TUarHOCTUKA IIEPULEHTPUIECKON XPOMOCOMHOM UHBEPCUU
BO3MOXKHA C UCIIOJIb30BaHUEM METOAA

MHOT'OIIBETHOTO CETMEHTHPOBaHUs XpoMocoM (MBAND)

MHUKpPOMaTpU4YHOT0 XpomocoMmHoro aHanuza (aCGH)

crniekTpasibHoro kapuotunuposanus (SKY)

cynpeccuoHHO# in situ rudpuanzanuu (CISS)

35

I/IILeHTI/I(I)I/IKaHI/IH HHTepCTHHHaHBHOﬁ XpOMOCOMHOﬁ HHCEpUUHU BO3MOXKHA C ITIOMOIIBIO METOAA

mBAND

aCGH

Rx-FISH

CGH

36

Pazpemaromias Bo3smoxxHocTh MeTo1a mMBAND onpenensercs

9UCIOM (DITyOPOXPOMOB C HEMIEPEKPHIBAOIIIMMUCS CIIEKTpaMu (PIIyOpeCIIeHIINH, UCTIOTh30BaHHBIX
JUTst MedeHust XxpomocoMo-crerupuanoi JJTHK-6ubnmuorexkn

CTCIICHBIO KOHACHCAIIMHU XPOMOCOMHOT'0O MaT€puralia Ha IIpe€rapare




Anana3oHOM IMPOITYCKaHUA CBCTO(l)I/IHI:TpOB Ha JIIOMUHUCHCHTHOM MHUKPOCKOIIC

HamrurueM (yHKIIMH MOTOPU3ALMU PETUCTPAIIUU CIIEKTPa (IyOpeCceHIINHN (PIIyOPOXPOMHBIX
KpacuTeseH, ucnoab30BaHHbIX 11 MmeueHus JJHK-30H10B, 10 Z-0ocH Ha JIIOMUHECHEHTHOM
MHUKPOCKOIIE

37

Orpannuenuem meroga mBAND sBisiercst

HCBO3MOKHOCTb JTUAI'HOCTUKHU MHUKPOACICHINOHHBIX U MUKPOAYIINIMKAITUMOHHBIX CUHAPOMOB

HU3Kas pa3penraroias CiocCOOHOCTh B AMATHOCTUKE MEPUIICHTPUICCKIX UHBEPCUH XPOMOCOM

CYLICCTBCHHAA 3aBUCUMOCTDb Ka4uC€CTBA rn6p1x1;m3aum/1 OT CTCIICHU KOHACHCAINNU XPOMOCOMHOI'O
Marepualia Ha Ipernapare

HEBO3MOXKHOCTb JINarHOCTUKU POOEPTCOHOBCKUX TPaHCIOKALUN

38

MeToa CpaBHUTEIILHOM T€HOMHOM rudpuan3aiuu Beicokoro pasperienus (HR-CGH)
o0ecreyrBaeT Ha IUTOTCHETUYECKOM YPOBHE

JETEKIMI0 XPOMOCOMHBIX MUKPOJAEIECHUN, pa3MEPOM HE MEHEE 5 M.IL.O.

JETEKIUI0 XPOMOCOMHBIX MUKPOJAEIEIHi, pa3MepoM MeHee 1 M.11.o.

ANArHOCTUKY XPOMOCOMHBIX HHBepCHﬁ, pPasMCPOM HC MCHEC 4 m.11.0.

JMAarHOCTHKY COaTaHCUPOBAHHBIX XPOMOCOMHBIX TPAHCIIOKAIUiL, C pa3MepoM
TPAHCIOLUPOBAHHBIX (PAarMEHTOB MEHee 3 M.I1.0.

39

Mertoa cpaBHUTENBHONM TeHOMHOM rubpuu3anun Beicokoro paspemienus (HR-CGH) nossonser

3aperUCTPUPOBATH MTOTEPIO XPOMOCOMHOTO MaTepHualia, pa3MepoM HE MEHEee 5 M.IL.0. B TOUYKaxX
pa3psiBa MIPH XPOMOCOMHOM TPaHCIIOKAITUU

ACTCKTUPOBATH TpI/Il'IJ'IOI/II[HHﬁ XpOMOCOMHI:Iﬁ Ha60p

OMPECACIIUTD MMPOLUCHT aHCYIINIIOMAHBIX KJICTOK IIPHU XPOMOCOMHOM MO3aHWIIU3ME

YCTAHOBUTH POAUTCIILCKOC ITPOUCXOKICHUC XpOMOCOMHOﬁ HepeCTPOf/'IKH

40

OnTuMaiabHBIM METOAOM BBIGOpa JJI1 JUarHOCTUKH XpOMOCOMHOﬁ MUKPOACIICIIUA, pa3MCPOM
McHee 1 MuIInoHa rnap OCHOBaHHﬁ., SABIIACTCA

XPOMOCOMHBIM MUKPOMATPUYHBIN aHan3 Ha BRICOKOIUTOTHBIX JIHK-Mukpounmnax (aCGH)

Rx-FISH

HR-CGH




MBAND

41

IIpu 3anmcu MO3anYHOr0 BapMaHTa XpOMOCOMHOT'O HapyLICHMsI, COTJIACHO IIPABHIIAM
MEXyHAPOAHON IUTOTEHETUIECKOH HOMEHKIIATYpPBI, B KBaJIPaTHBIX CKOOKaX MOCie yKa3aHHsI
KapHUOTUIIA KJIETOYHOI'O KJIOHA IIPUBOAUTCS

YHUCJIO MMPOAHATIU3UPOBAHHBIX KJICTOK C JaHHBIM BAPUAHTOM XPOMOCOMHOI'O Ha60pa

IIPOLCHT NPOAHATN3UPOBAHHBIX KJIICTOK C JAHHBIM BAPHAHTOM XPOMOCOMHOI'O Ha60pa

HOMEp Iaccaxka, Ha KOTOPOM OBUIH MOJTy4YeHBI Mpernaparbl MeTada3zHbIX XpOMOCOM

YHUCJIO IMPOaHATIU3UPOBAHHBIX XPOMOCOMHBIX IIPEapaToB JJIA KaKA0Iro TUIla KI€TOK

42

3anuch pe3yabTaTOB MOJIEKYJISIPHO-LIUTON€HETUYECKOT0 aHAIN3a C UCIIOIb30BAaHUEM METO/1a
aCGH npu BbIsSIBIEHMM XpPOMOCOMHOT'O HApYILIEHUS, COIVIACHO TPEOOBAaHUAM MEXyHAPOIHON
LATOI€HOMHOM HOMEHKJIATypBbl, T0JKHA BKIIIOYaTh

BEPCHI0 COOPKHU r€éHOMa; XPOMOCOMHBIM PErHOH; KOOPAUHATHI XPOMOCOMHOT'O HApYIIEHUS B
HYKJICOTUAAX; YUCIIO KOMUIl pernoHa ¢ XpOMOCOMHBIM HapylIeHUEM; HHPOPMALIUIO O
HaclieI0BaHUM WK de noVo MPOUCX0KICHUH MYyTalllH

I/IH(I)OpMaI_[I/II-O O MPpOU3BOAUTECIIC MUKPOYHIIA U YPOBHC pa3pCHICHUSA MUKPOMATPUILIBI;
XpOMOCOMHBII\/JI PEruoH; KOOPpANHATHI XPOMOCOMHOI'O HAPYIICHHA B HYKJICOTHAAX; YHUCJIO KOITHI
peruoHa ¢ XpOMOCOMHBIM HAPYIICHUEM I/IH(1)OpMaI_[I/IIO O HaCJI€a0BaHHUH HUJIN de novo
MPOUCXOKACHUN MYyTallun

MH(OPMAIIHIO O TIPOU3BOAUTEIIE MUKPOYHIIA U YPOBHE pa3pelieHuss MUKPOMATPHIIBI; BEPCHIO
cOOpKH reHOMa, KOOPJUHATHEI XPOMOCOMHOTO HApYIIEHUS B HYKJICOTH/IaX; YUCIIO KOIUIA PErHOoHa ¢
XPOMOCOMHBIM HapylIeHHeM; HH(OPMAIIHIO O HacIeAOBaHUU WK de novo MPOUCXOKICHUH
MyTaluu

XPOMOCOMHBIM PErHOH; KOOPAMHATHI XPOMOCOMHOTO HapyIICHHUS B HYKJICOTH/IaX U YPOBEHb
pa3penieHuss MUKpOMAaTpHUIbl B JAHHOM XPOMOCOMHOM PETHOHE; YUCIIO KON pETHOHA C
XPOMOCOMHBIM HapylIeHHEM; HH(OPMALIHIO O HacIeA0BaHUU WK de novo MPOUCXOKICHUH
MyTaIuu

43

3anuck cOaaHCUPOBAHHOTO XPOMOCOMHOT'0 Hab0Opa, YCTAHOBJIEHHOTO IIPU MCIIOJIb30BaHUH
METO/a XpPOMOCOMHOI'O MUKPOMAaTPUYHOI'0 aHAJIN3a, COTJIACHO TPeOOBAHUAM MEKIAYHAPOIHON
LUTOT€HETHYECKON HOMEHKJIATyphl, JOJKHA COJIEpPKaTh HH(OPMALIUIO O

YHCJIe KOIMI COBOKYITHOCTH BCCX ayTOCOM U OTACIIBHO IMOJIOBBIX XpPOMOCOM

YHCJIE KOMUN KaXKI0on ayTOCOMBI U IMOJIOBOM XPOMOCOMBI

pe3yJsipTaTax MpeaBapuTENbHO IPOBEACHHOIO KapuOTUIIMPpOoBaHus G-OKpalIeHHBIX
npomeTadazHbIX XPOMOCOM

pe3yiibTaTax NpeaABaAPUTCIBHO HpOBG,Z[CHHOfI CpaBHHTCHLHOﬁ TeHOMHOH I"I/I6pI/IIII/ISaI_II/II/I Ha
MCTB.(I)EBHLIX XpomMocomMax




44

3anuce pe3yapTaToB aHaJIM3a XPOMOCOMHOTO HabOpa C UCMOIB30BaHHEM METO/I0B MaCCOBOTO
HapajyieNIbHOr0 CEeKBEHUPOBAHMS, COIVIACHO TPEOOBAHUSM MEX/yHAPOAHON LIUTOr€HOMHOM
HOMEHKJIATyphl, JOJKHA COJlepKaTh HH(POPMALIMIO O HYKJICOTUHBIX KOOpAMHATAX

XPOMOCOMHOTO PETHOHA, B KOTOPOM BBISIBJIEH XPOMOCOMHBIH 1McOaIaHc

BCEX BBISIBIICHHBIX MTOJUMOP(HBIX XPOMOCOMHBIX BAPHAHTOB, IPOTSHKEHHOCTHIO OoJiee 1 ThIC.I1.H.

BCEX BBIABJIICHHBIX HOJ'II/IMOp(bHBIX XPOMOCOMHBIX BAPHUAHTOB, IIPOTAKCHHOCTBIO Oonee 1 MJIH.ILH.

BCEX BBISBIICHHBIX TOJUMOP(HBIX BAPHAHTOB HA XPOMOCOME, 3aTPOHYTON MyTaIuei

45

AHanus «IIpsMbIX» IIpernapaToB MeTada3HbIX XPOMOCOM U3 BOPCHUH XOPHOHA MPU IPOBEICHUU
MpEeHATALHON IUAarHOCTUKH JaéT MHPOPMALIUIO O KAPUOTHIIE KIETOK

nutorpodobiacta

IKCTPAIMOPHOHATBHON ME301ePMBI

AKCTPAdMOPHOHATBHON KTOEPMBI

AKCTPadMOPHOHATBHON 3H]I0I€PMBI

46

[Tomy4yeHne XpOMOCOMHBIX MTPENAPATOB U3 KYJIBTUBUPYEMBIX in Vitro BOPCHH XOpHUOHA TIPU
MIPOBEICHUU MPEHATAIbHOM TMarHOCTUKU AaeT HH(POPMALIUIO O KAPUOTHUIIE KJIETOK

3KCTp33M6pHOH8.HBHOI>i ME30ACPMEIL

AKCTPadMOPHOHATILHOMN IKTOEPMBI

AKCTPadMOPHOHATILHOMN dHI0JEPMBI

uTOTpOodobdIacTa

47

Hanmaue OrpaHUYCHHOIO ITACHTAPHOI'0 MO3anliu3Ma 1 THIIA Yy I104a 1mnmpu nmpoBECACHUN
WHBa3HMBHOM HpeHaTaHLHOﬁ L[I/ITOFCHCTI/I‘{CCKOﬁ JAUArHOCTUKU MOKHO IMOATBEPAUTD IIPU
MOCJICA0BATCIIbHOM aHAJIN3C KAPpUOTHUIIA

KJIETOK IIUTOTpo¢oOIacTa XOpHOHA U JIUM(OIUTOB MYTTOBUHHON KPOBH

KJIETOK IUTOTpOo(oOIacTa 1 SKCTPpadMOPHOHAIIBHON ME30/I€pMbl BOPCHUH XOPHOHA

KJICTOK 3KCTpa3M6pI/IOHaHBHOI71 MEC30ACPMbI BOPCHUH XOPUOHA U J'II/IM(I)OI_II/ITOB HyHOBHHHOﬁ KpOBH

aMHHUOLIUTOB U TUM(OLMTOB TyITIOBUHHOM KPOBU

48

Hanuuue orpaandeHHOro rmaneHTapHoro Mmo3annusma Il tTumna y mmoaa npu npoBeaeHUN
VMHBA3MBHOMU ITPEHATAJIbHOW LIUTOI€HETUYECKOM IMarHOCTUKUA MOXHO ITOATBEPAUTD IIPU




MOCJICI0BATCIIbHOM aHAJIN3C KAPUOTHUIIA

KJIETOK 3KCTPa’dMOpPHUOHATILHOM ME30/IepMbI BOPCUH XOPHUOHA U TUM(POLUTOB MYTOBUHHONW KPOBU

KJIETOK IIUTOTpodoOIacTa XOpUOHa U JIUM(OIUTOB MYTTOBUHHON KPOBU

KJIETOK IIUTOTPO(OOIaCcCTa U IKCTPAdIMOPHOHATIBHOM ME301€pPMBI BOPCHH XOPHUOHA

AMHHOLINTOB U J'II/IM(I)OI_[I/ITOB Hyr[OBPIHHOﬁ KpOoBHU

49

JlnarHocTuka KpUNTHYECKUX NHBEPCHM, pa3MepoM MeHee | MIIH.II.H. B KApUOTUIIE BO3MOXKHA C
IIPUMEHEHHUEM METO/a

MaccoBOI0 MapajuleIbHOro cekBeHupoBanus (MPS)

MHOT'OIIBETHOTO CETMEHTUPOBaHUs XpoMocoM (MBAND)

CpPaBHUTEIbHOW F€HOMHOM rudpuan3anuu Ha BbIcOKOIIoTHRIX JJHK-mukpounnax (aCGH)

XpOMOCOMHOﬁ MHUKPOAUCCCKIUU C 06paTHLIM OKpaluBaHUECM XpOMOCOM

50

HewunpasupHoe IMpeHATaJIbHOC TCCTUPOBAHUC aHCYHJIOI/IIII/Iﬁ OCHOBAHO Ha

ananmu3e xkornmiHoCcTH (peranbhoit JIHK, mupkynupytormieir B KpOBOTOKE OepeMEeHHON KEHIHHEI,
METOJIOM MaCCOBOTO ITaPaJIEIBHOIO CEKBEHUPOBAHHUS

unrepdaznom FISH-ananuze kapuotuna geraibHbIX KIETOK, IUPKYIUPYIONIUX B KPOBOTOKE
OEpEeMEHHOM KEHITUHBI

MHUKPOAUCCEKIUN U MeTa(i)a?;HOM AHAJIN3€C KJICTOK 1044, HUPKYJIHNPYIOINIUX B KPOBOTOKE
OEpEeMEHHOM KEHITUHBI

a”anu3e yucna konuit pparmenTos JIHK miuogHOro nporcxoxaeHus: B KpOBOTOKEe OepeMEHHOI
YKEHILIMHBI METO/IOM CPaBHUTEIbHONU T€HOMHOW rMOpHAN3allMi Ha MUKPOUYHUIIaX BHICOKOTO
paspelieHus

51

TpaI[I/H_[I/IOHHBIM HCTOYHHUKOM I/IH(I)OpMaI_H/II/I 0 KapuOTHUIIC KJICTOK 3apOJbllia IIpHU NPOBCACHUN
HpeI/IMHHaHTaHHOHHOﬁ FeHETUYECKON TUAarHOCTUKH SBJISIOTCS

Os1acTOMEpHI B COCTaBE §-KJIETOYHON MOPYJIbl HA 3 JIeHb pa3BUTHS

IEPBOC U BTOPOC MOJIAPHOC TCIIBIEC

6J'IaCTOMepLI Ha 2-KJICTOYHOM cTaaun

OyracToMepsl Ha 4-KJIETOYHON CTalH

52

TpaI[I/IL[I/IOHHBIM HCTOYHHUKOM I/IH(bOpMaLII/II/I 0 KapUOTHUIIC KJICTOK 3apOJbllia IpHU NPOBCACHUN
HpeI/IMHHaHTaHHOHHOﬁ TeHETUYECKOM TUAarHOCTUKH SBJISIOTCS




KJIETKH TPO(PIKTOEPMBI Ha 5-6 1eHb pa3BUTHUS

IIEPBOC U BTOPOC MOJIAPHOC TCIBLEC

OJ1acToMephl Ha 2-KJIETOYHOHN CTaJuK

OmacToMepsl Ha 4-KJIETOYHOU CTaUH

53 | UnTtepdaznwiii FISH-ananmm3 npu npenMIniaHTallMOHHON TeHETUYECKON JTUArHOCTHUKE
o0ecrnieunBaeT UCKITIOYCHHE
aHeymiouaui mo xpomocomam 13, 18,21, Xu'Y
aHEYTUIOUIUH 10 BCEM XpOMOCOMaM Habopa
cOamaHCHUPOBAHHBIX XPOMOCOMHBIX MEPECTPOCK
XPOMOCOMHOTO MO3aulli3Ma
54 | [Ipenen 4yBCTBUTEILHOCTH CPABHUTEIHHOM T€HOMHOM THOpUAM3AIIMY HA JHK-MUKPOUYHUIIAX B
JETEKIIUU XPOMOCOMHOT'O MO3aHIIM3Ma MPHU NPEUMIUIAHTAllHOHHOM T€HETUYECKOM TECTHPOBAHUU
aHEYTUUIOUUI OLIEHUBAETCS HA YPOBHE _ TIPOIICHTOB
40
20
50
10
55 | Ilpenen 4yBCTBUTEIHHOCTH MacCOBOTO MapajieIbHOTO CEKBEHUPOBAHUS B IETEKIIUN
XPOMOCOMHOTO MO3auIlM3Ma MpU MPEUMITIAaHTAITMOHHOM T€HETHYECKOM TECTUPOBAHUH
aHEYTUIOU NI OIICHUBAETCS HA YPOBHE  TIPOLICHTOB
20
10
5
30
56 | [IpenMIUTaHTaIMOHHOE TEHETUYIECKOE TECTUPOBAHKE HA aHSYTIJIOUUH 110 BCEM XPOMOCOMaM

Habopa OCYIIECTBIISETCS

METOJIOM XPOMOCOMHOTO MUKPOMAaTpUUYHOT0 aHain3a Ha Ouonrare 6-10 Ki1eToK TpOpIKTOIEPMBI
Ha 5-6 eHb pa3BUTHSA




MCTOAOM MAaCCOBOI'0 MapaJUICIIbHOIO CECKBCHUPOBAHUSA IICPBOT'O U BTOPOI'O MOJIAPHBIX TCJICLL

MYJBTHILICKCHOM JIMTa3HOM peakiuen ¢ xpomocomo-crenupuansivu JJHK-mpobamu Ha 6GronTare
6-10 xeTok Tpo(IKTOIEPMBI HA 5-6 TEHb PA3BUTHUSA

kanenpHou nudposoit TP ¢ xpomocomo-criennduuasivu JIHK-npaiimepamu Ha 6uonTate 6-10
KJIETOK TPO(PIKTOACPMBI Ha 5-6 IeHb pa3BUTHS

57

[TpenMIUIaHTAIIMOHHOE TEHETHYECKOE TECTUPOBAHNE HA aHCYIUIOMIUH 110 BCEM XPOMOCOMaM
HaOopa OCYIIECTBISICTCS

METOZOM MacCOBOTO MapaJljIeIbHOIO CEKBEHUPOBaHUs Ha OuonTare 6-10 Ki1eTok TpohIKTOAEPMBI
Ha 5-6 1eHb pa3BUTHS

MCTOAOM XPOMOCOMHOI'O MUKPOMATPHUUIHOI'O aHaJIn3a IICPBOI'0 U BTOPOTI'O IMOJIAPHBIX TCJICI]

MYJIBTHILICKCHOH JIMTa3HOM peakiuen ¢ xpomocomo-crenupuansivu JJHK-mpobamu Ha 6Guontare
6-10 kIIeTOK TPOPIKTOIEPMBI HA 5-6 JCHD PA3BUTHS

KarnenbHoi nudposoii TP ¢ xpomocomo-cnennduunsivu JIHK-nipaiimepamu Ha Ouonrate 6-10
KJIETOK TPO(IKTOAECPMBI Ha 5-6 IeHb pa3BUTHS

58

Haubonee YYBCTBUTCIIbHBIM MCTOAOM JIA ACTCKIHUH XPOMOCOMHOI'0O MO3anliu3ma 1mpu
NPECUMIINIAHTAHUOHHOM I'€CHECTUYCCKOM TECCTUPOBAHUUN HA aHCYIINIOUINUU SABJISICTCA

MaccoBO€ NapajuieIbHOE CEKBEHUPOBaHKUE OMonTaTa TpOPIKTOIEPMBI

XPOMOCOMHBIM MUKPOMATPUYHbIN aHaIu3 OuomnTara Tpo(pIKTOAepMBbI

MacCCOBOC MapajlJICJIbBHOC CCKBCHUPOBAHUC Ouonrara BHyTpeHHeﬁ KJIETOYHOH MaCChl

XPOMOCOMHBIA MUKPOMATPUYHbIN aHaJIN3 OMOITaTa BHYTPEHHEN KJIETOYHONW MaccChl

59

[IpenmmIaHTalIMOHHOE TEHETUUECKOE TECTUPOBAHNE IMOPHUOHOB OT CYINPYKECKON Naphbl, B
KOTOPOH OJIMH U3 CYIPYTOB SIBIISI€TCSI HOCUTENEM cOalaHCUPOBAHHOM TPaHCIOKALUN MEXY
ayToCOMaMHu, L1e1eco00pa3HO MPOBOJAUTH

METOI0M MaCCOBOI'0 MAPaJIJIEIbHOIO CEKBEHUPOBAHUS OMONTaTa TPO(YIKTOIEPMBI

metosioM FISH Ha nonsipHbIX Tenax, eclii HocuTeaeM cOallaHCHPOBAHHOMN TPAHCIIOKALUU SBIISIETCS
KEHIIMHA

koMOuHanuei Mmero1oB FISH 1 MukpomMaTpuyHOro XpoMOCOMHOTO aHaIKM3a Ha Ouonrare
TPO(IKTOEPMBI

KOMOUMHAIMEe METO10B MUKPOMATPHUYHOTO XPOMOCOMHOI'0 aHaJIM3a U MacCOBOTO MapajieIbHOTO
CEeKBEHHPOBAHUs Ha OHoNTaTe TPOPIKTOAEPMBI

60

ITokazanuem K IMPUMCHCHUIO MCTOAA aHaJIn3a HpOMCTa(I)aBHLIX XPOMOCOM SBJISACTCA




HajM4yue y mpobaHia ¢ yMCTBEHHOM OTCTAIOCThIO M MHOXKECTBEHHBIMU BPOXKJICHHBIMH MOPOKAMHU
Pa3BUTHS HETUIMYHON KapTUHBI AU depeHnanbHoi cermeHTanuu G-oKpalieHHbIX XPOMOCOM B
OJIHOM MJIY HECKOJIBKHUX CErMEHTAX

HaJIM4Yue SKCTpeMaibHbIX BapuaHTOB C-noauMopduzMa XpoMocoM

HAJIMYHE B CEMbE peOCHKA C XPOMOCOMHBIM 3a00JieBaHIEM, 00YCIOBICHHBIM aHEYIUIONINEH
XpOMOCOM

BHUpYCHOE 3a00JIeBaHKe, IEPEHECEHHOE MAaTEPhIO B IIEPBOM TPUMECTpe OEpEeMEHHOCTH

61

[Tpu Q-okpacke XpOMOCOM UCHOIB3YIOTCS

IMPOMU3BOJHBIC AKpHUAHHA

MIPOTEOTUTUIECKHE PEPMEHTHI

THAa3WUHOBBIC KPpAaCUTCIIN

Kpacurens [ um3za

62

[IpenaTanbHbIN CKpUHUHT Ha cuHIpoMbl JlayHna, DnBapsca u [latay merogamu FISH nnun KO-
[IIIP npoBoauTCs B TEUEHUE JHEN

4

14

30

63

[Ipu kaproOTUIHPOBAHUH JUISI UIEHTU(DUKALMN U UCKIIOUEHUS MEJIKUX CTPYKTYPHBIX IIEPECTPOEK
MUHUMAaJIbHOE KOJINYECTBO O3HI0B NpHU AU PepeHIInaTIbHOM OKPAIIMBaHUU COCTABIISIET

400

350

450

500

64

Hacnencreennsie 60oneznn oomena (HBO) oT npyrux MOHOTeHHBIX 3a00JI€BaHUI OTINYAET

Hanuuue OMOXHMUYECKHX MapKEPOB, MO3BOAIOIMUX JTUArHOCTUPOBATH 3a00JIeBaHUSA

HHU3Kas 4aCcTOTa B MOIIYJISIIUN




HaJIMYMe MPENMYILECTBEHHO TOUKOBBIX MyTallMii B accouunpoBanHbix ¢ HBO renax

HHU3Kas IICHCTPAHTHOCTDb

65

C OCJIbO JUAaIrHOCTUKH HACJICACTBECHHBIX Oone3Hel oOMeHa JTN30COMHEIE (bepMeHTBI qauie BCEro
HU3MEPSIOT B

JeHKoUuTax nepruQepruvecKoil KpoBH

KYJIbTYpe KOXKHBIX (UOp00IacTOB

o0pa3iax CyToO4HON MOYHU

OUoIITaATE IEUYEHU

66

C uenbio AMarHOCTUKU KJIACCUUECKON (PEHMIIKETOHYPUU IPOBOJAT ONpeie/ieHUuE

(deHunnanaHuHa B KpOBU

(beHHJ'IaJ'IaHHHa B MO4YEC

(eHmuIakTaTa B KpOBH

(deHnnananuHa B 1epeOpPOCIMHATLHOM KUAKOCTH

67

broxumuueckum MapkepoM aTUIUYHBIX GOpM (HEHUIIKETOHYPUH SIBIISIIOTCS

NTCPUHBI B MOYC

(dbeHunnupyBar B Moue

(I)GHI/IJ'IJ'IaKTaT B MOYC

(GeHunnupyBat B KpOBU

68

Z[J'ISI MNOATBCPIKACHUS PE3YJILTATOB TMC IIPU MMOBBINICHUN c3 (HpOHI/IOHI/IJIKapHI/ITI/IHa) HCO6XO,I[I/IMO

MIPOBECTH OTPE/IEICHIUE OPTAaHNIECKUX KUCIIOT MOYH

MOBTOPUTH TCCT IIPU OCIKOBOM Harpyske

IMOBTOPHUTH TECT HA (i)OHe ImprueMa JICBOKApHUTHHA

B MMOATBEPKIAIOIICH TUarHOCTUKE HET HEOOXOAMMOCTH

69

Jly1s moATBEp:KIeHUs Pe3yIbTaTOB TMC MPU MOBBILICHUH €5 (M30BaJIEpUIIKAPHUTHHA) HE00X0IUMO

IMPOBECTHU OMPCACIICHUEC OPTraHUYICCKHUX KUCIIOT MOYHN




MOBTOPUTH TECT NMPH OCJIIKOBOM Harpyske

IIOBTOPHUTH TECT HA (1)0He IIprueEMa JICBOKapHUTHHA

B IMOATBEPKIAIOIICH TUarHOCTHKE HET HEOOXOIMMOCTH

70

KadecTBeHHBIN TeCT Ha KETOKHUCIIOTHI MMpOBOIAT C

TUHATPODECHUITUIPASHHOM

HUPOIIPYCCUIOM HATpus

XJIOPUAOM MEIH

OEH30MHOMN KUCIOTOMI

71

KauecTBeHHBIN TECT HA LUCTUH IPOBOASAT C

HUTPONPYCCUIOM HATPUS

XJIOPUAOM MEIH

OEH30MHON KUCIOTOMI

XJIOpHUAOM IKEJIC3a

72

[ToremHeHne oOpa3lia MOYM Ha CBETY HAOIIOAETCS NPU

AJIKAIITOHYPUHU

TUPO3NHEMHUU

JIeHIIMHO3Ee

TUCTUAWHCMUN

73

3amax KapaMeJid OT MOYU U TCJIa XapaKTCPCH IJIA

JIeUIHO3a

(beHuIKeTonypus

TUCTUAUHCMU A

TUPO3NHEMHA

74

Moua 11BeTa «opTBeiiHa» HabIt01aeTcs Npu




nopupun

(heHUITKETOHYpUH

TUCTHAUMHEMUHU

TUPO3UHCMHUHA

75

MpbIMHBIN 3a11aX MOYM XapAKTEPEH IS

(heHUITKETOHYpUH

TUCTHAUMHEMUHN

TUPO3NMHEMUU

noppupuu

76

AIMJIKQpHUTHHBI ONPEIEISIOT METOA0OM

TaHﬂeMHOﬁ MacCC CIICKTPOMCETPpUHU

BBICOK03()(PEeKTUBHOM KHUIKOCTHOI Xpomarorpaduun

ra3oBoii xpomaTorpaduu

(bII0O0pUMETPUYECKUM METOAOM

77

AKTUBHOCTB ranakto3o-1-pocdar ypunun tpancdepasbl onpeaenstor B

IPUTPOLIUTAX

JIeKoIruTax

MOYC

ouonrare me4YeHu

78

Haub6onee yactsiM noauMop(HBIM BapuaHTOM IPH FaTaKTO3eMHUH TUI 1 SBIsSETCS

BapuaHT [lyapre

BapuaHT Jloc-Anmxenec

BapuaHT JleiaeHa

Z -BapuaHT

79

[Tpu Mmykonoarcaxapua03e i TUIa MOBBIIIACTCS KOHIIEHTPAIHS TIMKO3aMUHOTTTMKAHOB (Tar),




TaKHUX KaK

JepMaTaH cyibdaT U remapaHcyiabdar

KepaTaHCylb(aT U XOHJIPOUTUHCYIIb(AT

XOHAPOUTHHCYNB(DAT U rernapancyabpaT

KepaTaHCylb(aT U JepMaTaHcyabhar

80

HpI/I CUHAPOME XaHTepa IMMOBBIIIACTCA KOHICHTpalusA INIMKO3aMHUHOTJIMKAHOB (rar), TaKHX KaK

JepMaTaH cyibdaT U remapaHcyiabdar

KepaTaHCyIb(aT U XOHIPOUTHHCYIb(pAT

XOHJPOUTHHCYNb(AT U renapaHcyabpaT

KepataHCyIb(ar u nepMaraHcynbdar

81

HpI/I MYKOIIOJIMCaxapnua03¢e IV Tuna nossIaeTcs KOHIOCHTpalus

KepaTaHcyibdara

JepMaTaH cyibdaTa

XOH/IPOUTHHCYIb(aTa

renapancyiabdara

82

[Ipn mykxononucaxapunose VI Tuna noBplIaeTCs KOHIEHTPALHS

JepMaTaHcyibdara

rernapascyinbgara

XOHJIPOUTHHCYJIb(aTa

KepataHcyibdara

83

HpI/I MYKOIIOJIMCaxaprua03¢ Vil THIIA TOBHIIIACTCS KOHIOCHTpauAd I'NMTIMKO3aMUHOTJIMKAHOB (F ar),
TaKHUX KakK

JepMaTaH cyibdaT U renapaHcyiabdar

KepaTaHCylIb(aT U XOHIPOUTHHCYIb(pAT

XOHJPOUTHHCYNIb(AT U renapaHcyabdar




KepaTaHCyib(ar u 1epMaraHcynbdar

84

B Mmoue uenoBeka B HOPMC MMPUCYTCTBYCT I'NTUKO3aMHUHOTJIMKAH

XOHJAPOUTUHCYIb(DAT

JepMaTaH cyibdaTa

KepaTaHcyibdaTa

rernapaHcyiabara

85

[Ipu myxononucaxapunose 11l Tnma nmopeiaeTcss KOHUEHTpaLUs

remapaHcyiabgara

JepMaTaH cyibdaTa U renapancyiabpara

XOHAPOUTUHCYIb(aTa 1 renapancibdara

KepaTaHcyibdaTa

86

HpI/I HEAOCTATOYHOCTH OYCHDb HHHHHOHGHOHCHHOﬁ aluii-Koa ACTUAPOTrCHAa3bl ) KUPHBIX KUCJIOT
HU3MCHACTCA KOHLCHTPpAaUs allUJIKAPHUTUHOB

Cl14:1; C14; C14:2

C16:10H; C160H; C18:10H

C6; C8; C10:1; C10

C4; C5

87

HpI/I HEAOCTAaTOYHOCTH JJIMHHOIIETIOYECUYHOMH -3- THUAPOKCH allUJI-KOa ACTUAPOTCHA3bI JKUPHBIX
KHCJIOT U3MCHACTCA KOHLICHTPpAIHUA allUJIKAPHUTUHOB

C16:10H; C160H; C18:10H; C180H

Cl14:1; C14; C14:2

C6; C8; C10:1; C10

C4; C5

88

HpI/I HEAOCTATOYHOCTHU CpCI[HCI.[CHO‘-IC‘-IHOfI aluJI-KOa- ACTUAPOreHa3bl JKUPHBIX KUCIIOT
HU3MCHACTCA KOHLICHTpAaUs allJIKAPHUTUHOB

C6; C8; C10:1; C10




C16:10H; C160H; C18:10H; C180H

Cl14:1; C14; C14:2

Co

89

[Ipu rmyrapoBoii auuaypun TiN 1 U3MEHsAeTCsl KOHIIEHTPALHs alluJIKapHUTHHOB

C5DC

C4; C5

Cl14:1; C14; C14:2

C50H

90

[Ipu rmyTapoBoil auuaypuu TUI 2 U3MEHSAETCS] KOHLIEHTpalMsl aliIKapHUTHHOB

or C4-C18

C50H

ot C4-C8

Cl4

91

[Ipy nponroOHOBOY alUAYPUN U3MEHSIETCS KOHLEHTPpAUUs allMJIKAPHUTHHOB

C3

BCEX

C5 OH

C5

92

HpI/I HEOAOCTATOYHOCTHU 6I/IOTI/IHI/II[a3LI HU3MCHSACTCA KOHICHTPALIUS allTMJIKAPHUTHHOB

C50H

C5

C3,Co

C10

93

HpI/I TUPO3UHEMUHU TUII 1 m3mensercsa KOHICHTpAausd aMUHOKHUCIIOT




TUPO3HMHA U MCTUOHUHA

AJlaHMHAa U IIpPOJIMHA

U30JIEUIIMHA U JIEHIIMHA

JIM3VHA U TUTPYJUIMHA

94

[Tpu nedunmTe OpHUTHHTPAHCKAPOOMMIIA3bl U3MEHSIETCS KOHIIEHTPAIUS aMUHOKHCIIOT

UUTPYJUIUHA

aJJaHMHa

JeriuHa

THPO3HNHA

95

HpI/I MHUTOXOHAPHUAIIbHBIX 00J1€3HsIX MOKET HOBBIIIATHCS KOHLCHTpAusd aMUHOKHCJIOT

aJlaHMHa U IIPOJIMHA

JIefIIMHa 1 BaJIMHA

JIM3HMHAa

(beHunananuHa

96

HpI/I HApYIICHUAX (I)YHKI_[I/II/I MEYCHU MOXKCT MMOBLIMIATHCA KOHLICHTPALUA aMUHOKHUCIIOT

THPO3MHA, METUOHHHA, (PeHIIIaJIaHNHA

JIeHIrHa, U30JICUIIMHA U BaJIMHA

JIN3VWHA U MPOJIMHA

TJIMIMHA ¥ TpUuniTodaHa

97

[Ipu Gone3nu @abpu NOBBIIAIOTCS TU30CHUHTOIUITHIBI

rJ1000TpHUa3HICHUHTO3UH

TCI(CE[I/IJ'IC(bI/IHl"O3I/IH

m3ochuHoromMuenmH-509

J'II/I3OC¢)I/IHFOMI/ICJ'II/IH




98

[Tpu 60one3an Humanna-nllka TUI ¢ MOBBIIAIOTCS TU30CQHHUHTOIUITHIBI

nu3ochuroromuenna-509

I000TPUA3HIICPUHTO3UH

reKcamic(huHro3uH

HH3OC(bHHFOMHCHHH

99

[Tpu Gone3nn Humanna-I1uka Tun a/B MOBBIIAIOTCS JTU30CHUHTOIUTIUIBI

HH3OC(bHHFOMHCHHH

r71000TpHA3HICHUHTO3UH

FCKCEII/IJ'IC(bI/IHFOSI/IH

CHGIII/I(i)I/I‘IGCKI/IX JII/I3OC(1)I/IHFOJII/IHI/IZ[OB HET

100

HpI/I 6ome3uu ["o111e MOBBIIIAIOTCS J'II/ISOC(l)I/IHI‘OJ'II/IHI/II[bI

reKcamic(UHro3uH

I000TPUA3HIICUHTO3UH

nuzochuHoromuenuH-509

TU30C(HUHTOMUETUH

101

AKTHUBHOCTB (p€pMEHTa XUTOTPUO3UAa3bl IpH Oosie3Hu ['omie noeimaeTcs

6onee uem B 100 pa3

B 5-10 pa3

B 2-3 pa3za

B 10000 pa3

102

JIuzocomuas 00JI€3Hb HAKOIJICHUS, ITPpU KOTOpOf/'I Ha6J'IIOI[aeTCSI MNOBBIIICHHUEC aKTHUBHOCTH

XUTOTPUO3HUAA3EI B IJIa3ME€ KPOBH, HA3bIBACTCA

Ne(UIAT TU30COMHOM KHUCIION JIUTIa3hI

MYKOIIOJIMCaxaprua03 TUII 4

6011e3up Dadpu




oouie3ub [Tomre

103

VY xenmuH ¢ 6one3npto @adpu 6osee HHGOPMATHHBIM JIJI1 OMOXUMUYECKON JTUATHOCTUKHU
SIBJIICTCS OTIpPEICIICHUE

J'II/I3OC(1)I/IH1"OJ'II/IHI/II[OB B KPOBH

AKTUBHOCTH anb(ba rajJJakTo3uJa3bl B Hef/’IKOHI/ITaX

AKTHBHOCTH anb(ba rajlakTo3naasbl B IIJIa3MC KPOBH

AKTUBHOCTH XUTOTPHUO3UAA3bI

104

N3menenue npu n30hoKkycupoBaHUH TPaHCHEPUHOB XapaKTEPHO IS

BPOKJICHHBIX HAPYIICHUH TTIMKO3WIMNPOBAHUS

IICPOKCUCOMHBIX 3a00JIeBaHUH

MUTOXOHAPHUAJIbHBIX Oone3nen

HapylLIeHU 0OMEHa KUPHBIX KUCIIOT

105

[Ipu Gone3nn MeHkeca onpeaesnsoT CHUKEHNE

epyJIoIa3MruHa

anb(a-peronporenHa

AHTHUTpUIICMHA

albOyMuHa

106

[ToBbITIEHNE KOHIIEHTPAINH 8-IEeTrHAPOX0JIECTEPUHA B KPOBH SIBJISIETCS OMOMapKepOM

cunapoma Cmuta-Jlemnu-Onurna

neuInTa TU30COMHON KUCIION JTUTIA3hl

THIICPXOJICCTCPUHCMHU N

oone3nn Humanua-ITuka tun C

107

Boneznp @abpu 00ycioBIeHA HEAOCTATOYHOCTHIO

anbda-TarakTo3uaa3bl

anuba-rmoxocm,ua%l




TIIIOKOTIEpeOpO3UIa3bI

ranaKTouepe6p03Hz[a3bl

108

Bbonesns [lomne (rnukorenos tum 2) o0ycioBiIeHa HEAOCTATOYHOCTHIO

aJ'IB(ba'FJ'II-OKOSI/II[aSBI

anbda-ranakTo3ua3bl

TTFOKOIIEpeOpO3U1a3bl

ranaKTouepe6p03Hz[a3bl

109

Bonesns Humana-Iluka tum a/B o6ycn0BneHa HEOOCTAaTOYHOCTBIO

C(UHTOMUEITHHA3BI

TJIIOKOLIEpeOpO3U1a3bl

ranaKTouepe6po3Hz[aabI

anb(a-uIypoHHU 1361

110

[Ipu Gone3nu Kpabbe B KpoBU MOBBIIIAETCS KOHIEHTPALUS

rekcamic(uHro3nHa

nu3ochuHoromuenuHa-509

ri1060TpuasmiIcHUHro3nHa

J'II/ISOC(I)I/IHFOMI/ICJ'H/IHa

111

[Ipu HEAOCTaTOYHOCTH Caro3uHa ¢ HAOII0JAeTCs

HOpMaJibHasA aKTUBHOCTb 6eTa-FJ'IIOK031/IlIaSBI B HeﬁKOHHTaX U BBICOKAas aKTUBHOCTH
XUTOTPUO3HUJA3EI B IJIa3ME€ KPOBH

HHU3Kasd aKTUBHOCTb 6CTa-I‘HIOI(O3I/IIIa3LI B JICUKOIIUTAaX U €€ BhICOKAs aKTUBHOCTH B IJIa3Me KpOBU

HM3Kasi aKTUBHOCTh O€Ta-T, JIFOKO3U1Aa3hI B JIEMKOIIMTAX U BBICOKAsl aKTUBHOCTH XATOTPUO3HUAA3bI B
Ij1a3Me KpoBU

HM3Kasi aKTUBHOCTh O€Ta-T, JIFOKO3HUa3bl 1 HU3KAasd aKTUBHOCTb XUTOTPUO3HU A3kl B IIJIa3MC KPOBU

112

ITpu 60ne3uu [ToMiie mpenoOYTUTENBHO ONPEesiTh pepmeHT B




IIATHE KPOBH

OHOIITAaTE MBIIIII]

JIEUKOIIATAX

IJ1a3Me KpoOBHU

113 | Ipu 6one3nu ["omie T 1 cHUXKAETCSI AKTHBHOCTH (hePMEHTA

66Ta-rJ’II-OK031/I,Z[a3I)I

XUTOTPUO3UIA3bI

ab(a-rIakTO3u/1a3bl

6eTa'raJ'IaKTO3I/II[33H

114 | T1pu 6ose3nu ["omie Trim 2 CHUKACTCS AKTHBHOCTH ()ePMEHTA

6eTa'rJIIOKOBI/I,Z[a3bI

XUTOTPUO3HUAA3bI

aJIL(ba'FJIaKTOC%I/II[aSH

6eTa'FaJ'IaKTO3I/II[a3H

115 | Ilpu Goseznu 'omie Tun 1 moBkIIaeTcss akTUBHOCTH (pepMeHTa

XATOTPUO3HUAA3bI

TITIIOKOLIEpeOpO3HIa3hl

aJIL(I)a'FJIaKTO?vI/II[aL’sH

OeTa-TaJIaKkTO3UIa3bl

116 | OCHOBHBIM MapKepOM IEPOKCHCOMHOM MTaTOJIONH SIBIISIETCSI MTOBBIIIICHNE

OJILDKK

(bUTaHOBOW KUCIIOTHI

MUTIEKOJIMHOBOM KHUCIIOTHI

AIUJIKAPHUTUHOB




117

Y HOBOPOXKAEHHOTO C HEOHATAIBHOM aJpeHoIeHKOANCTPOpUEH MOKET OBITH B HOpME

(bl/ITaHOBaSI KHCJIOTa

IIpUCTaHOBaA KHUCJIOTA

OJILDKK

AIWJIKAPHUTUHDBI

118

B nepuon META00IHYECKOI0 KpHu3uca IpHU HAPYIICHUAX OKHUCICHUA ) XUPHBIX KUCJIOT IMOBBIIIACTCSA

KpeatuH(ochoKruHaza

KapHUTHH

aMMOHHUHN

TJIIOKO3a

119

I‘I}’BCTBI/ITE‘,J'H:»HOCT]E» TECTa OIIPCACIICTCA KaK

A0JII UICTUHHO IMOJIOKUTCIIbHBIX PE3YJIBTATOB OT BCEX PE3YJIBTATOB Y OOJILHBIX

AOJIA JIOKHO OTPHUIATCIIBHBIX PE3YIIbTATOB OT BCEX PE3YJIbTATOB Y BCEX 0OOJIBLHBIX

A0JII UCTUHHO OTPULATCIBHBIX PE3YJIbTATOB OT BCEX PE3YJILTATOB Y 3JOPOBLIX KOHTpOJ'IGfI

JI0J1S1 JIOKHO TIOJIOKUTENBHBIX PE3YJIbTAaTOB OT BCEX PE3YIbTATOB Y 3J0POBBIX KOHTPOJIEH

120

CreunuyHOCTb TECTA ONPEEIAeTCs KaKk

A0JII UICTUHHO OTPULATCIIBHBIX PE3YJIbTATOB U3 BCEX PE3YJIbTATOB Y 310POBBIX

AO0JIA JIOKHO OTPHUIATCIIBHBIX PE3YJIBbTATOB U3 BCEX PE3YJIbTATOB Yy BCECX OOJIBHBIX

A0JI1 UCTUHHO MOJIOXKUTEIIbHBIX PE3YJIBTATOB U3 BCECX PE3YJIBTATOB Y OOIBHBIX

AOJIA JIOKHO ITOJIOKUTCIIBHBIX PC3YJIbTATOB U3 BCCX PC3YJILTATOB Y 3JOPOBLIX

121

HpI/I MHUTOXOHAPAJIBHBIX 6OJ'I63H$IX, KpOMC€ ITOBBIIICHHASA JIaKTaTa 4aCTO Ha6n}0)1aeTcs[ IOBBIIICHUEC

MeTtabonuToB 1ukia Kpedca

CcyOepHHOBOM M aJIMITMHOBON KUCIIOT

METHIMAIOHOBOM KHCIOTHI

MPONMMOHOBOW KUCIOTBI




122

[Tpu cunapome Jlenra-Huxana HaGmroqaeTCsl TOBBIIICHUE B KPOBH

MOYEBOU KUCIIOTBI

JJaKTara

KpeaTuH(POCHOKNHA3HI

MOYCBUHBI

123

Anbda GpeTornpoTenH NOBHIIAETCS B KPOBH MPU

MUTOXOHAPUAJIBHBIX I'CIIaTOMATHAX

MUTOXOHAPHUAJIbHBIX MHUOIIATHUAX

MUTOXOHAPHUATIBHBIX 3HHC(1)2UIOMI/IOH3.TI/I$IX

JIM30COMHBIX OOJIE3HAX

124

[Ipu Gone3nu Bunbcona-KonoBanoBa cHM>kKaeTcss B KPOBU KOHLIEHTPALIMS

HepyJIoIuIa3MHUHA

Kee3a

anbda deronporenHa

JJaKTaTa

125

Kocsennas AUArHOCTUKa HaIIpaBJICHA HA

OIPEaACIICHUEC XPOMOCOMBI, Hecymeﬁ HOBpC)KI[eHHLII\/’I I'CH IIpH CEMEMHOM aHaIn3e

orpeziesieHue MyTalllH, SBJISIONIEHCS HEMOCPEICTBEHHON MPUYNHOM 3a001eBaHUs

CCKBCHHUPOBAHUC I'CHA, OTBETCTBCHHOI'O 34 3a00JIeBaHUE

orpeziefieHUe BKJIa/1a TeHETUYECKUX (PaKTOPOB B MaToreHese 3a00yieBaHus

126

ToukoBbIe MyTalluu MOXXHO JUArHOCTUPOBATH MECTOAOM

MYJIbTUIUIEKCHOM JINTA303aBUCUMON aMIUTH(UKAIIINHN 30HI0B

¢pakunonuposanus reHomHoi JIHK B arapoznom rene

XPOMOCOMHOI'O MUKPOMATPHUYIHOI'O aHAJIN3a




¢yopecuieHTHOM rubpuaAn3anuy in situ

127 | ToukoBbIe MyTallU¥ MO>KHO THArHOCTUPOBATh METOZOM

aHaJIM3a MoJIMMOop(u3Ma JUTMHBI PECTPUKIIMOHHBIX (hParMeHTOB

(dpakuronuposanus renomHoi JIHK B arapo3znom rerne

XPOMOCOMHOI'O MUKPOMATPHUYHOI'O aHAJIN3a

(bayopeciieHTHON rTuOpuAN3aluy in situ

128 | ToukoBbIe MyTaIIUM MOKHO TUArHOCTUPOBATH METOAOM

CCKBCHHUPOBAHUA ITOCIICIOBATCIIbHOCTHU I[HK

¢bpakunonnpoBanus reHomHoi JIHK B arapoznom rene

XPOMOCOMHOI'O MUKPOMATPHUYIHOI'O aHAJIN3a

bayopecueHTHON THOpUANU3AIMH in situ

129 | ToukoBbIC MyTaIllU¥ MO’KHO TUArHOCTUPOBATH METOJIOM

aHaJIM3a KPUBBIX IUIABJICHUS NpoAyKToB [IL[P

¢paxuuonuposanus resomHoit JIHK B arapoznom rene

XpOMOCOMHOTO MUKPOMATPUYIHOT'O aHAJIN3

(bayopeciieHTHOM TuOpuaAn3aIuy in situ

130 | Meton cekBenupoanus JIHK mo Canrepy ucnons3yercs s

ompeieleHus] HyKJICOTUTHOM nocnenoBaTenbHocT (pparmenta JJTHK

BbIsIBJIEHUSI KpynHbIX aenenuid JJHK

BBISIBJICHHSI KpYIHBIX ayruinkannid JJHK

BBIAABJICHU A MHKpOCﬁTCJ’IJ’IHTHOﬁ HECTAOMJIBHOCTH

131 | INonumepasnyto nennyro peakiuro ([1LP) mpoBoasT ¢ ncnoiap3oBaHneM

JIHK-nionmumepassl

IMOJIMMEPHOT'O I'CJIA




aHaJIn3a CUCIIIICHUA

LIEMTHOM nepeaadyun

132

IIpeumymecrBom metona I[P B peanbHOM BpeMEHH SABIISIETCS

3alMIIICHHOCTh OT KOHTaMHWHAIIUH

BBICOKasi CTOMMOCTH 000pYI0OBaHHS

MIPUMEHEHHE HHTEPKAIUPYIOIIUX KpacuTenen

BO3MOXHOCTbH cekBeHupoBanus JJHK

133

BrisBnenue nzBectHoit myranuu B JIHK 0nacromepa npu npoBeaeHnN TpeIUMILUIAHTAllMOHHON
T€HETUYECKON TUATHOCTUKH ITPOBOAST METOJOM

kocBenHoi JIHK-auarnoctuku

I[P B peambHOM BpeMeHU

cexksenupoBanus JJHK o Crnrepy

(bayopecueHTHON ruOpuAn3aIKH in situ

134

MynbsTuIuiekcHas Turasza-3aBucumas ammudukamys 305108 (MLPA) npumensiercs s

JAUArHOCTUKH M3BCCTHBIX MYTaI_II/Iﬁ

MHUKPOCATCIUIMTHOTO aHAJIM3a

aHaJIn3a CICIIJICHUA

cexBeHuposanus JTHK

135

MynbsTuIuiekcHas Turaza-zaBucumas amruidduxanus 300108 (MLPA) npumensiercs nmis

JIMAarHOCTHUKM JIeNCITIHI

anekTpodopesa JTHK

aHaJM3a CLEIUICHUS

cexpeHuposanus JIHK

136

MynbTHIUIEKCHAS JTUTa3a-3aBucumMast amrutndukarus 3057108 (MLPA) npumensiercst nis

JTUArHOCTHKY TYTUTUKAIIUN




MHKPOCATCIUIMTHOT'O aHAJIN3a

dHaJIM3a CLCIIJICHUA

cekBenupoBanusa JJHK

137

JI1st OTHOBPEMEHHOTO BBISBIICHUS ITPOTSKCHHBIX HAPYLICHUN KOIMHHOCTH, AHAJIN3a aHEYIIJIOUIUH
U BBISIBJICHUS U3BECTHBIX TOYKOBBIX MyTallMi IIOAXOAUT METOL

MYJIBTHIUIEKCHOM JInTa3a-3aBUCUMON aMItidukanuu 30108 (MLPA)

XPOMOCOMHOT'O MUKPOMATPHUYIHOI'O aHAJIN3

(bayopectieHTHON THOpUAU3AIHH in situ

OHUTOI'CHCTHUYCCKOI'O MCCIICA0OBAaHMA

138

JI1s1 OTHOBPEMEHHOTO BBISBICHUS MUKPOJEIEIINI, MUKPOLYIUIMKALUN U AaHEYTUIOUIUN TIOAXOINAT
METOJ

OUTOT'CHECTUYCCKOI'O UCCIICAOBAHUA

[P B peaibHOM BpeMEHU

aHaJM3a MmoJMMop(hu3Ma JUTHH PECTPUKIIMOHHBIX ()ParMEeHTOB

cexkBeHnposanus [JHK

139

J1711 OTHOBPEMEHHOTO BBISIBICHUS MUKPOAETEINI, MUKPOAYTUIUKAIINA U aHEYTIIIOUIUH MOIXOAUT
METO/I

XPOMOCOMHOT'O MUKPOMATPHUYIHOI'O aHAJIN3

aHalIn3a CICIIJICHUA

aHaJIM3a MoJIMMOp(pHU3Ma AJIUH PECTPUKIIMOHHBIX ()parMeHTOB

cexpeHuposanus JIHK

140

J1Jis1 OMTHOBPEMEHHOTO BBISIBIICHUSI MUKPOAETIEINI, MUKPOAYTUIUKAIINA U aHEYTIIIOUIUH TOIXOAUT
METO/I

OUTOTCHECTHUYCCKOI'O UCCIICAOBAHUA

OUTOJOTMYCCKOI'0O UCCIICAOBAHUA

HUMMYHOTUCTOXUMHNYCCKOTO UCCICIOBAHUA

TUCTOJIOTUYCCKOI'O UCCICIOBaHUA




141

J114 BBISIBJICHMSI HAPYLICHUS! YPOBHS SKCIIPECCUM I'e€HA MOAXOAUT METOT

IIIIP B peanibHOM BpeMeHH

OUTOI'CHCTUYCCKOI'O UCCIICAOBAHUA

cekBenupoBanusa JJHK

XPOMOCOMHOI'O MUKPOMATPHUYHOI'O aHAJIN3a

142

HJ’ISI BBISABJICHUS U3BECTHBIX TOYKOBBIX BAPHAHTOB IIOCIICAOBATCIBHOCTH Z[HK oAXOOUT METO

AHaJIM3a KPUBLIX ITJIABJICHUA

bayopecueHTHON THOpUANU3AIMH in situ

XPOMOCOMHOI'O MUKPOMATPHUYIHOI'O aHAJIN3a

OUTOTCHECTUYCCKOI'O UCCIICAOBAHUA

143

Jlnst BeIsiBNIeHUS HapymeHus GpyHkimn cucreMsl periapanuu JJHK moaxoaut meron

MHUKPOCATCIUIMTHOI'O aHaJIkn3a

(bayopeciieHTHOM ruOpuaAn3aIuy in situ

OUTOT'CHETHUYCCKOI'O UCCIICAOBAHUA

XPpOMOCOMHOI'O MUKPOMATPHUYHOI'O aHAJIN3a

144

Z[J'ISI BBISABJICHUSA HGCquaﬁHOﬁ (HepaBHOBeCHOﬁ) HWHaKTHBallUH X-XpOMOCOMH NOAXOONUT METO

MeTuIgyBCcTBUTENBHOM TILIP

cexBeHuposanus JTHK

XPOMOCOMHOI'O MUKPOMATPHUYHOI'O aHAJIN3a

(bayopectieHTHOM THOpuAN3aIuy in situ

145

AHanu3 KoHPOPMAIIMOHHOTO NoauMopdu3Ma onHOHUTEBBIX PparmenToB JIHK ucnons3yt ms
Brrsisnenus

TOUKOBBIX BapuanTos /JHK

HapyLIEHNs YPOBHS JKCIIPECCUU TeHA

HapyueHus cuctemsl penaparuu JJTHK




XPOMOCOMHBIX MYyTalUi

146

I[HSI BBIABJICHUS HAPYHICHUSA MCTHJIMPOBAHUS B UMITPUHTUPOBAHHBIX paﬁOHaX noaxoauT METOo

CEeKBEHHPOBaHUs OucynbpuT-KoHBepTUpoBaHHO# JITHK

(bayopeciieHTHOM ruOpuan3aIuy in situ

XPOMOCOMHOI'O MUKPOMATPHUYHOI'O aHAJIN3a

[1LIP B peabHOM BpeMEHHU

147

I[JI?I BBIABJICHUS HAPYHICHUA UMIIPUHTUHIA TOAXOAUT METO/

MeTuiI9yBCcTBUTENbHOM TP

cexkBeHuposanus JTHK

MMMYHO(EPMEHTHOTO aHaT3a

OHUTOJOIrHYCCKOI0O UCCICAOBAHUA

148

MI/IKpOCEITCJ'IJ'II/ITHHﬁ aHaJIN3 UCIIOJIB3YIOT IJIA

JAUAarHOoCTUKHU aHeyr[J'IOI/II[I/Iﬁ

ompeieleHus] HyKJICOTUTHOM nocnenoBaTenbHocT pparmenta JJTHK

BBISIBJICHUS TOYKOBBIX BAPUAHTOB I[HK

BBISIBJICHHSI HAPYILICHHS YPOBHS DKCIIPECCUU T'eHa

149

MI/IKpOCElTeJ'IJ'II/ITHHﬁ AHAJIN3 UCIOJIB3YIOT JJI

BbIsIBIeHMs u3BecTHOU MyTanuu B JIHK 61acromepa npu nposeaennu I11'/]

OIIPCACIICHUA HYKHGOTI/II[HOﬁ IIOCICI0BATCIBHOCTHU (bpar MCHTAa I[HK

BBISIBJICHHSI TOYKOBBIX BapuanToB JJHK

BBISIBJICHHSI HAPYILIEHHS YPOBHS DKCIIPECCUU T'eHa

150

MukpocaTeTMTHBINA aHAIU3 UCTTOJIB3YIOT JJIS

aHajn3a MHKpOC&TeHHHTHOﬁ HECTAaOMIBHOCTH

ompeiereHus] HyKJICOTUTHOM TocienoBaTenbHocT (pparmenta JJTHK




BBISIBJIEHMSI TOUKOBBIX BapuaHToB JJHK

BBIBJICHUS HAPYHICHUS YPOBHSA SKCIIPECCUU I'CHA

151

MUuKpOCaTe/UIMTHBINA aHAIU3 UCIIONIB3YIOT JJIs

YCTAHOBJICHHU POACTBA

oTpeeNieHUs] HyKJICOTHTHOM mocienoBarensHocTd (hparmenta JJHK

BBISIBJICHUS TOUYKOBBIX BapuaHToB JJHK

BBIIBJICHUS HAPYHICHUS YPOBHSA SKCIIPECCUU I'CHA

152

Jns JHK-nuarHocTuku UCoab3yroT

HCJIBbHYIO KPOBb

TPOMOOLIUTHI

SPUTPOLIUTHI

aMaltb 3y0a

153

Jnsa JIHK-auarHocTUKM MOYKHO MCIIOJIb30BaTh

MSITHA BBICOXIIIEN KPOBU

TPOMOOIIUTHI

SPUTPOLUTHI

sMaisb 3y0a

154

Jnsa JIHK-auarHocTUKH MOKHO MCITOJIb30BaTh

CIIIOHY

TPOMOOIIUTHI

SPUTPOIUTHI

sManb 3y0a

155

Jns JHK-auarHocTuku MOKHO MCIIOJIB30BaTh

Mo4a




TPOMOOIIUTHI

SPUTPOLIUTHI

aMajb 3yoa

156

Hns JIHK-auarHocTHKH MOYKHO MCIIOJIb30BaTh

napauHOBbIE OJIOKM (PUKCHUPOBAHHOW TKAHH

TPOMOOIIUTHI

SPUTPOLIUTHI

aMaJb 3y0a

157

Myrtammro CFTR:p.F508del MokHO BBISIBUTH € TIOMOIIBIO METO/IA

MYJIBTHIICKCHOH JIUTa303aBUCHUMON amIuindukanuu 305108 (MLPA)

bayopecueHTHON THOpUANU3AIMH in situ

MeTUI-9yBcTBUTENBbHOU [I1[P

XPOMOCOMHOI'O MUKPOMATPUYIHOI'O aHAJIN3

158

Myrtanuto CFTR:p.F508del MoxHO BBISIBUTE C IOMOIIBIO METO/1a

cexkBeHnposanus [JHK

(bayopeciieHTHOM TuOpuaAn3aIuy in situ

MeTUII-4yBCTBUTENBbHOU [TIP

XpOMOCOMHOTO MUKPOMATPUYIHOT'O aHAJIN3

159

Myrtammio CFTR:p.F508del MokHO BBISBUTH € TOMOIIbIO METOIA

aHaJIM3a MOJIUMOp(PHU3Ma IJTUH PECTPUKIIMOHHBIX (parMeHTOB

(bayopectieHTHOM THOpuaAM3aIuy in situ

MeTuII-4yBCcTBUTENBbHOU [II[P

XPpOMOCOMHOT'O MUKPOMATPHUYIHOI'O aHAJIN3

160

Myrtanuto CFTR:p.F508del MoxHO BBISIBUTE C IOMOIIBIO METO/1a




(hparMeHTHOTO aHaIH3a

(bayopeciieHTHOM ruOpuan3aIuy in situ

MeTwiI-uyBcTBUTENbHOU [TL[P

XPOMOCOMHOT'O MUKPOMATPHUYIHOI'O aHAJIN3

161 | 'enoMHBIE KOOPAWHATHI YKA3bIBAIOT B COOTBETCTBUU C

cOOpKOI reHOMa

TPAHCKPUIITOM

T'CHOM

II0JIOM IIalMCHTA

162 | Hykneotun B koaupytomed JIHK yka3piBatoT B COOTBETCTBHUM €

pedepeHcHOil MocIe0BaTeIbHOCTHIO

T'CHOM

T€HOMHOW KOOPJIMHATOU

aMHHOKHCIIOTOH B OeIke

163 | BapuaHTbI KOAUPYIOIIEH MOCIEAOBATEIBHOCTH YKa3bIBAIOT B COOTBETCTBUH C

Homenkiarypoit HGVS

KypupyeMbIMHU 0a3aMH JaHHBIX

HUCTOPUYICCKHU CIIOKUBIINMUCA ITPUHIIUITAMUA

PEIICHUEM KOHCUIINYMA CIICHHUAINCTOB

164 | ITaToreHHOCTH BBISIBJICHHBIX BAPUAHTOB OIPEIEIISIOT B COOTBETCTBHHU C

PYKOBOJACTBOM IIO UHTCPHIPECTALUN JAaHHBIX

MHCHUCM CIICHUATIUCTA, IPOBOAUBIICTO UCCIICAOBAHUC

nmporpaMmmamMiu MpeacCKasaHus MaToreHHOCTH BapuaHTOB

MpaBWJIaMU IO UHTEPIPETALIMK JaHHBIX, IPUHATHIMU B J1a0OpAaTOPUH, POBOIUBILIEH
UCCIIEIOBAHHE




165

Ecnu y npo0GaHia n3BeCTeH NaTOTCHHBIN BApHAHT, IPUBOSIINNA K HACIEICTBEHHOMY
3a00JIeBaHHUIO, JJIS1 ONIPECNICHHS HATUYHs HOCUTENIbCTBA 3a00JIeBaHMs y cylpyra npobaHa
HE0OXO0UMO

MIPOBECTHU MOJHBIA CKPUHUHT MyTallMii B T€HE HACJIEICTBEHHOr0 3a00JIeBaHUs y CylpyTa

IIPOBECTH y CYNpPYyra CUKBEHC HK30Ha, COJEPIKAIIETO BApUAHT

OTIPENICNIUTh MOTUMOP(HBIE MAPKEPHI, CHETICHHBIE C TATOJIOTUYECKUM aJlJIeNIeM

IIPOBECTHU IMOJITHOI'CHOMHOEC CEKBEHUPOBAHUE CYIIPpyra

166

Eciu B PE3YIBbTATC MMPOBCACHU A ITOJTHOIK30MHOI'O UJIN MMOJIHOT'CHOMHOI'0 CCKBCHUPOBAHUA
IMIaTOTCHHBIC U BCPOATHO IIaTOICHHBLIC BAPUAHTLI, IIPUBCAIINEC K CI)OpMI/IpOBaHI/II-O q)eHOTI/IHa
InanucHTa, HE ObLIH O6H8.py>KeHLI, PEKOMCHAYCTCA

3alipalnBaTb HOBTOpHLIﬁ aHaJIN3 JaHHbIX CCKBCHHUPOBAHHWA OJJHUH pa3 B 6-12 MCCALICB

3aIIpoOCUTH HOBTOpHLIﬁ AHAJIN3 NAHHBIX CCKBCHUPOBAHHA YCPC3 5 ner

IIPOBECTHU ITOJIHOIK30MHOC HJIN ITOJITHOI'CHOMHOC UCCIICAOBAHHEC B I[perﬁ na6opaTopHH

OOBSICHUTH MALMEHTY, YTO YCTAHOBUTH IPUUYNHY Pa3BUTHS 32a00JI€BaHHSI HEBO3MOKHO

167

Co0OCTBEHHUKOM JaHHBIX MaCCOBOI'O ITApaJUICIIbHOI'O CCKBCHUPOBAHUA SABJISACTCS

HanueHT

Bpau-rCHETUK

naboparopust

rOCy/apCTBO

168

Jl1st mpoBenieHrs TOPOA0BOM (ITpeHaTAIbHOM ) TEHETHYECKOM TMarHOCTUKU aHATU3UPYIOT

MaTOICHHBIC U BEPOATHO MMATOI'CHHBIC BAPUAHTHI

MMaTOIrCHHBIC BAPUAHTHI

MaTOIrCHHBIC, BEPOATHO MATOI'CHHBIC BAPHUAHTLI, BAPUAHTLI HCOTIPCACIICHHOI'O KIIMHUYECKOT'O
3HA4YCHUA

BapHAaHTBHI, 1151 KOTOPBIX MPOBe/ieH (QYHKIIMOHATIbHBIA aHAIIN3

169

H3MeHeHue B HyKJICOTHIHOM MOCIeI0BATEIbHOCTH HAa3bIBAIOT

BapHaHTOM




MyTaluen

nommMophu3Mom

aHoMaJIuen

170

Pe(bepeHCHBIM MCTOIOM IJIA NOATBECPIKACHUA JaHHBIX, ITOJTYYCHHBIM C UCIIOJIB30BAHUCM
MacCCOBOI'0 MapauICIIbHOTO CCKBCHHUPOBAHUS, ABJIACTCA

IpsAMOE aBTOMATUYCCKOTI'O CCKBCHHUPOBAHUE 110 CeHrepy

CCKBCHHUPOBAHUC I'CHOMA

aHaIN3 NOIMMOp(HU3Ma IJTMH PECTPUKIIMOHHBIX ()ParMEHTOB

XPOMOCOMHBIM MUKPOMATPUYHBIN aHATTN3

171

HpI/I W3BECTHOU MyTalluu B TCHC, OTBETCTBCHHOM 34 3360J’ICB3HI/IC, ueﬂecoo6pa3Hee HCIIOJIB30BAaTh

npsamyto JIHK-nuarnoctuxy

kocBeHHy0 JIHK-auarnocrtuky

OUTOI'CHCTHUYCCKUEC MCTOABI

OMOXHUMHYECKHUE METOAbI

172

Omn6xa npu kocBeHHo# JIHK-nuarnoctuke MoxeT ObITh 00yCIIOBIEHA

peKOM6HHaHH€ﬁ MCKAY U3Y4aCMbIM JIOKYCOM U IMMOBPECIKACHUEM B I'CHE

CIIUIIIKOM OOJIBIION 10 IMPOTSA)KCHHOCTU MYTaHHeﬁ

O0JBIIUM pazHoOOpa3ueM MyTalluii B OJHOM IeHe

HENU3BECTHOMN CTPYKTYpOU reHa

173

Jns MmonexynsipHoro-renerndyeckoro ananusa JIHK Beiaenstor u3

JIEHKOIIUTOB

TPOMOOIIMTOB

SPUTPOLIUTOB

I1J1a3MBI

174

s nposenenust [1LP ucnions3zyercs pepmeHT




JHK-nonumepasa

PHK-nonumepasa

pecTpuKTasa

oOpaTHast TpaHCKpHUITa3a

175

Meron I[P ocHoBaH Ha

MHOTOKpPaTHOM KOMHUpOBaHUM omnpenenennoro yyactka JJHK

pazpe3annu Mosekyisl JJHK B onpeneneHHbIX MecTax

ces3biBanuu [JHK-30H110B ¢ Mmonekyinon JIHK B onpeneneHHbix MecTax

OIIpCACIICHUA AMHUHOKMCJIOTHOM noCJIICA0OBATCIbHOCTHU I[HK

176

SSCP-ananu3 nmpuMeHsIeTCs TS BBISIBJICHHS

3aMEHbl OCHOBAHM U

MPOTSKEHHBIX UHCEPLIMIA

JeNeuid KpaTHBIX TPEM HYKJICOTHUIaM

MYTaI_[I/Iﬁ CABUTI'a PaMKH CHUTBIBAHUA

177

[Tpaiimepsl, ucnonb3yemslie ais nposeaenus [P, npeactaBisioT coboit

kopotkue cnenuduueckue Gparments! JHK nnmunoit 20-25 nykneornios

¢parmentsl IHK, BcTpoeHHbIE B BEKTOPHYIO CUCTEMY

¢parmentsl IHK nmunoii 500- 1000 HykiieoTn 108

Meuenble pparmenTsl JTHK, ¢ onpenenenHoil nokanusamnuein Ha XpoMocoMe

178

21.]'[5{ IIOMCKa HEU3BCCTHBIX MyTaHPII)’I B I'CHC HCITIOJIB3YIOT METO

CEKBEHHUPOBAHUS

[IIIP B peasbHOM BpeMeHH

TILIP-TI/IPD

3neKTpo¢)ope3a B aKpUJIIAaMHUJIHOM TI'CJIC




179

Jliig mouncka u3BecTHBIX yacThlx MyTanuil B reHe CFTR npu mykoBrcLng03€ HCIIONB3YIOT METO

TILIP-TI/IPD

anekTpodopesa B aKpUIaMHUIHOM Treie

CEKBCHUPOBAHMS

[1LIP B peabHOM BpeMEHHU

180

Meton nonumop¢dusMa JUIMH PECTPUKLIUOHHBIX (PparMeHTOB OCHOBAH Ha

pa3IMUMAX HYKICOTUIHOM mocieaoBaTenbHocTh MoJiekyiibl JIHK B caiite y3HaBaHus st
PECTPUKTA3BI

OIIPEACIICHUU ITOCIICAOBATCIBHOCTU HYKJIICOTHIOB B MOJICKYJIC HHK

ONPEACIICHUH MPOTSKEHHBIX Aenenuid Moaekyisl JJTHK

rubpuanzanus monekyiasl JIHK ¢ pedepeHcHol mocaenoBaTeIbHOCTHIO

181

Meton cexBenuposanusa JIHK npencrasnsier codoit

OIIPEACIICHUC ITOCTICAOBATCIbHOCTH HYKIJIICOTUA0OB B MOJICKYJIC I[HK

BBICTPAanBaAHUEC KIIOHUPOBAHHBIX HOCJIGI[OBaTGHI)HOCTGfI B OIIPpCACIICHHOM MMOPAIAKE

ruaponu3 JIHK ¢ momombro pecTpukTasbl

no3umoHHoe kionuposanue JTHK

182

Hyxneotuast A, T,I', 1] Ha sanextpodoperpamme mocne okoHuanus cekBenupoBanus JJHK npu
WCIIOIb30BAaHUM aBTOMATUYECKOTO CEKBEHATOPA MPEICTABICHBI KaK

MUKW PAa3HBIX IBETOB

Pa3HOUBETHBIC ITOJIOCHL

UKW OJHOTO IIBETa

ITIOJIOChI paBHHQHOﬁ JJINHBI

183

ITpu nposenennn npsamon JIHK-nnarsoctukn onpenenstor

MyTalyro B I'CHE, TPUBOAAINYTO K HACJICACTBCHHOMY 3a00JIEBaHUIO

MMaTOJIOTMICCKHIA aJlJIC]Ib, onpezlenmonmﬁ IMPOABJICHUEC HACIICACTBCHHOI'O 3a00JICBaHUS B CEMbE

T'pYIIIbI COCIIIICHUS




VHBEPCHUU U TPAHCIIOKALIUU

184

IIpu npoBenennu kocseHHON JIHK-auarnocTuku onpenestor

MMaTOJIOTMYCCKUM aJlJIC]Ib, onpenenmoumf/i IMPOABJICHUC HACIICACTBCHHOTI'O 3a00JIeBaHUs B CEMbE

XPOMOCOMHbBIE IEPECTPOUKH

MyTalWro B I'CHE, ITPUBOAAIIASA K HACJICACTBCHHOMY 3a00JIEBaHUIO

I'pYyIIIbl COCIIIICHUSA

185

Metox MLPA (MynbTHUIUIEKCHAS JIUTa303aBUCHMAs aMIUTH(DHUKALINS) TTO3BOJISIET OMPEACTIATh

TOYCUHBIC MYTallUU B T'CHC

IPYIIIBI CLETUICHHS

KpYIIHBIE XPOMOCOMHBIE IIEPECTPOUKHU

BHYTPUI'CHHBIC 1 BHCTCHHBIC MUKPOCATCIIJIMTHBIC IIOBTOPHI B I'CHE

186

baza nanupix OMIM (online mendelian inheritance in man)sBisercs

KaTaJoroM M3BCCTHBIX HACICACTBCHHBIX 3a00J1eBaHMi U T'CHOB, OTBCTCTBCHHBIX 34 UX PAa3BUTUC

MHTErpaTopoM 0a3 JaHHBIX MYyTallHi

pecypcom, coziepKaliuM HHGOPMAIIHIO O MOCTIEA0BATENBHOCTAX OCKOB U UX (YHKIIMOHATHLHOMN
3HAYUMOCTHU

AIEKTPOHHBIM apXUBOM OTKPBITOTO JIOCTYIA K Pe3y/IbTaTaM UCCIICIOBAHUH B 00JIACTH MEIHUIIUHEI,
OUOJIOTUH U TEXHUKHU

187

Jlnama3on koja 3a0oiieBanus B katanore OMIM 3aBucuT oT

THUIIa HACJICAOBaHUA 3a00JIeBaHUS

MEXaHH3Ma JeMCTBUS I'eHa

nepuo/ia MepBoro OMUcaHus HO30J0THYECKON (hOPMBI

CIICKTpa KIMHUYICCKHUX CUMIITOMOB

188

JHuamazon kona 3a6oneannst 400000 — 499999 B 6a3e nanubix OMIM cooTBeTCTBYET
3200JIeBaHUSIM

Y -ClIETUIEHHBIM




X-CILEIIEHHBIM

MUTOXOHAPHAJIbHBIM

ayTOCOMHbBIM

189

Huanazon koza 3adoneBanus 500000 — 599999 B 6a3e nanubix OMIM cooTBeTCTBYET
3a00JI€BaHUSIM

MUTOXOHApPHAJIbHBIM

Y -CLIETUIEHHBIM

X-CLEIUIEHHBIM

4YTOCOMHBIM

190

Juana3zon kona 3abonesanust 600000 — 699999 B 6a3e nanupix OMIM cooTBeTcTBYET
3a00JI€eBaHUSIM

ayTOCOMHBIM

MUTOXOHApPHAJIbHBIM

Y -ClIeTUIEHHBIM

X-CIleTUIEHHBIM

191

HNuterpatopom 6a3 JaHHBIX MYTaIHMH SIBJISETCS HHTEPHET-PECYPC

UCSC Genome Browser

HGMD

OMIM

LOVD

192

PedepencHslii reHOM uenoBeka npeAcTaBiseT co0oi 6a3zy JaHHBIX MOCIEeI0BATEIbHOCTEH
HYKJIICHMHOBBIX KHCJIOT, ABJIAFOIIYIOCA

PCIIPE3CHTAaTUBHBIM IIPUMCPOM I'€HOMA BU1a

COBOKYITHOCTBIO T€HOMOB BCEX JIIOJIEH Ha TUIaHeTe 3eMIls

reHoma Kpeiira Benrepa.

renoma @penepuka CaHrepa.




193

Basza nanaeix dbSNP

conepxuT uHpopmaruio o Bapuantax SNP u indel

COACPIKUT TOJIBKO I/IH(bOpMaI_II/IIO O KIIMHUYCCKH 3HAYMMBbIX BapHaHTax

SBIISICTCS COBOKYITHOCTBIO 0a3 JaHHBIX, COJIEPKAIIUX JOKYC-CIIEIM(PUIHBIC BAPHAHTEI

ABJICTCA aHHOTUPOBaAHHBIM C60pHI/IKOM BCEX 06H.[€,HOCTYHHBIX HOCHCHOB&TCHBHOCTCﬁ HHK

194

basza manarix ClinVar

COACPIKUT I/IH(i)OpMaI_II/IIO O KIMHUYC€CKH 3HAYUMMBIX BapUuaHTax

COJIEPKUT MHpOopMaIuio o Jro0bIXx BapuanTax SNP u indel

SABJISICTCSA COBOKYITHOCTBIO 0a3 JaHHbIX, COACPKAIINUX J'IOKYC'CHGI_[I/I(bI/I‘IHLIe BapUAHTBI

COJIEP>KUT MH(POPMAITUIO O MOCIEA0BATEIBHOCTAX U paboUYHNX MpOoeKTax cOOPOK AJisi OOIBIION
KOJUIEKIIUA TEHOMOB

195

baza ganaeix LOVD 3.0

SABJISICTCSA COBOKYITHOCTBIO 0a3 JaHHbIX, COACPKAINUX J'IOKYC'CHGI_[I/I(bI/I‘IHLIe BapUAHTBI

conepxuT nHpopmaruio o JMoobx Baprantax SNP u indel

COACPIKUT I/IH(i)OpMaHI/IIO TOJIBKO O KIMHUYCCKH 3HAYMMBIX BapUaHTax

ABJICTCA AaHHOTUPOBAHHBIM C60pHI/IKOM BCEX 06H_IeIIOCTy1'IHBIX MMOCJIEI0OBATEILHOCTEM I[HK

196

Bbaza ganaeix HGMD

COACPIKUT I/IH(i)OpMaHI/IIO O KIIMHUYC€CKH 3HAYUMBIX BapUaHTax

conepxuT nHpopmaruio o Joobx BapranTax SNP u indel

ABJIICTCSA COBOKYITHOCTBIO 0a3 JaHHBIX, COACPKAIUX JIOKYC-CHCI_[I/I(I)I/I‘-IHLIG BAapHUAaHTBI

ABIACTCA HeHTpaHHBOBaHHOﬁ HHaT(I)OpMOﬁ IJI1 BU3YAJIBHOT'O I/I306pa)KCHI/ISI CTPYKTYPbI IOMCHOB,
MOCT-TPAHCIIAIUOHHBIX MOI[I/I(bI/IKaLII/Iﬁ 1 CETEBBIX B3aUMO/ICHCTBUI

197

baza nanusix ENSEMBL coaepxut nndopmanmio o

réHOoMax MO3BOHOYHBIX U JPYTIUX 3YKAPpUOT

MOCJIEIOBATEIBLHOCTSIX M pa0OUNX MPOEKTaX COOPOK sl OOTBIION KOJUICKIIMA TEHOMOB

MCTUJIBHBIX KapTax




MOCT-TPAHCIIAIUOHHBIX MOIII/I(bI/IKaI_[I/IHX

198

bazoii JaHHBIX, OTBeLIaIOIHeﬁ 3a YTBEPKACHNEC YHUKAJIbHBIX CUMBOJIOB U Ha3BaHUM JJIA JIOKYCOB
I'€HOMaA 4€JI0BC€Ka, B TOM YUCJIC 66J’IOK-KOI[I/IPYI-OH_[I/IX I'CHOB, nCrna rcHoB U IICEBJAOI'CHOB, ABIACTCS

HGNC (HUGO Gene Nomenclature Committee)

HuUGE Navigator

Genbank

Structural Classification of Proteins (SCOP)

199

WNudopmanuro o knaccudukannm OEIKOBBIX CTPYKTYPHBIX IOMEHOB, OCHOBAaHHYIO Ha CXOJ/ICTBE MX
CTPYKTYpP ¥ aMUHOKHUCIIOTHBIX ITOCIIEIOBATEILHOCTEH, COEPKHUT Oa3a JaHHbBIX

Structural Classification of Proteins (SCOP)

bank nannbix 6enka Protein Data Bank (PDB)

Genbank

Human Protein Reference Database (HPRD)

200

bazoit manHbIX, coaepskaiiel nHPOpMaIMIO O BApUAHTaX XPOMOCOMHOTI0 JucOananca u (peHoruma
YEJIOBEKa, SIBJISETCS

DECIPHER

Genbank

ENSEMBL

OMIM

201

KnuangeckumMy noka3aHHsSIMU AJI IIPOBEACHUA XPOMOCOMHOI'O aHalIn3a ABJIAIOTCSA

YMCTBCHHAA OTCTAJIOCTh

HapyILIECHUs pa3BUTHUSA

BPOKACHHBIC ITOPOKHU PA3BUTUA

XPOHHUYCCKUC BOCITATIUTCIIBHEBIC 3a001eBaHUs

202

Knuandyeckumu nmokazaHUusIMU AJId IIPCHATAJIbHOT'O KAPUOTUITHUPOBAHUS TUIOAA ABJISAFOTCA

XPOMOCOMHEIC HCpCCTpOfIKH, XpOMOCOMHBIfI MO3anln3M HUJIM aHCYIIJION AW 110 ITOJIOBBIM




XpOMOCOMaM y pOJUTEIIEH

THIICPTOHHUYCCKAaA 00JIe3HD Y POACTBECHHHUKOB

BBIAIBJICHHBIC ITPU YJIBTPAa3BYKOBOM HUCCIICAOBAHUH aHOMAJIUHU IJI0da

HaJIM4Yue I[I/Ia6eTa Y OJHOT'O U3 pOIIPITGJIGfI HaJIM4YHue

203 | [TokazanueM JuIsi MPOBEICHUS MOJICKYJISIPHO-IIUTOreHeTHUeckor quardoctuku (FISH-metom)
SIBIISIETCS

HaJIM4YHUC MYKOBUCIIMI03a B CCMbC

HaJIM4ue CBEPXUYUCICHHOU MAPKEPHON XPOMOCOMBI

BO3pacT Matepu 110 35 neT

II0JIO3PEHUE HA MO3aULU3M 110 OIPEJEICHHOMY XPOMOCOMHOMY CUHAPOMY

204 | K cTpyKTYpHBIM XpOMOCOMHBIM MIEPECTPOMKAM OTHOCSITCS

pEUMIIPOKHAs TPAHCIOKAIUs

JENeLns

HU30XpoMOCOMa

TPUILIOU AN A

205 | ®opmyIa KaprOTHITa, COOTBETCTBYIOIIAs CHHAPOMY JlayHa, MOXKET OBITh 3amucaHa KaKk

47.XXY

46,XY,der(14;21)

47,XX,+13

47,XX,+21

206 | [Ins nneHTH(UKAIMY XPOMOCOM UCIIONIB3YIOTCS IPH3HAKA

BCJIMYHMHA XPOMOCOM

PacIoyIoKeHUE LEHTPOMEPBI

HaJIM4Yuec HOHGpG‘-IHOfI HCUYCPUYCHHOCTHU XPOMOCOM IIpH OKpalllMBaAHUU

HaJM4ue CTPYKTYPHOU ITEPECTPONKHU




PACIIOJIOKCHHUEC TCIIOMCPBI

207 | K 941CcI0BBIM XpOMOCOMHBIM aHOMAJIUSIM OTHOCSTCS

TPUTLIIOU WA

JENeLns

MOHOCOMUS

HHCCPpIHA

HCPCUMUIIPOKHAA TPAHCIIOKAIHA

208 | ns KyabTHBHPOBaHUS JIMMQPOIUTOB Nepudepruueckoil KpOBU HEOOXOTUMBI

cpena RPMI-1640

(bUTOreMarrIFOTHHUH

ChIBOPOTKA KPOBH

IICTICUH

209 | Xumuueckre BelecTBa, OCTAHABIMBAIOIIEE JICJICHUE KIIETOK Ha CTaquu MeTadas3bl Ha3bIBAIOTCS

KOJIIOECMH

KaHaMUIIMH

KOJIXAIINH

HaTpus OucynbQur

210 | XpomocoMHBIi HabOp XapakTepHBIH 171 cuHapoMa KimaiiHpenprepa MOXKeT OBITh 3alMCaH KaK

47, XXY

46,XY/47 XXY

48 XXXY

45X

47, XYY

211 | Jins moydeHus mpernapaToB XpOMOCOM B KITMHHUYECKON TPAKTUKE MCTIOIB3YIOT METOTBI




oOpaTHbIi

MpAMOi1

TpaJIULIMOHHBII

HEIpsIMOU

212 | K metonam auddepeHnnanbHOro OKpanimBaHus XPOMOCOM, BBISIBJISIONIAM MTOMIEPEUYHYIO
MCYEPUYCHHOCTb, CHICIIM(DUIHYIO ISl K&KIOH XPOMOCOMBI, OTHOCSITCS

G-okpammBanme

C-okpamuBanue

R-okpammBanue

SOP-okpamvBaHue

T-okpammuBanue

213 | BaknroueHue UTONCHETUUECKOrO UCCIIEIOBAHUS JOKHO BKIIOYATh

JaHHBIC O ITAITUCHTC

MIPUYMHY HaIIPaBJIEHUS HA UCCIIEI0BAHNE

(dbopMyIly KapuoTHUIa, 3alMCAHHYI0 B cOOTBETCTBUU ¢ ISCN

Ha3BaHUE UCCICIOBAHHON TKAaHU

CBCACHUA O pOACTBCHHUKAX

214 | KOoHCTUTYTUBHBIN TETEPOXPOMATHH PACIOJIOKEH HA

AJTMHHOM IIJICYE XPOMOCOMBI Y

KOPOTKHUX IIJICYaX aKPOLUCHTPUYCCKUX XPOMOCOM

JUIMHHOM ILJIEYe XpOMOCOMEI 16

AJIMHHOM TIJICYC XPOMOCOMBI 6

215 | B IHK-nuaraocTiuke HacaeACTBEHHBIX 3a00I€BaHU MOYKHO HCIIOIb30BaTh

TILP

TJIP®




OIOTTUHT-TUOPUIU3AIUS

IBYMEpHBIi 351eKTpodopes

MIPOTOYHAS IUTOMETPHS

216

JIns TMarHoCTUKHU HAcaeACTBEHHBIX 3a0o0eBanuii JJHK M0OXHO BBIIEITIUTH U3

TUMQOIUTOB NIepuPepUIECKOil KPOBU

TKaHEBBIX OMONTATOB

BOJIOCSHBIX JIYKOBHUI

IIJ1a3MbI KPOBU

CbIBOPOTKHU KPpOBH

217

s Beinenenust JJHK u3 kinetok HeoOxoaumo

JIU3UPOBATH AApa

pa3pyLIUTh KIETOYHYIO CTEHKY

ounctuth JJHK oT accormmupoBaHHBIX OCIKOB

OKpaCUTh fAJipa BUTAJIbHBIM KPAaCUTCIIEM

(bukcupoBars sjipa

218

B npouecce 1P BeIaenstoT cTaguu

nenarypauusa JHK

OTXKUT IIpaiiMepoB

OJIOHI'allus ICITH

TUOpUAN3AIIS

pectpuknuus JJHK

219

Crnenuduynocts [P 3aBucur ot:

KOHIIEHTPalluu HOHOB Mg

TeMIIepaTypbl OT’KUTA IpaitMepoB

CHEeU(PUIHOCTH NpaitMepoB




BPCMCHHU 3JIOHTalluA

KOJIMYECTBA TUKIIOB

220

Jlns noareepxaaronieit JIHK-auarHocTuku U3BECTHBIX MyTallUK UCIIOIB3YIOT METOABI

TILIP-TI/IPD

amnenbenenuduueckas [P

CCKBCHHUPOBAHUEC

[TLIP B peabHOM BpeMEHHU

MHKPOYHUIIOBYIO TEXHOJIOTHIO

221

I[JI?I IIOMCKAa HEU3BCCTHBIX MyTaIII/H\/JI B I'CHC HCIIOJIb3YIOT

[IIIP B peanbHOM BpeMeHH

CCKBCHHUPOBAHUC

TILIP-TI/IPD

MECTOA OJHOHHUTECBOI'O KOH(i)OpMaI_II/IOHHOFO HOJ'II/IMOp(bI/ISMa

MHUKPOYHUIIOBYHO TEXHOJIOTUIO

222

Z[J'ISI MMPOBEACHU PCAKIIUN CCKBCHUPOBAHUA HGO6XOI[I/IMO

crenupuueckuil mpaiimep

noJimmMmepasa

CIICIIUAJIbHBIC HYKJICOTHAbI, TCPMUHUPYIOIINUEC ITOJIMMCPU3ALTUTO

pecTpuKTasa

nporenHaza K

223

JIHK-nuarnoctrka HaclaeICTBEHHBIX OOJIe3HEH ObIBaeT

npsiMast

HETpsiMast

KOCBCHHAas

oOpaTHas




IIO3UIIMOHHAaA

224 | K merogam npsimoit JIHK-nuarHocTiku OTHOCHTCS
amnenbenenuduueckas [P
IMP-ITAPD
cekBeHupoBanue JJHK
MUKPOYHIIOBAsI TEXHOJIOTHS
225 | Ecnu y npo0aH/ia ©3BeCTHA MyTallysl, IPUBOAAIIAs K HACJIEACTBEHHOMY 3a00JI€BaHUIO, JUIs
OIIpeEICHUs TEHOTUIIA Y POJICTBEHHUKOB ITPUMEHSIOT
CEKBEHHPOBAHUE HK30HA C MyTalueil merogom Cenrepa
CLIeTIJIEHHE NOIUMOP(HBIX MAPKEPOB C MATOJIOIMUYECKUM aJlIesIeM
metron HIIP-ITIP®
CEKBEHHPOBAHHUE MYTaHTHOT'O reHa MetogoM CeHrepa
226 | Ins ocymectrienns JJHK-muarHocTHKyn MUKPOISIICIIMOHHBIX CHHIPOMOB HCIIOIB3YIOT
rudpuau3anms in situ
ajuenscnennpuyeckas [P
aHaJIN3 MUKPOCATEJUIMTHOTO NOJIUMOpdu3Ma
IMOP-ITAPD
CEKBEHUPOBAHUE
227 | Meromamu 1ab0paTOPHON AUATHOCTHKH HEOOXOAUMBIMH JIJISl HCKITIOYECHUST HAPYIICHNH 0OMeHa
OpPraHUYECKUX KUCIIOT SIBIISIFOTCS
ra3oBasi XxpoMaTorpagpus
TOHKOCIIOIHast XpoMaTorpadus
TaHJAEMHas MacC-CIIEKTPOMETPHUS
OIpeJieIeHue aKTUBHOCTU (PePMEHTOB B 3PUTPOLIUTAX
228 | AKTUBHOCTb JIU30COMHBIX ()epPMEHTOB BO3MOKHO H3MEPHThH B




JeHKoIMTax

BOpPCHHAX XOpHUOHA

KJIeTKaX aMHHOTHYECKOM KHUIKOCTH

IJ1a3Me KpoOBHU

renaroouTax

229 | Tlpu mykomunuaose tan 11/111 ak THBHOCTB JIM30COMHBIX (DEPMEHTOB

CHHIXACTCs B HeﬁKOHHTaX

IIOBBIIIACTCA B HeﬁKOHHTaX

IOBBIIIACTCA B I1JIa3ME KPOBU

CHMXKXACTCA B I1JIa3ME KPOBHU

230 | JIuzocomHuble OOIE3HU HAKOIUIEHUS CBSI3aHbI C

HapyWCHUEM aKTUBHOCTH JIM30COMHBIX THAPOJIa3

HapyYHICHUEM TpaHCIIOpTa Q)epMCHTOB B IN30COMBI

HapyLEeHUsIMU TPAHCIIOPTa CyOCTPaTOB B JIN30COMBI

nenenusaMu Mutoxonapuansaon JJHK

HapyHIICHHUEM OuoreHesa IMUPOKCHCOM

1 Opranuzanys MeIMKO-TeHETHYECKOM TTOMOIIY HACEICHHUIO. DTUUECKHE BOPOCHI TEHETUKH MPHU
JIMarHOCTHUKE, KOHCYJIBTUPOBAHUYU U CKPUHUHIE
1 [leHHOCTH YeOBEUECKOM KU3HU B OMOMETUIIMHCKOM ITUKE ONIPEICIISIeTCS

YHUKAJIBHOCTBIO U HCIIOBTOPUMOCTBIO JINYHOCTHU

MICUXUYECKOHN U (PU3NUECKON MOTHOLIEHHOCThIO

paCOBOf/'I U HaIlMOHAJbHOU MNPpUHAIJICKHOCTBIO

(bUHAHCOBOW COCTOSITEIbHOCTHIO

2 OCHOBHBIM IPUHILIUIIOM COBPEMEHHON MOJIENH MpodeccnoHaIbHON Mopasii — OMO3THUKH -
SIBJISIETCS] IPUHIUI IPHOPUTETA

IpaB U YBAXKCHUSA JOCTOUMHCTBA MAIlUCHTA




HMHTEPECOB HAYKU

HHTCPCCOB O6H.[€CTB8.

HHTCPCCOB rocyagapCrBa

«KoHBeHnus o mpaBax uenoBeka u onomeaumuaey (1997 r.) [lpu ucnonp30BaHUM TOCTHKEHUI
OHMOJIOTUH M MEIUIIMHBI O0BSABIISET IPUOPUTETHHIMU HHTEPECHI U OJIarOnoyuue

YCJI0BCKa

oO1ecTBa

TPYIOCIIOCOOHOTO HACEICHHMS

HAaYKH U HAYYHOI'O ITporpecca

YBa)keHHE YaCTHOM KHU3HH YEJIOBEKa CO CTOPOHBI Bpaya MpearnoaraeT "HOOPMUPOBAHHE O €ro
COCTOSIHUH 37]0POBBSA

TOJIBKO CaMOrI'o IalucHTa

ero paboroaarenei

€ro KPOBHBIX POACTBECHHHKOB 110 UX HpOCI)6e

ero CyNmpyros IO UX IPOchOe

MakcuMma «PCIICHHUC MMAIUCHTA — 3aKOH JJIsI Bpada» HPAaBCTBCHHO OIlpaBAaHa B TOM CJIydac, €CJIN
9TO pCHICHUC

MOTUBHPOBAHO I/IH(i)OpMI/IpOBaHHI)IM COTJIaCUEM U HE YIpOXKACT APYTUM YCIOBCUCCKUM JKU3ZHAM

HC IMPOTHUBOPCYHUT l"OCYI[ElpCTBGHHOfI NACOJIOrnn

BIIMCBHIBAETCSI B HOPMBI MIOBEJIEHUS, IPOBO3IJIAIIa€Mble CpEACTBaMH MacCOBOM MH(OpManuu

MIpeioJiaraeT JOCTOMHYIO OIUIaTy METUIIMHCKOM yCIIyTu

Monens HHPOPMUPOBAHHOTO COTJIACHS MPEyCMaTPUBAET

PpaBHOIIpAaBUEC Bpada U OOJIBHOTO B BOIIpOCax O6CJ'IC,Z[0BaHI/I$I n JICUCHUA

IIPHUHATHC OOIBHBIM PEIICHNA Ha OCHOBAaHHWU COBETOB POJACTBCHHHUKOB

MHEHHUE O0JILHOTO YYUTBIBAETCS, HO Bpad OCTAETCs IJIaBHOM PUIypoil B 00CIIeJOBAaHUU U JIEUEHUU

MHEHUE OOJILHOTO B BOIIpOCax O6CJ'ICI[OB8.HI/I}I " JICUCHUS HC YUHUTBIBACTCA




BMmemaTenbcTBo B chpepy 370pOBBS UETOBEKA MOXKET OCYIIECTBIATHCS HA OCHOBAHUU

CBO6OI[H01"O, OCO3HAHHOI'O 1 I/IH(i)OpMI/IpOBaHHOFO corjacuys nmanucHTa

PEAKOCTH KapTUHBI 3a00/1eBaHus U €ro I03HaBaTeIbHOM OEHHOCTH

TpeOOBaHMS POJICTBEHHUKOB MAIlUEHTA

HU3BJICUYCHUSA (l)HHaHCOBOfI BBIT'OJbI

8 Peanuzanus 3THYECKOTO MPUHIIMIIA COOTIOACHUS aBTOHOMUY JINYHOCTH B MEIUITUHCKON TEHETHKE
MpeArnoaraeT Mpy pelieHu reHeTUYECKUX Mpo0siemM odecrieueHme
cBO0OO/IbI BHIOOpA MALIMEHTA
MPUOPUTETA UHTEPECOB HAYKU
MIPUOPUTETA UHTEPECOB OOIIECTBA
[TpuopuTeTa HHTEPECOB TOCYAAPCTBA

9 Peanmzanus 3THYECKOTO MPUHIIMIIA HE TPUIMHEHUS Bpea B MEIUIIUHCKON TEHETHKE
npe/ronaraet
MPEIYNPEkJACHUE TUCKPUMUHAIIMH WIN TPEANIOYTECHHIH, OCHOBAHHBIX Ha TEHETHYECKON
uHpopMauu
KOMITETCHTHOE BJIMSIHHE Bpava Ha PEIICHHUE U BEIOOD MAIMEHTOB
WHGOPMHUPOBAHNE KPOBHBIX POJICTBEHHUKOB ITAIMEHTA O PUCKE HACIIEICTBEHHOTO 3a00JIeBaHUS
0e3 ero cornacus
nepeaada BpauoM reHeTH4ecKoi HH(pOpMaIuy MaeHTa CTpaxoBOi KOMITAHUH

10 | OcymecTBiaeHNEe KOHTPOJS Ka4ecTBa JEATEIbHOCTH METUKO-T€HETUYECKON CITYKObI, BKITIOUAs
nabopaTopHbIE TeHETHYECKHUE CCIIeIOBAHNS, HEOOXOIMMO /ISl pealn3alliil STHIECKOTO
MIPUHITATIA
HEe IPUYUHEHHSI Bpeaa
ABTOHOMUU JINYHOCTHU
OJraroaestHus
CIPaBeTHBOCTH

11 | I'enernyeckoe TeCTUPOBAHUE POBOJUTCS IS

MOATBCPIKACHUA KIIMHUYCCKOTO AUArHo3a HaCJICACTBECHHOT'O 3a00JIeBaHUs




BBISIBJICHHUSI JIUI] C TIOBBIIIEHHBIMUA WHTEJIEKTYaIbHBIMH CIIOCOOHOCTSAMH JI CO3TaHUS UM
OJIarOMpUATHBIX YCIOBUHN KU3HU

CO3/IaHUS «370POBOT0» OOIIECTBA ITyTEM UCKYCCTBEHHOTO 0TOOpa

CHMKCHHA 4aCTOThI MyTaI_[I/If/’I B IIOITYJIAIIMN

12

K OCHOBHBIM ATHUECKUM IprUHOHUIIAM IT'CHCTUYCCKOTO TCCTUPOBAHUA OTHOCHUTCA

IIpaBo IMalMeHTa Ha COXpaHCHUEC KOH(bI/II[eHI_[I/IaJ'II)HOCTI/I

MIPaBO Bpaya COOOUIUTH TeHETHYECKYIO HH(OPMAIIHIO KPOBHBIM POJICTBEHHUKAM TallMEHTa

MIPaBO Bpada COOOIIUTh TCHETUYECKYIO HHPOPMAIIHIO CYIIPYTY HaIllUeHTa

IIpaBoO Bpada COO6H_II/ITB TCHCTUYCCKYIO I/IH(1)OpMaI_II/IIO CTanOBOﬁ KOMITIaHHUH

13

I'eneTnueckoe TECTUPOBAHNEC OCYICCTBIISICTCS HA OCHOBAHUU

CBO6OI[HOFO, OCO3HAHHOI'O 1 I/IH(I)OpMI/IpOBaHHOFO corjacus nmanucHTa

pelICHUs JICHalICro Bpada

PCUICHUA Bpada-IrCHCTUKA

0 Mpocb0e POACTBEHHUKOB MallMeHTa

14

BepHI)IM YTBCPKACHUCM O pCalin3ally MPpUHIHIIA aBTOHOMUH JIMYHOCTHU ITPU IMTPOBEACHNUN
TCHECTUYCCKOI'0O TECTUPOBAHUA ABJIACTCA CIICAYIOIICC

TCHECTUYCCKOMY TCCTUPOBAHUIO JOJKHO MPECAIICCTBOBATD I/IH(i)OpMI/IpOBaHI/Ie namueHTa O ICIIAX,
BO3MOJXHBIX pE€3yJjibTaTax U O BI)I60pC, KOTOpLIfI MOXKET CACIaTh MAllMCHT

TeHETHYECKOE TECTUPOBAHUE BBIMIOIHSETCS 110 Ha3HAYEHHUIO JIeYallero Bpaya 6e3
MH(OPMUPOBAHUS MTALIMEHTA O €T0 LEAX

FeHETUYECKOE TECTUPOBAHNE MAllMEHTa MOKET ObITh OCYIECTBIEHO 10 3aMpOCy €ro
POICTBEHHUKOB

TCHCTUYCCKOC TCCTUPOBAHUC ITATUCHTA MOXKECT OBITh OCYHICCTBJICHO I10 3a11poCy CTanOBOﬁ
KOMITaHHUH

15

I'enetnueckoe TCCTUPOBAHUC JeTen u OAPOCTKOB OCYHICCTBIIACTCA HAa OCHOBAHHUU

KJIMHAYECKOU TMOJIE3HOCTH TecTa JjIsl peOeHKa

TMOJIC3BHOCTU TECTa IJIA KPOBHBIX POJACTBCHHUKOB pe6eHKa

KEJIaHusA pOHHTeHCﬁ




OIIaThl TECTA POAUTCIIAMUA

16

I'enermueckoe TECTUPOBAHUC z[eTeﬁ H IIOAPOCTKOB HA HACJIICACTBCHHEIC 3a00J1€BaHHUs C IIO3JHUM
Ha4yaJIOM, HC UMCHOIIIUEC 3(1)(1)6KTI/IBHBIX croco0oB JICYCHH, pPEKOMCHAOYCTCA

OTJIOXKHUTDH 1O JOCTHIKCHUA pe6eHKOM COBCPUICHHOJICTHUA

MIPOBECTH TIO MPOCHOE pOAUTEICH

IIPOBECTHU, €CJIIN POAUTEIIN OIIATAT TECTUPOBAHUEC

HE MPOBOJIUTH

17

HpCHaTaJ'ILHaH JAUAarHoCTuKa HaCJICACTBCHHBIX 0oJie3HEl BBHIIOIHSIETCS C OCJIBIO

MOJTy4YeHUsI HHPOPMALIUU POIUTEIISIMU M BpauaMH O COCTOSTHIH 3/I0POBbS IUIOAA

IpCaAOTBpalICHUA POKIACHUA pe6eHKa C TSDKEIIoH HaCHeI[CTBeHHOﬁ rmaToJjoruei

BBI60pa POAUTECIIAMMU I10JIa IJI0Aa

CHMKEHHUS KOJIM4YecTBa OOJIbHBIX B [nomyiaauun

18

OcHoBHas 3THYecKas npolieMa npeHaTaabHON JUarHOCTUKU 00YCIIOBIIEHA

a60pTOM IUIOI0OB C HACJIEACTBEHHOM IMaTOJI0THEN 1 BPOXKACHHBIMHA ITOPOKAMU PA3BUTHUA

PUCKOM IIPCPbIBAHUA 6epeMeHHOCTI/I IIpH IMMPOBEACHUN WHBa3HUBHOU npoucaypsl

MIPUHYXIECHUEM POJIUTEINIEH K IPUHATUIO PELIECHUS B COOTBETCTBUU € TOCIIOICTBYIOLIEH
HUJIE0JIOTHEN

MPUHYKACHUEM POJUTENCH K MPUHATHIO PEIIEHUS B COOTBETCTBUU C HOpMaMHU, (hOPMUDPYEMBIMU
CpeAcTBaMHU MacCOBOM MH(OpPMaLIUU

19

Ecnu 6ynyiue poautenu, UMeroIIMe BEICOKUN PUCK HACTIEACTBEHHOTO 3a00IeBaHus y peOeHKa,
3asBJISIOT 00 OTKa3e OT MpephIBaHUSI OEPEMEHHOCTH, TO MPEHAaTadbHasl TUAarHOCTUKA B TAaKOU
CEMbE

JOJKHA OBITH MTPOBEJIEHA M3-3a HAIMYMS METUIIMHCKUX ITOKAa3aHUI BHE 3aBUCIMOCTH OT
OTHOIIECHHUS CEMBbU K IPEPBHIBAHNIO OEPEMEHHOCTH

MOXKET OBITh IMpOBEACHA, €CJIN POOAUTCIIN €€ OIJIATAT

HEC JOJDKHA IMMPOBOJUTHCA M3-3a HCPALIMOHAJIBHOI'O UCITIOJIB30BaHUA CPEACTB 3APaBOOXPAHCHUSA

HC JOJI’KHA ITPOBOJUTHCS, TAK KaK OOJILHOM pe6CHOK BCC paBHO 6y,[[eT POXICH

20

HpeHaTaJIBHaSI JUAarHOoCTUKa HAaCJICACTBCHHBIX 3a001€BaHni 10 MCAUIIMHCKHUM ITIOKa3aHUAM




OCYHICCTBIIAICTCA HA OCHOBAHUU

CBO6OI[HOFO, OCO3HAHHOI'O 1 I/IH(i)OpMI/IpOBaHHOFO corjiacus pOI[HTGJ'ICfI

O6peMeHI/ITeJ'IBHOCTI/I COZACPIKAaHUA 0O0JILHOTO JIIA O6H.I€CTBa

YKEJIAaHUS POJUTEIICH POUTH MPOLETYPY BHE 3aBUCUMOCTH OT HAJIMYMS MEIULIMHCKUX IMOKa3aHUI

OILIAThl POJUTENISIMU ATON yCIyTU

21

OcHoOBHAas dTUYECKAS HpO6JIeMa HpeI/IMHHaHTaHI/IOHHOf/'I JUArHOCTUKHN MOHOT'CHHBIX GOHCSHCﬁ
o0ycIoBiIeHa

pa3pylIeHHEeM «U30bITOUYHBIX» SMOPHOHOB

PUCKOM IJId 340POBbs JKCHIIUHEI ITPU ITPOUCAYPEC IKCTPAKOPIOPAIIEHOTO OIINIOAOTBOPCHUA

HE0OXO0IMMOCTHIO HHBa3UBHOM MOATBEPIKIAOIICH MPEHATAIBHON THAarHOCTUKA

MPUHYX/ICHUEM POAUTENEH K IPUHATHUIO PELLIEHUS O BIOOpPE SMOPHOHOB B COOTBETCTBUU C
FOCHOJICTBYIOILIEH HIECOJOTHEN

22

[Ipu npoBeneHnn BTOPOTro YpOBHS MaccOBOro 00cie0BaHusl OEPEMEHHBIX B MEIUKO-
T€HETUYECKOM KOHCYJIbTAllUH TPOBOIUATCS

ANArHOCTUKA KOHKPETHBIX (l)OpM NopaxCHUs 1J104a

aHaJIn3 OMOXMMHUYECKUX MapKEPOB XPOMOCOMHBIX aHOMAJIUH y 1012

BBISABJICHUC I'CTCPO3UTOTHBIX HOCHUTENEH MYTaI_II/Iﬁ

IIpEpbIBAHUC 6epeMeHHOCTI/I IIpH BBIABJICHUU IIATOJIOTHHU I1JIOAA

23

OcHoBaHueM AJIA IIPOBEACHU A MHBa3HUBHOM HpCHaTaHLHOﬁ JUAardHOCTUKU Yy KCHIIHUH W3 I'PYNIIbI
pUCKa 11O XPOMOCOMHBIM aHOMAJIWAM Y IJ10Ja ABJIACTCA

JT00POBOIBHOE MHPOPMUPOBAHHOE COTTIACHE KEHIIITMHBI

HaIlpaBJICHHUC Bpaya-rCHCTUKA

PEIICHUEC TPCHATAJIBHOI'O KOHCHUIINYMa

PACHIOPANKCHUC TCPPUTOPHUAIIBHBIX OPraHOB 3APABOOXPAaHCHUA

24

B 3agaun nutoreHeTHYECKOI J1abOpaTOPHH PETHOHAIBHON MEIUKO-TEHETUIECKON KOHCYIbTaIlUH
BXOJUT

MPOBCACHUC NUTOT'CHETHUYCCKOI'O O6CJ'ICI[OBaHI/IH ceMeil 1 OOJIBHBIX C MMOoAO3pCHUEM Ha
XPOMOCOMHYIO IAaTOJIOTUIO




YTOUHCHHUC AUAarHo3a HaCJICACTBCHHOI'O 3a00JieBaHusg OOMEHa BCIICCTB

00BsICHEHHE PE3YNIbTATOB 00CIIEIOBAHUS KOHCYJIBTUPYIOIIUMCS B IOCTYITHOM /17151 HUX opMme

MIPOBEJICHUE aHATIN3a YPOBHEH CHIBOPOTOYHBIX (PakTOpOB pucka Oomne3nu JlayHa y 6epeMeHHBIX
KCHIIUH

25

[Ipu npoBenennn MaccoBOro o0cie10BaHus OepeMEHHBIX JKEHIIUH ISl POPMHUPOBAHUS TPYIIIT
pHUCKa 10 BPOXKJICHHBIM MTOPOKAM Pa3BUTHUS U XPOMOCOMHBIM 0O0JIE3HSIM TEPPUTOPUATBHAS
MEIMKO-TEHETHYECKask CITyk0a B3aMMOJICHCTBYET C TEPPUTOPHATLHOM CITY:KOOU

aKYI_HepCKO'FHHCKOHOFH‘ICCKOﬁ

MeINaTPUIECKON

TEepaneBTUYECKON

XUPYPTUUECKOU

26

OCHOBHBIM OTJIMYUTEIHLHBIM IIPU3HAKOM HpO(bCCCHOHaHBHOﬁ OTHKH Bpayda ABJIACTCA

OCO3HAHHBIN BBI60p MOPAJIBbHBIX ITPUHIMUIIOB U IIPABUJI IIOBCACHHA

IIPUOPUTET UHTEPECOB MEAULIMHCKON HAYKH HaJl HHTEpEcaMu KOHKPETHOro 0OJIbHOTO

6e3y0J'IOBHa}I HCO6XO,[[I/IMOCTB IMOAYUHSATH JIMYHBIC UHTCPEChl KOPIIOPATHBHBIM

YTOJIOBHAsl OTBETCTBEHHOCTbH 32 HECOOJII0/IeHNE TPOPECCHOHATBHBIX 3TUYECKUX HOPM

27

[Tpu BBISIBIIEHUH HACIIEACTBEHHOTO 3a00JI€BaHUS Yy PA3BUBAIOIIETOCH I1JI0/Ia CyIb0Y 3TOTO IJI0/a
(mpomomkeHrne OEpeMEHHOCTH UM a0OPT) BIIPABE peliaTh

ponutenu Oyayiero pedeHka

Bpaunu-rCHETUKH

MpEACTAaBUTECIIN PCIIUTUO3HBIX O6T>€I[HHCHPII>1

Bpadud aKymCpbl-TUHCKOJIOTU

28

K 0CHOBHEBIM 3THYECKHUM npruHOHUIIAM MCIUKO-TCHCTHUYCCKOT'O KOHCYJIbTHUPOBAHUA OTHOCUTCH

YBaXXCHUC MAUCHTA U €0 CEMbU

MIPHUOPUTET UHTCPECOB O6I_I_ICCTBa Haa UHTCPCCAaMH IMalluCHTAa

KOMIIECTCHTHOC BJIMAHHUC Bpada HAa pCHICHUC U BLI60p MMalfMCHTOB

MH(OPMHUPOBaHHE KPOBHBIX POJACTBEHHUKOB MAIlMEHTa O PUCKE HACJIEICTBEHHOTO 3a00IeBaHMs




29

HenupexkTuBHbIi XapakTep MEAUKO-TEHETHUECKOTO KOHCYIbTUPOBAHUS MpeAroaraet

MPEJOCTaBIICHUE MMAIUEHTAM TOYHOM, IOJTHOM U HeTpeAB3ATON HH(popMaIu

COO6H.I€HI/IG manmueHTaM TOJIbKO TOM I/IH(bopMaI_[I/II/I, KOTOpasA NOATOJIKHET UX B K IIPAaBUJIIBHOMY C
TOYKHU 3pCHUA Bpada pCIICHUIO

OCYHICCTBJICHHUC BJIMAHUA BpauOM Ha PCUHICHUC U BbIGOp IIanucHTOB

IpAMYO pCKOMCHAAIWIO ITAMUCHTY IMOCTYIIUTDH IIPABUJIbHBIM C TOYKH 3pCHUS Bpada o6pa30M

30

Peamuzanms sTugeckoro IIpUHIMIIA CO6J'II-OI[CHI/I$I ABTOHOMUH JIMYHOCTHU IIPH MCIUKO-
TCHECTUYCCKOM KOHCYIIbTUPOBAHUHN obecreynBaeTcs

HCOAUPCKTUBHBIM XapPAKTCPOM KOHCYJIbTUPOBAHHUA

SaHlI/ITOﬁ YaCTHOM KU3HU MangyueHTa OT BMCIIATC/IbCTBA TPCTbHUX CTOPOH

BJIMAHHUEM, OKa3bIBACMBIM Bpa4iOM Ha PCUHICHUC U BI)I60p MalMCHTOB

Y4ETOM MHTEPECOB 00IIEeCTBa

31

Peanuzanus sTuyeckoro IMpUHIOMIIA HC IIPUYHMHCHUA BpCaa IIpU MCANKO-IT'CHCTHYICCKOM
KOHCYJIbTUPOBAHUU IIPEATIOIATracT

3a1uTy YaCTHOH KH3HU MnanueHTa U1 CEMbU OT BMEIIATCIIBCTBA TPETbHUX CTOPOH

nH(OPMHUPOBaHHE KPOBHBIX POJCTBEHHUKOB O HACIIEICTBEHHOM 3a00JI€BaHUM Y MallMeHTa 6e3 ero
COrJIacHsl

nepeaady reHeTHUecKoi MHGOPMAIIMH O TIAIMEHTE CTPAXOBON KOMITAaHUU

coo01eHne paboToAaTeN0 AUarHo3a MalrueHTa

32

HpaBo Ha FrCHETHYCCKYIO HH(bOpMaI_II/IIO O MalMMCHTC UMECT

KpOBHBIfI POACTBCHHUK, I/IMCIOI]_[I/Iﬁ PHUCK pa3BUTUA HACIICACTBEHHOI'O 3a00JIEBaHUS WU POXICHUSA
601bHOTO pebeHka

CTpaxoBast KOMIIaHUs, OCYHICCTBIIAIOIIAsA CTPaXOBAHUC 300POBb

paboToaaTenb

yupexeHue 00pa3oBaHUs

33

BepHbIM yTBepKACHHEM O COOOIIEHIH T€HETHYECKON HH(POPMAITUK POICTBEHHUKAM MAIUEeHTA,
MMEIOIINM PUCK Pa3BUTHS HACTIEACTBEHHOTO 3a00I€BaHUS UITH POXKICHUS OOJTHLHOTO PeOCHKa,
SIBJIICTCS CIISTYFOIIEe




Bpay JOJKeH HH()OPMHUPOBAThH MALMEHTA O €r0 MOPAIBHOM JI0JITe COOOIIUTH T€HETHYECKYIO
nH(OPMALIHIO TAKUM POJCTBEHHUKAM

Bpa4d JOJIDKCH COO6H_II/ITI> IFCHCTUYCCKYIO PIH(bOpMaHI/IIO TaKUM pPOJACTBCHHHUKAM IIallUCHTA 0e3 ero
coryiaCusd HE3aBUCHUMO OT TOT'O, IIPOCAT JIKN POACTBEHHUKHU 00 3TOM

Bpay JI0JKEH COOOLIUTh TeHETHYECKYI0O HH(OPMAIMIO TAKUM POICTBEHHHKAM MalleHTa 0e3 ero
corjacusi, €clid OHH 00 3TOM MOIPOCAT

Bpad HE JOJDKCH O6CY)KI[aTI) C MaKMCHTOM 3TH BOIIPOCHI

34 | Eciu B ceMbe IUTaHUPYETCS POXKACHHE JETei, TO Bpad JIOJDKEH
MH(GOPMHUPOBAThH NALIMEHTA O €0 MOPAJIBLHOM JI0JI'€ COOOIIUTH FeHETUYECKYI0 HH(POPMALIUIO O
cebe cymnpyry
00513aTEeNIbHO COOOIUTH TEHETHYECKYIO HH(OPMAIIHIO O IMAallMEHTe €ro Cynpyry 0e3 coriacus
nagueHTa
COOOIIMTH TEHETHYECKYIO HH(OPMAIIHIO O MAMEHTE ero CYNPYry 0e3 ero Corjacus, TOJIbKO eCIn
Cymnpyr 00 3TOM CIIPOCUT
Bpay He JOJKEH 00CYXIaTh ¢ HallUEHTOM 3TU BOIIPOCHI

35 | CooluieHue namuenTy pe3yaIbTaToB FTeHETUYECKOTO TeCTa IPH BBISIBICHUH Y HETO MYTAIlMH WIIH
HacJIeICTBEHHOT 0 3a00JIeBaHUs, COMPOBOXK/IAIOIIEEC MEJUKO-TEHETHYECKUM
KOHCYJIbTUPOBAHHEM, SIBJISIETCS pean3allieil STHUECKOro NpUHIUNa
He MPUYMHEHUS Bpesa
ABTOHOMUH JINYHOCTH
CIpaBEAJIMBOCTH
OnarofestHus

36 | Ecnu B mporiecce TeHETHYECKOT0 TECTUPOBAaHUS peOeHKa BRISBICHO, YTO MYX MaTepu peOeHKa He
SIBJIETCS €r0 OMOJIOrMYECKUM OTIIOM, Bpay J0JKeH HHPOPMUPOBATH 00 ATON HaXoaKe
MaTh peOeHKa
ee Myxa
000uX CYIpyroB OJTHOBPEMEHHO
He 00CY)KJaTh C CeMbEH 3Ty HaXOAKY

37 | be3 opopmiteHnss THOOPMHUPOBAHHOTO COTIIACHS ITPH YCIIOBUU TIPEIOCTABIICHUS HACCIICHUIO

MIpeIBApUTENIbHON HHPOPMALIK TPOBOIUTCS




00s13aTENbHbIN CKPUHUHI HOBOPOXKACHHLIX Ha HACIICACTBCHHBIC 0oJie3Hn 0OMeHa BCIICCTB

CEJICKTUBHBIN CKpHYHHUHI' Ha HACJICACTBCHHBIC 0ose3Hn 0OMeHa BCIIICCTB B I'PyIIIIax pUcCKa

CKPUHHUHT OepeMEeHHBIX KeHIINH B 1 TpumecTpe

CKPUHUHI OJId BBIABJICHUA I'CTCPO3UTOTHBIX HOCHTEIICH MYTaI_[I/Iﬁ

38

OCHOBHOM IIEJIBIO 00513aTEIIBHOIO MacCOBOI'0 00OCIICIOBAaHUS HOBOPOXKJICHHBIX HA HACIICICTBCHHBIC
00JIE3HHU ABJISIETCS

paHHAAd AUarHOCTHUKa 3a00JIeBaHUs U JICUCHHE z[eTeﬁ

BBISIBJICHHE CYNPYKECKUX Iap ¢ BBICOKUM PUCKOM POXKAEHMSI 00JIbHOTO peOeHKa

BBISIBJICHUC FeTCpO3I/IFOTHI)IX HOCHTGHCﬁ MYTaIII/If/'I, HpI/IBOZIFIIIII/IX K HACJICIOCTBCHHBIM
3200J1€BAHUSAM

HU3YUCHUC YACTOThI HACJICACTBCHHbBIX Ooune3Hell B nonyJisAanunu

39

ITpu npoBeneHnn 00s3aTEILHOTO MacCOBOI0 00CICI0BAHUS HOBOPOXKICHHBIX HAa HACIICICTBCHHBIC
00JIe3HU HEOOXOAMMO 00ECIIEUUTh

AOCTYITHOC U CBOCBPCMCHHOC JICHCHUC JJI1 BCCX BBIABJICHHBIX 0O0JIbHBIX

MIpEeHATaJIbHYI0 TUArHOCTUKY 3a00JIeBaHMsI IPU ClIeAYIOLIEe OEpeMEHHOCTH Y poAUTeNei
BBISIBIICHHBIX OOJBHBIX

BO3MOXKHOCTbB TPU CJIEAYIOIIEH OepeMEeHHOCTH POJUTENSIM BOCIOIb30BaThCs nmporpammoin 9KO c
MPEUMIUIAaHTAUOHHOW TMArHOCTUKON

BO3MOXHOCTb O6CJ'I€I[OB8.TL Ha reTepoO3uroTHOC HOCUTECIILCTBO MYTaI_II/Iﬁ POACTBCHHHUKOB OO0JIBHOTO

40

HpI/I MMPOBEACHNHN MACCOBOI'0 CKpUHUHI'A JJISI BBISABJIICHUS TCTCPO3UTOTHBIX HOCHUTENEH MYTaHHﬁ,
MPUBOAUIINX K HACJICACTBCHHbBIM 336OJ'ICB3HI/I$[M, HGO6XOI[I/IMO IMMOJIY4YUTDb

100pOBOJIBHOE MH(POPMUPOBAHHOE COTIIACHE 00CIIETyEeMBIX

PaspCiCHUC TCPPpUTOPUATIBHBIX OPTraHOB 3IPaBOOXPAHCHU A

PaCopsA’KECHUC OpraHOB MECTHOT'O CaMOYITPABJICHUSA

pacropsKeHUE TEPPUTOPUATBHBIX OPTAaHOB MEIUIIMHCKOTO CTPaXxOBaHUS

41

K 0CHOBHBIM PTHUECKHM OpHUHOHUIIAM '€HETUYCCKOTr0 CKpMHUHI'a OTHOCHUTCA

AOCTYIMHOCTb MCTOOOB JICUCHU A W/MIH HpO(I)I/IJ'IaKTI/IKI/I CKpUHUPYEMOT'O 3a00JIeBaHUS

npeaoCTaBJICHUC I/IH(I)OpMaI_[I/II/I O BBIBJICHHBIX MAIUCHTAX CTPAXOBbIM KOMITAHUSAM




COKpalCHUC Yucia OOJILHEBIX B nomyJindannuun

OIIPAaBAaHHOCTb NPUHYXKICHHUA K 06CJ'IGIIOBaHI/IIO OKOHOMHNYCCKHMMU HUJIN COIHUAJIbHBIMH BBII'OJJaMU

42

OTanoM BTOPOI'O YPOBHA MaCCOBOI'O O6CJ'I€I[OBaHI/I5[ 6epeMeHHBIX B MeﬂHKO'FCHeTquCKOﬁ
KOHCYJIbTAallUU SABJIACTCA

MEIMKO-TEHETUUECKOE KOHCYIBTUPOBAHKE KEHIIUH U3 TPYIIIbI pUCKA [10 BHYTPUYTPOOHOU
MATOJIOTUH TUIOAA

aHaIM3 OMOXUMHUYECKUX MapKEePOB XPOMOCOMHBIX aHOMAJIHMH y TII0/AA

BBIBJICHUE I'€TCPO3UTOTHBIX HOCUTEJICH MYTaHI/Iﬁ

IIpCPLIBAHHUEC 6CpeMeHHOCTI/I IIpHU BBIABJICHHHU I1aTOJIO'MH ILJIOdA

43

B 3ay1aun KOHCYJIBTaTUBHOTO OTACIICHUSI PETMOHATIBHON MEIMKO-TEHETUYECKON KOHCYIbTall1
BXOJIHUT

YTOYHCHUC IWardo3a HaCJICACTBCHHOI'O 3a00JIeBaHUs U OLICHKAa ITPpOTrHO3a IMOTOMCTBA B
HaCJICACTBECHHO-OTATOIICHHBIX CEMbIX

OTHUTOI'CHCTHNYCCKOC O6CJ'ICI[OB8HI/IC ceMeili 1 OOJIBHBIX C MMOoAO3PCHHUEM HAa XPOMOCOMHYIO
I1aTOJIOTHIO

aHaJIN3 YPOBHEW CHIBOPOTOYHBIX (DaKTOPOB pHUCKa OOJIE3HM JTayHa Y OEPEMEHHBIX KEHIIMH

npeHaTalbHasd JUArHOCTHKA BPOXKACHHBIX U HACJICACTBCHHBIX 3a00JIeBaHUM

44

OcHOBHOH 3a71auell CKpUHMHTa HOBOPOXKACHHBIX HAa (PEHUIIKETOHYPHIO IS MEUKO-T€HETUYECKON
KOHCYJIbTAIlUU SIBIIETCSA

BBISIBJIEHHE OOJILHBIX I[eTeﬁ " OpraHusanus ux JICUCHUA

BBISABJICHUC I'CTCPO3UTOTHBIX HOCHUTEIEH MyTanuu

CHIDKEHHE YHrcia 00JbHBIX B IomyJiaauuu

InpeHaTaJibHad JUArHOCTUKaA 3a00JIeBaHUs B OTATOIICHHBIX CEMBAX

45

B 3agaun naGopaTopun MaccOBOr0 CKPHHUHTA METUKO-TEHETUYECKON KOHCYJIBTAIIH BXOIUT

OpFaHI/ISaHI/Iﬂ H HpOBe}IeHI/Ie MaCCOBOI'O CKpI/IHI/IHFa HOBOpO)KJIeHHI)IX Ha HACJICACTBCHHBIC 60H€3HI/I
oOmeHa

00BsICHEHHE PE3YyIbTATOB O6CJ'ICI[OB3.HI/IH KOHCYJIbTUPYIOIUMCSA B I[OCTynHOﬁ JJIs1 HUX (bopMe

MOATBEPKICHUE TUArHO3a XPOMOCOMHBIX O0sie3Hen




MOJICKYJIIPHO-TCHCTUYCCKOC MMOATBCPIKIACHUC JUArHO3a HACJICACTBCHHOI'O 3a00JIeBaHUS

46

Meauko-reHeTu4ecKoe KOHCYJIbTUPOBAHUE CEME C BpPOKIEHHOM U(MIJIHM) HACIIEACTBEHHON
MATOJIOTHUEH BXOIUT B 3a/1a4M YUPEKIACHUN

MCHHKO'FCHGTHQCCKOﬁ CJ'Iy>K6I)I

NEeNATPUIECKOM CITyKOBI

aKyIIEPCKO-TUHEKOJIOTUYECKOM CITyKOBbI

HEBPOJIOTUYECKOH CITyKOBI

47

B MeHHKO-FeHGTH‘-ICCKOfI KOHchII)TaHI/H/I MOXKET OCYHIeCTBJI?[TBC?[ JICUCHHNC HACJICIACTBCHHBIX
Oose3Hen

IIaTOIr€CHCTHYCCKOC

CHUMIITOMAaTHYCCKOC

XUPYPTHUYECKOE

I'CHHas TCpaliusa

48

I'ennas TCeparud JOJIZKHA TIPOBOJAUTHCS JJIL

JieueHus 3a00JIeBaHUNA

«UCIIPaBJICHUS» MYTallUH C LIEJIbI0 TOCTPOCHUS 00IIECTBA 3A0POBBIX IPAXKIaH

IOJIYYCHHUA Y JeTen ONPCACIICHHBIX ITPU3HAKOB I10 3aIlIpOCy 6y,[[y1HI/IX pO,[[I/ITeJ'IeI\/'I

CHHMKCHHS 4aCTOThI MYTaHI/Iﬁ B IIOITYJIAIINHN

49

B cirydac, €CJIM MauueHT ¢ JUAarHoCTUPOBAaHHBIM CEMEHHEBIN aICHOMATO3HBIM ITOJIMIIO30M
KHIICYHHKA KATCTOPUUICCKH OTKA3bIBACTCA HH(bOpMHpOBaTB CBOHX POACTBCHHHUKOB O PUCKE
Pa3BUTHA Y HUX 3TOT'O 3360J’I€BaHI/I$I, B COOTBCTCBHMU C JleﬁCTBYIOIHHMH IMpaBOBBIMHW HOpMaMHU Bpad
JOJIDKCH

HE coo01aTh HHHOPMAIUIO O PUCKE POJCTBEHHUKAM TAIMEHTA U TEM CAMBIM COXPAHHUTH €T0
KOH(HUICHIINAIIBHOCTh

COO6H_[I/ITL I/IH(I)OpMaI_II/IIO O PUCKE POACTBCHHHKAM ITallTUCHTA, CCJIN OHU 6y,[[yT CI0 UHTCPCCOBATHCA

COO6H_[I/ITL I/IH(I)OpMaI_II/IIO O PUCKE POACTBCHHHUKAM ITalIUCHTA, JaKE€ €CJIM OHU HC 6y,[IYT (S30)
HHTCPCCOBATHCA

COO6HH/ITI) I/IH(bOpMaIII/IIO B ITOJIMKJIIMHUKHU IO MECTY KUTCJIIBCTBA POACTBCHHUKOB ITAllTUCHTA
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B ciyuae, ecin skeHa 60IBHOTO XOpeel TEHTHHITOHA X04YeT 00CIIeI0BAaTh CBOETO
HECOBEPIICHHOJIETHETO BHYKa Ha 3TO 3a00yieBaHNe, He HHYOPMUPYS poauTesei peOEHKa o
HAJIMYUH HACJIEICTBEHHOT'O 3a00JI€BaHMsI B CEMbE, B COOTBETCTBHUH C JICHCTBYIOIIMMH ITPABOBBIMH
HOpPMaMH Bpay JIO0JDKEH

OTKa3aThb B TCHCTUYCCKOM TCCTUPOBAHUU pe6eHKa, TaK KaK 6a6yu11<a HE ABJIACTCA €10 3aKOHHBIM
npeaACTaBUTCIIEM

MIPOBECTH 00CyIe0BaHNE peOeHKa U COOOIMUTh 0a0yIIIKe ero pe3yabTaThl

poBecTy o0cieoBaHne peOeHKa 1 MPOUH(DOPMHUPOBATH O €T0 Pe3yIbTaTax POAUTEIICH

IIPOBECTU O6CJ'IC,I[OB&HI/IC pe6eHKa, TOJIBKO €CJIN OHO 6yneT OIINTAYCHO

Mognucan: GEAEPATIBHOE FOCYAPCTBEHHOE ABTOHOMHOE

OE[EPANIHOE FOCYOAPCTBEHHOE  Sepisciiroiuioe Mol sl oorosiinn
ABTOHOMHOE OBEPA30BATEJIbHOE MELVILMHCKA YHUBEPCUTET MEHY H.A. NPOrOBA"
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