OIIEHOYHBIE CPEJICTBA (CUTYALIMOHHBIE 3AIAUN) JUISA
IMPOBEJIEHUS TOCYJAPCTBEHHOI UTOTOBOM ATTECTAIIUM

IO CIIEMAJIBHOCTMU 31.08.30 «'EHETHKA»

CuryanuonHas 3agada Ne 1

Ha mpmem k Bpauyy-TeHETHKY HEBPOJIOTOM HampaBieHa JaeBouka, 2-X Jner. [leouka ot l-oit
O0epeMeHHOCTH, MPOTEeKaBIell Ha (OHE recTo3a, CPOUYHBIX POJIOB C MPUMEHEHHEM BaKyyM-3KCTPaKIHH
wiona, ¢ Becom 2940 r, nnunoii Tena 50 cMm, mo Anrap 7/8 6amio. Beimucana cpasy. Co cioB poaurenei,
10 6 MecsleB pa3BHBaJIach 110 BO3PACTy, B HACTOSIIMI MOMEHT OECIIOKOHUT 3a/epiKKa MCHXOPEYEBOTO
pa3BUTHSI, CMEX U XJIOMAHbE B JIAIOIIKH, YaCTO BHE CBSA3H C KaKOH-TMOO MPUYMHOHU, Cyaoporu (1e0roT B 6
MecsIEB), HEIOBKOCTh MpH xoab0e. B ¢enorune: Mukporedanus, yruiomeHHbI 3aThUIOK, TUIIOILIA3US
BEpXHEH uenmocTH, nporuatus. Ciyx, 3peHne B HOpMe, JTaHHBIX 32 BPO)KJICHHBIC TIOPOKH PA3BUTHS HET.

BOHpOCLI K CHTyaHHOHHOﬁ 3a1a4c:

1. YcranoBuTe IpeABapUTEIbHBIN IUAarHO3, 000CHYITE €ro.
2. Kakue merompl oOciemoBaHHs MCHONB3YIOTCS Il MOATBEpXkACHUS nuarHo3a? Kakoii
HauOoJee mnenecoodpaszeH. OOBSICHUTE pe3yIbTaT 00CIETOBaAHUS.

Konuuecraso Awanua
KOnuin MOTMAMPOBAHKHA

H19-1 [Hhal] _ [11-001,975970 0.96 045

H19-1 [Hhal] _ [11-001.976110 0.94 05

[H19-1 [Hhal] _ [11-001,976280 1.04 053

MEG3-1 [Hhal] [14-100,361810 0.98 043

MEG3-1a [Hh_ [14-100,362090 111 045

NESP55-1 [H_ [20-056,848340 0.96 052

PLAGL1-2 [H_. [06-144,370610 1.05 046

PLAGL1-2 [H_ [06-144.370970 099 05

|GRB 10-ntr.1_ [07-050,818010 1.01 05

GRB 10-Intr.1_ [07-050,818250 0.98 043

MEST-1 [Hhal] [07-129,918500 0.9 052

MEST-1 [Hhal] [07-129,915380 089 045

KCNQ10T1-1_[11-002677130 0.97 051

KCNQ10T1-1..[11-002677610 102 05

MEGS-6 [Hhal] |14-100.440560 1.06 052

MEGS8-intr 5 [.. |14-100.420630 0.86 0.5

SNRPN-Intr 2 [15-022.751230 0.94

| SNRPN-Intr 2 _ [15-022.752250 101 “
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3. Kakoe oGcnenoBanue cieayeT Ha3HAYWTh B CiIydyae MOJO3PEHUS HA OTHOPOIUTEIHCKYIO
JMCOMMUIO TI0 pe3yJIbTaTaM MPOBEAEHHOTO MUCCIICTOBAHUS?

4, Kaxkoe npouncxoxenrne nMeeT 00HapyKEHHOE HapyIICHHE?

5. [Tepeuncnure Bce n3BecTHbIE Bam nmpu4nHb, MPUBOASIINE K JAHHOMY CUHIPOMY?

6. Kakoii puck moBTOpHOTO pokIeHUs peOeHKa ¢ JaHHBIM CUHIPOMOM B JaHHOW ceMbe?

Kaxue mepomnpusitust (uccienoBaHus) HE0OOXOIUMO MTPOBECTH JJISl OLEHKHU PUCKA MOBTOPHOTO POKIACHUS
pebeHKa ¢ JaHHBIM CUHAPOMOM B JAHHOW ceMbe?

7. WnuTepnperupyiite 3anuch pe3ynbraTa 00cie10BaHUs pOAUTECH:

7.1. Kapuorum otna: 45,XY,der(15;15)(q10;910)

7.2 Kapuorun matepu: 46,XX.

8. KakoB pHcKk MOBTOPHOrO poOXJIeHUS pedeHKa ¢ JaHHBIM CHHIPOMOM C Y4ETOM
PE3yNbTaTOB 0OCIIEOBAHUA POTUTENCH?



9. C xakuM marHo3om cienyet nuddepeHmpoBaTh JaHHBIA CUHIPOM?

10. Yro BKIJIIOYAET MPOrpamMMa JICUSHHUS, AUCTIAaHCEPHOTO HAOIIOICHHS U peaduIuTaluu
HaIMeHTa ¢ ITUM CUHIPOMOM?
11. Crenyer nu HanpaBUTh JaHHOTO pebénka Ha MCD? Byzer i ycTaHOBI€HA MHBATUAHOCTD?

CuryauunonHas 3agaqa Ne 2

Ha mpueM Kk Bpady-reHETHKY HEBPOJIOrOM HANpaBiICH MallbYMK, 4 MecsIeB, pOKIACHHBIA oT 1
OCpEeMEHHOCTH, MpOTEeKaBIIeld 0e3 OCIOKHEHUH, CPOYHBIX CaMOCTOSTENBHBIX pojaoB, ¢ Becom 2830 r,
mmaHor Tema 51 oM, mo Amrap 7/8 OamroB. Beimmcan cpasy. Co CIIOB pOIUTENCH, C POXKIACHUS
HaOmromaercsi cnaOblii KPWK, MBIMIEYHAs CIA00CTh, B HACTOSIIMIA MOMEHT OCCIIOKOUT 3ajiepiKKa
MOTOPHOTO M TMICHUXUYECKOTO Pa3BUTHSI, TPYJHOCTH C KOPMIICHHEM, CHUKCHHBIN anmeTuT. B denorure:
y3KHiA 100, MUHIAJICBUIHBIC T1a3a, TOHKAsI BEPXHsIsA T'y0a ¥ OIMYIICHHBIH BHU3 YTOJIKH PTa, aKPOMHUKPHSI.
Cnyx, 3peHHe B HOpME, JIaHHBIX 332 BPOXKICHHBIC TIOPOKH Pa3BUTHSI HET.

BOHpOCLI K CHTyaHHOHHOﬁ 3a1a4c:

1. YcTraHoBHTE IpEBAPUTEIBHBIN JIUArHO3, 000OCHYHTE €ro.

2. Kakue metopl 00cnenoBanust HCOOXOAUMBI [T IOATBEp K IeHHs nuarno3a? [lepeuncinure
HauOoJIee meaecoodpasHbIe.

3. OOBsicHUTE Pe3yIbTAT MPOBEIEHHOTO 0OCICIOBAHHUS.

i y . . . ;.
Karyowew  Slagments  4CpMegens  #Overo Mo e npts Ve Dy Samcies ATy Tegeares

mE
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4. KakoBo npoucxoxaenne oOHapy>KEHHOTO HapyIIeHus1?
S. [lepeuncnure Bce n3BecTHble Bam npuunHbI, NpUBOASIINE K JAHHOMY CUHIPOMY?
6. Kakoil puck MOBTOPHOTO poXAeHUs peOeHKa ¢ JaHHBIM CHHIPOMOM B JAaHHOW cembe?

Kaxue meponpusitus (nccienoBaHusi) He0OOXOIUMO MPOBECTHU JIJISl OLEHKU pUCKa MOBTOPHOTO POXKACHUS
pebeHKa ¢ JaHHBIM CHHAPOMOM B JTAaHHOU ceMbe? (MpeyraraeTcs pe3ynbTaT 00cae10BaHuMs)?

7. B cnydae oTpunarenbHOro pesynbrara MCCieloBaHUs, Ha3HauyeHHOro Bamu B m.2 kakue
METO/]Ibl TUATHOCTUKU HEOOXOMMO PEKOMEHIOBATh C [EJIbI0 YCTAaHOBJIEHUS AUMarHo3a?

8. C xakuM auartHo3om cienyer nuddepeHunpoBaTh JaHHBINH CUHAPOM?

9. Uro BKJIIOYAET NpOrpaMMa JIEYEHMs, JUCIIAHCEPHOTO HAONIOACHHUS M peaduIUTaIiH

MalKUeHTa C 3TUM CUHIPOMOM?
10. Crenyer iu HanpaBUTh JaHHOTO pebénka Ha MCD? Byzer i ycTaHOBIEHA UHBAJTUAHOCTD?



CuryanuonHas 3agada Ne 3

Ha npueme neBouka, 4 roaa.

KanoObl: penuauBUpyOIIKEe pecnupaTopHble MHPeKnuu (10 3—4 3MHu3010B B TOJ), Kallellb C
OTXO0XJICHUEM BS3KOM MOKPOTHI, HEYCTOMYUBBIMN CTYII.

Anamue3 3a0osneBanus: mepBbiidi smu3zon OPBU B Bo3pacte 3 MecsleB, CONMPOBOXKIAIOMIMUACS
INIMTEeNbHBIM KanuieM. B 3 roga mepenecna mepBblii 3MH30]] THEBMOHHMH, KOTOPHIE MOBTOPSUIUCH U B
nanpHemeM. J[MuTenbHOCTh pecnupaTopHbIX HMH(pEKuui B cpeaHeM cocraBiser 2—3 nexenu. C 6
MecsIeB y peOeHKa HEYCTOWYUBBIN, KalIUIeoOpa3HbIid CTYII.

AHaMHe3 XU3HHU: peOEHOK OT 2-ii 6epemeHHOCTH. Pojbl camocTosiTenbHbIe, HAa cpoke 39 Heaelnb.
Bec npu poxaennn 3200 r, mmHa - 52 cM, orenka o mkane Amnrap 7/9 6. JJaHHBIX 0 HEOHATaJIbHOM
CKPUHHUHIE HET (BO3MOXKHO He npoxoauia). CeMelHbli aHaMHe3 He OTATOIIEH, CTapilinii OpaT 3710pOB.

[Tpu ocMmoTpe: neBOYKa MPAaBUIBHOTO TEOCIOXKEHHS, HU3KOTO nuTanus. Bec - 14 kr, poct - 97 cm.
[lepuonnveckn moakanmBer, Bsuias. Koxka OnemHasi, Typrop cHikeH. JXHBOT B3AYT, IPHU MaibIIalluid
neyeHs +1,5 cM u3-moJ Kpasi pebepHoi Ayru.

[lenuaTp HanpaBmiI peOEHKA Ha KOHCYJIBTAIMIO K TCHETUKY.

BOHpOCH K CHTyaHHOHHOﬁ 3a1a4c:

1. VYcranoBuTe IpeABapUTENbHBIN AUAarH03, 000CHYITE €ro.

2. Kakue nabGopaTopHble MeTOIBI 0OCIENOBaHHUA HEOOXOAMMBI JUISl TOATBEPIKICHHUS
muarHo3a? [lepeuncnute Hanbosee nenecoodpasubie. Kakue MHCTpyMEHTaIbHBIE METOABI 00CIIEIOBAaHUS
HE00X0IMMO MTPOBECTH?

3. OO0BsicHUTE Pe3yJbTAaThl TPOBEAEHHOTO 00CIIETIOBAHNUS.

4. Kakne MoneKysipHO-TeHeTHIECKHUE METO b JHATHOCTHKH HEOOXOIMMO HCITOIb30BATh IS
MOJTBEpXkKIeHUs nuarHos3a? B kakom nopsake?

S. UYro Brl o)xuaaere B pe3ynbraTe npoBeaeHus uccienoanusa? CylecTByIOT JIM MaKOPHbIE
MYTaIH B 3TOM IeHe (1pu 3ToM 3abosieBanun)? MHTEepnpeTupyiiTe pe3ynbTaT Ucciae1oBaHus (IJ1s 3TOro
UCTOJIb3YHTE OTKPBIThIE T€HETUYECKHE 0a3bl TaHHBIX).

6. Kakoit Tun HacnenoBanus 3abosneBaHusi? Jlaiite XapakTepUCTUKYy STOMY THUITY
HacCJIeI0BaHMs.
1. Kakoii puck mOBTOpPHOTO poKJIeHUS peOeHKa C JaHHBIM 3a00J€BaHUEM B 00CIIEI0BAHHOMN

cembe? Kakme Meponpustus (uMcciaenoBaHHs) HEOOXOAMMO TPOBECTHU I OLIEHKHM pPUCKA MOBTOPHOTO
pOXKIeHHs peOeHKa C JaHHBIM 3a00JieBaHEeM B 00CIeI0BAaHHON ceMbe?

8. C KakuMU COCTOSHUSIMH HEOOXOIMMO MPOBOANTH Au(epeHITnaNbHYI0 TUArHOCTUKY
3TOro 3a00JieBaHus?

9. Kakue wmeronpl Tepamuu sToro 3aboneBaHusi Bwl 3naere? I'me peGEHOk Oyzaer
HaOJII0AATHCS, YTO BKIIKOYAIOT B IUIaH JUCIIAHCEPHOTO HAOMIOCHUA?

10. Ha 4to HanpaBiieHbl OCHOBHBIE peaOUINTAlIMOHHBIE MEPOTIPUATHS IIPHU 3TOM 3a00JIeBaHUU?

11. Crenyer u HanpaBUTh JaHHOTO pebénka Ha MCD? Byzer nu ycTaHOBIEHAa HHBAJIUAHOCTD?

CuryauunonHas 3agaqya Ne 4

B Menunko-reHeTHUECKYI0 KOHCYJIbTAlMIO oOparuiach JeBouka 5 jeT. XKajnoOel Ha OTCyTCTBHE
peun, mpoOiemMbl B OOIIEHUH M OOYYCHHH, arpeCCUBHOE TOBEACHHE. | eHeaTornuecKkrii aHaMHe3: 3TO
BTOpOWi pPEOCHOK B CeMbe, cCTapmias cecTpa M PpOTUTETH 3I0poBbl. Ha MOMEHT HacTyIuieHHus
O0epemenHocTH Matepu Obuto 33 rona. Ponmbl cpodHble, myTeM KecapeBa cedeHus. Bec mpu poxaeHuun
2840 rp, nyuHa Tena 47 oM, OKpY)HOCTh TosioBbl 33 cM. OrieHka 1o mkajie Anrap 6/8. B pognome 6but



JIMarHOCTUPOBAH BPOXKICHHBIM MOPOK CEpJla: HaJIKIamaHHbIA CTEHO3 JIerouHol aptepuu. HepBHo-
TICUXUYECKOE PA3BUTHE: CAMOCTOATEILHO XOIUT C 27 MECSIIEB, MIEPBBIC CIIOBA MMPOU3HOCUT C 42 MECSIIEB.
B mnepBeie 2 rona orMeyanuch TPYAHOCTH HpuU KopmiieHMu. B 4 roga Oblia onepupoBaHa MO MOBOIY
COJIPYKECTBEHHOT'O KOCOTJIa3usl.

DeHOTUITUYECKHE OCOOCHHOCTH: MHKpoledanus, mepuopOUTalbHas IMOJHOTA TKaHEH, SMUKAHT,
“3e3quartas’ paay’kKKa, IJIOCKas IEePEHOCHIla, BBIBEPHYTHIE HO3APH, OONBIIONW pPOT, MOJHBIE TYOBI,
MaJIeHbKHE 3yObl, TyIOoYHast IPblkKa (CM. PUCYHOK 1).

dusnueckoe passutue: Bec 13,5 kr (Menee 3 nepuentuiis), poct 101 cm (3 - 10 neprieHTHIIb).

WuTennexT: BbIpaKeHHOE CHIKEHHUE.

OcoOeHHOCTH  TOBEACHMS:  arpecCUBHOCTb, OTMEYaeTcsl  ayroarpeccusi, MpodJemMbl B
KOMMYHHKAIUH, THIEPAKTUBHOCTh, CTEPEOTUIINH, PA3IPAKUTEIBHOCTh

A

Pucynox 1. ®enotun pedénka [Eur J Hum  Genet 22, 64-70 (2014).
https://doi.org/10.1038/ejhg.2013.101].

BOHpOCH K CI/ITyaI_II/IOHHOI‘/’I 3aga4c:

1. YcTaHoBUTe TTPeIBAPUTENBHBIN TUArHO3, 000CHYHTE €ro.

2. C kakuMH CHHIpPOMaMH HEOOXOAMMO MPOBOJIUTH KIMHHYECKYIO auddepeHnnarbHyo
JMarHOCTHKY 3TOTro 3a00seBaHus?

3. KakoBa stuonorust storo 3aboneBanusi? K kakoil rpymrme HaciaeACTBEHHBIX Oo0Je3HEn
OTHOCHTCS?

4, Kakue Meroasl 06cnieroBanrs HEOOXOIUMBI TS TOATBEPsKIeHus nuarno3a’? [lepeunciure

HauOoJiee 1enecoo0pasHbIe.

5. WuTepnpetupyiite 3aInCh pesyibTara oOcrenoBaHus peOénka:
arr[hg19] (7)(q11.23911.23)(72717345-74133310)x1, npu HEOOXOJMMOCTH HCIIOJIb3YHTE T€HETHUECKHUE
0a3bl JaHHBIX.

6. Ecnu Obl y manueHTa ¢ Oojiee MATKMM (DeHOTHUIIOM Jenenusi Obliia Obl HE OOHapyXKeHa,
Kakoe 00clieToBaHne HEOOX0IMMO PEKOMEHI0BaTh? ByAeT i1 3To MOATBEPKaTh AMArHO3, KOTOPBI Bbl
noctraBuiy (B 1.1)?

7. Uro BKJIIOYAET MporpaMMa JI€YeHUs, JHUCIAHCEPHOTO HaONIO/IEHUs M peaduinTalnuu
ManueHTa ¢ ’TUM CUHIPOMOM?

8. Crenyer u HanpaBUTh JaHHOTO pebénka Ha MCD? Byzer u ycTaHOBIEHAa HHBAJIUAHOCTD?

9. Kakoii TOBTOpHBIH pPHCK pOXIACHHUA OOJBHOrO ATHM 3al0ojieBaHHEM peOeHKa B

o0cneoBaHHON ceMbe?
10. Kakne MmeTtonsl mpoHIaKTUKH HEOOXOIMMO MPHUMEHUTh B JAaHHOW CeMbe C IIEIbIO
MIPEAOTBPAIEHUS POXKICHUS O0JBHOTO peOEHKa, B TOM YHCIIC C TUM 3a00JIeBaHUEM ?



CuryaunuonHas 3agada Ne 5

B MeMKO-TeHEeTHUECKYI0 KOHCYIbTALUIO 00paTuiics ManbuukK 6 net. XKamoObl Ha CHIDKEHHE CITyXa.
['eHeanornvecknii aHaMHE3: 3TO BTOPOM PEOCHOK B CEMbE, CTapmiask CecTpa M POJUTEIH 3I0POBBI, Y
0a0ymKy TO OTLIOBCKOW JIMHUM TETEPOXPOMHUS PATyXKKH M Oenas mpsabp Bosioc. Poabl cpounble,
ecrecTBeHHbIe. Bec nmpu poxaenun 3250 rp, mmHa tena 50 cm. Ornenka o mkane Anrap 8/9. HepeHo-
MICUXHYECKOE PA3BUTHE: CAMOCTOSITENIBHO XOMUT ¢ 12 Mecsnes, mepBbie ciaoBa Npou3HOcHT ¢ 11,5
MmecsieB. B 6 mecsameB ObUla  aumarHoctupoBaHa  Oonie3Hb [ MpHImpyHra,  MOITBEpXKACHHAsS
THCTOJIOTHYECKH, TT0 TIOBOY 4ero onepupoBaH. B 1,5 rona poaurenu crany oTMe4aTh CHUKCHUE CITyXa,
MPUXOJIIIOCh HECKOJIBKO Pa3 TMOBTOPSATH oOparieHue K pedeHky. MeToJjoM ayIMoMeTpUr yCTaHOBIICHA
HEeHpoceHCOpHast TYyroyxocTb. V3 aHaMHe3a Takke U3BECTHO, YTO B MIIQJICHUECTBE y peOeHKa Obuta Oernast
TIPS BOJIOC HAJl JIOOM, KOTOpasi CO BpeMEHEM Hcue3Ja.

deHoTUNIMYECKHE OCOOCHHOCTH: IIMPOKas MEePEeHOCHUIla, CBETIO-TONyOble TJla3a, BBICOKOE
pacnojoKeHHe yriia MpaBoii JonaTku (CM. puCyHOK 1).

dusnueckoe passurue: Bec 20 kr (25 - 50 nmeprientuib), poct 116 cm (50 - 75 nepueHTrIb).

Pucynok 1. ®enotun namueHTa
[https://doi.org/10.1016/j.jot0.2018.05.005]

Bomnpocsl k cuTyalimoHHoM 3aaaye:

1. YcTaHoBUTe TNpeABapUTENbHBIA JTMArHo3, OOOCHYWTE ero (Ha30BUTE AMArHOCTUYECKUE
KpUTEPUHN).
2. Kak nacnemyercs mannoe 3abosneBanne? COOTBETCTBYET JIM POJIOCIOBHAS CEMBU ATOMY

TUIy HacienoBaHuA? ApPryMeHTHpYHTe OTBET (HEOOXOIMMO COCTaBUTh POIOCIOBHYIO)

3. Kakue metozp! o6cnenoBaHust HEOOXOAUMBI [T MOATBEpkKAeHUs nuarno3a? [lepeuncnure
HaunOoee 1erecooopasHele.

4. WuTepnpeTupyiite pe3ynbTaT 00cie10BaHus peOEHKa:
B pesynbrare CcekBEeHMpPOBaHMS TIOJHOTO B5K30Ma y peOEHKa OOHapy>KeH TI'€HETHYECKHMH BapHaHT
NM:001122659.3(EDNRB):c.828G>T(p.Trp276Cys), (OMIM:*131244.0001) (1 uWHTEpHpeTanun
UCTIOJB3YHTE OTKPHITHIE TeHETUYECKHE 0a3hl TaHHBIX ).

5. Yro HEOOXOAMMO BBHIIONHUTH IS TOATBEPIKICHHS 3HAYUMOCTH M TATOT€HHOCTH
OoOHapy>KCHHON MyTalluu B pa3BUTUU 3a00seBaHus y peO&HKa?

6. Kakoii puck poxzaeaus OOIbHOTO peOEHKa B JaHHOW CceMbe TIpH  CIeAyIoUIei
O6epemeHHOCTH?



7. Ecte mu puck s cubca (cectpsl) yHacnemoBaTh 3Ty Mytanuio? TpeOyercs nm e
o0cnenosars?

8. Yro BKJIOYAET NpOrpaMMa JICYCHHS, IUCIIAHCEPHOTO HAONIOJNCHUS W peaduIUTaIH
MaIMeHTa ¢ STHM CHHIPOMOM?

9. Crnenyet nu HanpaBUTh JaHHOTO pebéHka Ha MCD? Byner nu ycraHOBIIEHAa HHBAIHIHOCTH?

10. Kakne Mmetonsl mpoduIakTHKM HEOOXOIMMO MPHMEHUTh B JAaHHOW CeMbe C IIEIbIO
MPEJOTBPAILLCHHUS POXKIECHUS O0JBHOTO peOEHKA, B TOM YHCIIE C 3TUM 3a00eBaHIEM?

CuryanuonHas 3agada Ne 6

Ha mpuem Kk Bpauy-reHeTuky oOpaTUiiach CEMbsl ¢ MaJbUMKOM 2 Mecslla [0 HalpaBiICHUIO Bpaya
neauaTpa M HEBPOIATOJIOTa B CBS3M C HAJIMYMEM BPOXKAEHHOTO IMOpPOKa cepiala U CYIAOPOKHBIM
CHHJIPOMOM JUISI MCKJIFOUCHHS HACJIEJICTBEHHOTO XapakTepa MaTOJIOTMU WJIM TOCTAHOBKM JHArHo3a, a
TaKXKe sl YTOYHEHHs IPOTHO3a MOBTOPHOTO pPOXACHUS OOJBHOTO peOCeHKa TMpH  CIeayroIei
OepeMEeHHOCTH.

Pe6énok ot Il Gepemennoctu, | pomoB (AnUTENbHBINA OE3BOAHBIN MPOMEXKYTOK, ITUTEIHLHOE
CTOSIHHE TOJIOBKU B POJOBBIX MyTsX). Bec mpu poxnenun — 2850 r., poct — 50 cM, oleHka mo Iikaie
Amrap 6/7 6amtos. [TepBast 6epeMeHHOCTD IpepBaiach Ha cpoke 6 Henenb Ha pone OPBU.

Bo Bpemsi GepeMEHHOCTH MaTh OTKa3algach OT IPOBEAEHUS INPEHATAIbHOro CKpuHuMHIa u Y3U
wioga. C mepBbIX CYTOK KU3HU OTMEUYAINCh TOHHUUYECKUE CYIOPOTU. Bl BHISBICH BPOXKIEHHBIN MOPOK
cepaua.

[Tpu ocmoTpe OOHApPYKEHBI MUKPOAHOMAIHMH PAa3BUTHUS: KOPOTKas IIesi, KOPOTKUHA HOC C Y3KUMHU
HOCOBBIMH XOJaMH, 3arHYTHI 3aBUTOK JICBOM YIIHOHW DPAaKOBWHBI, JJIUHHBIC TOHKHE WAaJbIBl PYK,
LIUPOKUHN OOJIBILION Majer KUCTH.

Pe3ynbTaThl KIIMHUYECKHUX aHAIM30B KPOBU M MOYH B TIpe/ieax peepeHCHBIX HHTEPBAJIOB.

broxumuueckuil aHamu3 KpOBH Ha 2 CYTKH KH3HM: COAEp)KaHUE KanbLus B KpoBH 1,58 Mmob/n
(HopMa ans geredt 1o 6 mec. - 2,3-2,5 MMONbB/I), OCTajJbHbIE MOKa3aTeNIU B Ipenenax pedepeHCHBIX
3HAYEHUU.

3XO-KI': MHOKecTBEeHHbIE JIe(EKThl MEKKENYTOUKOBOW MEPEropoiku, Ae(eKT MexXIpecepaHoi
MIEPEropoIKy, T00aBOYHAS JIEBasi BEPXHSS 10JIast BEHA, BIIAIA0MIasi B KOPOHAPHBINA CHHYC

Heiipoconorpadus: paciunperre O0OKOBBIX KeTyJ0YKOB.

CeMeiiHblii aHaMHE3 HE OTATOMIEH HACJIEACTBEHHBIMH 3a00JieBaHUSIMU. bpak HE pOJCTBEHHBIM.
Ponurtenu monoasl u 3m10poBbl. OcoOeHHOCTEH heHOTHIa y poauTesieil He 0OHAPYKEHO.

BOHpOCLI K CHTyaHHOHHOﬁ 3aga4c:

1. HazoBute Hanbosee BepOATHBIN MpeABapUTENbHBIN AMAaTHO3, HA30BUTE JUATHOCTUYECKUE
3HAYMMBbIE€ CHMITOMBI JIJI1 IOCTAHOBKHU MPEABAPUTEIBLHOTO JUArH03a B TAHHOW KIIMHUYECKON CUTYalIHH.

2. Uro sBisieTcss MPUYMHOM HEOHATaJbHOTO CYIOPOKHOIO CHHApPOMA y peOEHKa B JaHHOM
KIMHUYECKOW cutyanuu? Kakue npuduHbl HEOHATAJIBHOTO CYAOPOKHOIO CHHAPOMA HACJEICTBEHHOMU
stuosioru  Ber  3Haere? C KakUMH CHHAPOMaMH HEOOXOJUMO TMPOBOAWTH  KIWHUYECKYIO
g depeHIMaTbHYI0 TUarHOCTUKY 3TOTO 3a001eBaHus?

3. KakoBa stuonorust 3toro 3aboneBanus? K kakoil rpymnme HacleICTBEHHBIX Oome3Hel
otHOocUTCH?
4. Kakue metonp! 06cnenoBanust HEOOXOAUMBI [T MOATBEpkKAeHUs nuarnos3a? [lepeuncnure

HauOoJee 1eaecoodpasHbIe.



5. HNHuTtepnpeTupyiite 3aMmucCh pe3ynbTaTa obcnemoBaHus pebEnka:
arr[hgl9] 22011.21(18645354 21465750)x1 (mpu  HEOOXOOUMOCTH  HCIIOJIB3YHTE  OTKPBITHIC
TreHETUYEeCKHEe Oa3bl JTAaHHBIX )

6. Ecmm Ob1 y mamuwenTta nenenus Oblia Obl He OOHapyXeHa, Kakoe o0O0CielIOBaHHE
HE00X0AMMO peKoMeH10BaTh? ByzeT Jin 3T0 MoATBEpKAATh AUArHO3, KOTOphIA Bbl moctaBumm (B m.1)?

1. Crnenyet nu HanpaBUTh JaHHOTO pebéHka Ha MCD? Byner nu ycraHOBIIEHAa HHBAIHIHOCTH?

8. Uro BKJIIOYAET NpOrpaMMa JICYCHHS, JUCIIAHCEPHOTO HAONIOACHHUS M peaduIUTaIiH

MaIUeHTa ¢ ’TUM CUHIPOMOM?

9. Kakoli mOBTOpHBIM pHUCK pOXIACHUS O0IBHOTO OSTUM 3a0oeBaHMEM peOeHKa B
oOcreoBaHHOM ceMbe? Kakue MeporpusTis HEOOXOIMMBI JIJIsl YTOYHEHUS] TEHETUYECKOTO prucKa’?

10. Kakue MeTonpl mpopHIaKTUKM HEOOXOJMMO TPHMEHUTh B JIAaHHOW CEMbE C IIEIbIO
MPEOTBPAILCHUS POXKICHHS OOJBHOTO PeOEHKA, B TOM YHCJIE C ATHM 3a00JIeBaHuEM (B 3aBHCHUMOCTH OT
pe3yabTaToOB 00CIEAOBaHUS POIUTENCH)?

Curyauuonnas 3agada Ne 7

K Bpauy reHeruky oOparuiach CceMbs 1O TIOBOJY YTOUHEHHUS MPHUYMUHBI 3aJCPKKU
MICUXOAMOIIMOHAIBHOTO ¥ HHTEJUIEKTYAIbHOT'O Pa3BUTHUS y ChIHA 8 JIET ¥ MPOTHO3a TOTOMCTBA.

Pe6énok ot |l Gepemennoctu, Il pomoB ¢ mnuTenbHBIM O€3BOAHBIM MPOMEXYTKOM. Bec mpu
poxaenun — 3200 r., poct — 51 cm, onenka 1o mmkane Anrap 8/9 6amios

Pannee ncuxomoTtopHoe pazButue 6e3 ocobennocreil. B Bozpacre 10 1 roga Ha GoHe TeMmepaTypsl
npu OPBU ormeuanuch cymoporu (omHOKpaTHO, Oojee He moBTopsumich). Ilocie 3-x mer oOpaTuin
BHUMaHHE Ha 3aJCpKKy (OpPMHpPOBaHUS pEYH, C JETbMH KOMMYHHUIHPYET IUIOXO, THIIEPAKTHBHOE
MOBEJICHNE, KOHTAKT TJla3a B IJIa3a €CTh, HXONAIHS, TU3apPTPHsI, OTMEUAIOTCS CTEPEOTHUIHH (HE 4acTo),
yauTcs B 1-M KOppEeKIIMOHHOM KJiacce 00111e00pa30BaTeIbHON MIKOJIBI.

ITpu ocMoTpe oTMeuaroTcst JU3MOpGUUECKUE YepThl CTPOSHUS: HE3HAUUTENbHO YUIMHEHHOE JIUIO
U OTHOCUTENBbHO YyBEIWYEHA HIDKHSS YeTIOCTh, YIIHbIE PAKOBUHBI KPYIHBIC, OTTOIBIPEHHBIE;
mwiockoctonue |-11 crenenu, mponarnc MUTpaIbLHOTO KIIanaHa.

B ximHMYeckuX v OMOXMMHUYECKUX aHAIM3aX KPOBU U MOYH MATOJOTHH He OOHAPYKEHO

O0I' — 06e3 ocobenHocreir. MPT — maronmorum He oOHapyxkeHo. Ponurenu 310pOBBI.
HacnencrBennsie 3aboneBanus orpuiatoT. EcTh 3mopoBast 1oub, 18 ser.

[To maHHBIM ceMeMHOro aHaMHe3a JABOIOPOJHBIN A peO&HKa (ChIH POJHOM cecTpbl 0A0YIIIKHU 10
JMHUU MaTepH) CTpajaeT JIETKON CTENEeHbI0 YMCTBEHHOW oTcranocTH. PomHol crapmmit Opar (57 mner)
MaTepu CUMTaeT ceOsl 370pOBBIM, HO MOCIEAHUN Toj HabOII0AaeTcsl y HEeBpoJora Mo MOBOAY Tpemopa
NaJbLEB KMUCTU (CUUTAET, YTO Ha (pOHE CTpecca); UMeeT ABYX 3[0POBbIX JeTei (oub, 20 ner, u cbiHa, 15
JIET).

Bomnpocsl kK cuTyalimoHHOM 3aaaye:

1. HazoBute Hanbonee BeposSTHBIN npeaBapuTeabHbid AuarHo3. OTBeT 000CHYMHTE.

2. C kakumu 3a00J€BaHUSAMH HEOOXOAUMO MPOBOAUTH AU(EepeHInaIbHyI0 TUAarHOCTHKY,
KaKHe pe3ysbTaThl 00CIe0BaHMS U KOHCYJIbTAllMA KaKUX CIIEIUATUCTOB JJIsl 3TOTO0 HEOOXOAUMBI.

3. KakoBa stuonorusi storo 3aboneBanusi? K kakoil rpymnme HacieICTBEHHBIX Ooje3Hen
otHocutcsa? Kak Hacnenyercs?

4. Kakue metonp! 06cnenoBanust HEOOXOAUMBI [T TOATBEep K AeHUs nuarno3a? [lepeunciure
HauOoJee 1eaecoodpasHbIe.

5. HNHTepnpeTupyiiTe 3anuch pe3yiabTaTa o0cae0BaHus peOEHKa:



6. Ecnm Ob1 y marnimenTa oOcnenoBanne, Ha3HaAUeHHOE BaMu, okazanoch HEpe3yJbTaTUBHBIM,
KaKOH CJIeYIONTUH IIar He0OX0IUMO TPEIPUHSAT?

7. [Ipennoxute mnporpamMmy J€4YeHUs, TUCHAHCEPHOTO HAOMIOAEHUS M peadMIuTaluu
ManueHTa ¢ 3TUM CHUHAPOMOM, MPH JPYTUX COCTOSHUSAX ACCOLMHUPOBAHHBIX C HAPYIICHUSMU B TOM Ke
rene?

8. Crnenyet nu HanpaBUTh JaHHOTO pebéHka Ha MCD? Bynet nmu ycraHOBJICHA HHBATUIHOCTH?

9. CeMbsl mIaHUPYET NPOAODKUTH JETOpOXKJIeHUE. Kakoll NOBTOpPHBIA PHUCK POKICHUS
001bHOTO 3TUM 3a00sIeBaHNEM peOeHKa B o0cienoBaHHON cembe? Kakue MeponpusTist HeOOXOAUMBI JUIs
YTOYHEHHS] TeHETHYECKOIro prcKa?

10. OrneHuTe pUCKH IS ICTEH U BHYKOB OpaTa MaTepH.

11. Popnast cectpa mpobannma obparmnach k Bam 3a koHCynbTanuel cmycTs HSATh JIET IO
HAIpPaBIICHUIO aKylllepa-THHEKOJIOra B CBSI3M ¢ OecruiofueM B Opake, HU3KUM ypoBHeM AMI', HU3KUM
OBapualbHBIM pe3epBoM. MoskeT i 3T0 ObITh CBA3aHO ¢ Oose3Hblo €€ Opara. Kakue myrtu perieHus
POOJIEMEBI IETOPOXKICHUST BbI MOKeTe el TIPeIOKHUTh?

CurtyannonHas 3axavya Ne 8

B MeauKO-reHeTHYecKyl0 KOHCYNbTALMI0 oOpaTwiach MaTh ¢ MampuukoMm (16 ier), mo
HaMpaBJICHUIO TeauaTpa U KapAuoJiora ¢ IeJbl0 YTOYHEHHs JMarHos3a, IMporHo3a 3/10poBbs, BblOOpa
TAKTUKU JICYCHUSI U HAOJIIOJICHHUS.

Anamue3 3a0osieBaHus: Manpuuk OT 1-ro Opaka, 1-off OepeMEeHHOCTH, pOC W pa3BUBAICA
COOTBETCTBEHHO BO3pacTy. B paHHeM neTcTBe HAOMIONANCS YYaCTKOBBIM TEIUATPOM: M3MEHEHHH CO
CTOPOHBI CEpACYHO-COCYIMCTON CHUCTEMBI Y IallME€HTa HE BBIABICHO, NMPHU3HAKOB HEIOCTATOYHOCTH
KpOBOOOpaleHus He ObLIO.

VY mamueHta B Bo3pacte 6 ner ObUT BBISBICH IOJABBIBUX XPYCTaldWKa, B 7/ JIET, MO JaHHBIM
sXxoKapauorpaduu cepiua, - TMpojanc MUTPaJIbHOIO KIamaHa, »JKCUEHTPUYHOE PpaCMOIOKEeHUe
aopTajJbHOIO KianaHa, TpaOekyida B JeBoM jxeiayaouke. C 8 ner mepuoandeckd cTajiu OeCHOKOUTbH
Homomme 0oiaM B cepAle Npu (QU3MUECKOW Harpyske, cepAleOHeHHe, 4YTO IOCITYKWJIO MOBOJOM s
o0clie1oBaHMs MAIMEHTa B YCIOBUAX CTallMOHApA.

®denotut: poct 166 cM, Bec 36 Kr, aCTEHUYECKOT'O TEIOCIOKEHUS, ApaXHOAAKTHIIHS KUCTSH U CTOII,
acCMMMETpUYHAsl KHJIeBUAHAS Aeopmaius TpyaHON KIeTKH, KudoTHyeckas OcaHKa, MPaBOCTOPOHHUI
TPYAHOM, JIEBOCTOPOHHUN TMOSCHUYHBIN CKOIHO3. B obnactu cepama ormeuaercs: mynbcarus Bo -1V
Mexpedepbe (M/p) ciieBa. AyckyiabTaTuBHO: | TOH Ha BepxXylike ocialieH, Haj Bcel 00iacThio cepia,
MaKCHUMaJIbHO Ha BEpXYIIKE, BBICIYIIMBAETCS TpyObli cucrtonmyeckuid mym, B Il M/p - kopoTkuit
JMACTOIMYECKUH IIyM.

CemeiiHbII aHAMHE3: OTATOLIEH MO CEepAECYHO-COCYIUCTBIM 3a00JEBaHMUAM, JIeAYIIKa MO JIMHUU
oTIIAa yMep B Bo3pacte 28 jer, mpuyMHa He ycTaHoBJIeHa. B Bo3pacte okono 35 ner ymep oTel, npuyuHa
CMEPTH - pacCciIauBaloIIascsl aHEBPU3Ma AOPThl. Y MaTepu B HACTOAIIMNA MOMEHT BTOpPOM Opak, OT
KOTOPOTO €CTh 370pOoBasi J104b (8 jer).

Bomnpocsl k cuTyalimoHHOM 3aaaye:

1. Ha3zoBute Hanbosnee BepoATHBIN NpeABapUTEIbHbIN 1uarno3. OTBeT 000CHYiiTE.

2. C xakuMu 3a00JI€eBaHUSIMH HEOOXOAMMO IMPOBOAUTH NU(P(EpPEHIHATBHYIO JUATHOCTHUKY,
KaKhe pe3ysbTaThl OOCIENOBaHHMS W KOHCYJbTAMM KAKUX CHEHHUATUCTOB I 3TOT0 HEOOXOAUMBI.
[TonTBepxnatoT v Bam nmpeaBapuTeNbHbINA AMAarHO3 3TH 00CIeI0BaHUS?

3. KakoBa stuonorus storo 3aboseBanms? K kakoil Trpymnme HaciaeACTBEHHBIX OOJIE3HEH
otHocuTca? Kak Hacnenyercs?



4. Kakue metozb! o6cneioBaHust HEOOXOAUMBI JUI NOATBEPKAeHUs nuarnos3a? [lepeunciaure
HauOoJiee 1enecooopasHbIe.

5. WuTepnperupyiite 3aIHCh pesyJbrara oOcieoBaHus peOénka:
NM_000138.5(FBN1):c.6920G>C(p.Cys2307Ser) [OMIM:*  134797.0002, dbSNP:rs137854457];
(MCTONIb3yHTE OTKPBITHIE TEHETUYECKUE Oa3bl JAHHBIX ).

6. Eciu Obl y manmenTa o0ciiejoBaHue, Ha3HaueHHOE Bamu, oka3anoch HEpe3ylbTaTHBHBIM,
KAaKOW CJeyroIMH mar Heo0XouMo NpeAnpuHATs? O3HavaeT JIM 3TO, YTO AUArHO3 UCKIIFOUEH?

1. CeMbsl mIaHUPYET NPOAODKUTH JETOpoKJIeHUe. Kakoll NOBTOPHBIA PHUCK POXKICHUS
00JIbHOrO 3TUM 3a00sieBaHMEM peOeHKa B o0cieoBaHHON ceMbe? Kakue MeponpusTist HeOOXOAUMBI JUIs
YTOYHEHMS TEHETHYECKOIO PUCKa?

8. Onenure pucku Auas JAeTedl  o0cieloBaHHOTO MajbuuMKa B OydymieM, Kakue
popUIAKTHYECKHE MEPBI MOYKHO OyAET PEeKOMEHI0BAaTh IPU IUIAHUPOBAHUHU JAETOPOXKACHUS.

9. Kaxkoe sneuenue mokasano nmamueHTy, HeOOXOAMMO JIU AUCTIAHCEPHOE HAOII0AeHNE?
10. Crnenyet nu HanpaBuTh JaHHOTO pebénka Ha MCD? byzaer nu ycTaHOBIIEHA MHBAIMIHOCTH?
11. Uro BKIIIOYAET NporpaMma peaduanuTaluy nauyueHTa ¢ 3TUM CUHJIPOMOM?

CuryaunonHas 3agaqa Ne 9

K Bpauy reneTuky oOpaTHiiach CeMbs 110 PEKOMEHALMU Bpaya HEOHATOJIOTa POJIoMa C BOIIPOCOM
0 HE0OXOMMOCTH 00ciIeI0BaHUs HOBOPOKAEHHOTO chbiHa. PoauTtenam no 30 set, ceMelHblii aHaMHe3 He
orsiromiéH. Ecth 3m0poBast nous 7 jer (ot | 6epemennoctn). |l GepeMeHHOCTD — BBIKHIBINT Ha CpOKe 7-8
HeZeNb.

Pe6€nok ot Il GepemenHocTn, mporekapmield ¢ Tokcuko3oMm B | tpumectpe, B Il Tpumectpe —
cienpl Oenka B MOoYe, yMepeHHble OTEKM Ha Horax. KoMOMHMpoOBaHHBIN NpeHaTanbHbI CKpuHUHT | 1 |1
TpuMmecTpoB He mnpoBoauics (otka3). Poxer Il cpounble, ocnoxHuBIIMECS C€Ia0OCTBIO POJIOBOM
nesitenbHocTH (| mepron — 18 wacos, |l mepuox — 30 mun). IIpoBoanIack CTUMYJISIUS OKCHTOILMHOM.
Ouenka no mkane Anrap 7/8 6amioB. 3akpudan Mocie OTCACBHIBAHUS CIM3U M3 BEPXHHUX JIbIXATEIBHBIX
IIyTE€H U Tpaxeu.

Pe6énok (Manbuuk) poauics ¢ Maccoit Tena 2900 r, amuHoi 48 cMm. KoxkHble TOKPOBBI PO30OBBIE,
BbIpaXkeH akporano3. Kpuk ciadeiii. bpaxunedanuueckas ¢popma uepena. BeipaxeH depenHo-TUIeBOM
IU3MOp(U3M U CTUTMBI AM3IMOpHOreHe3a: Kocoil pas3pe3 ria3, SnuKaHT. Beicokoe rormyeckoe HEOO,
MaJIeHbKHE HU3KO PACIIOJIOKEHHBIE YIIHbIE PaKOBHUHBI, HEJOPA3BUTHE KOCTEH HOca, mporHatusMm. b.P. —
1,5x1,5 cM. BelpaxkeHa MbllleuHass TMIOTOHMS, CHUXKEHHE pe(IeKCOB CHUHAIBHOTO aBTOMAaTHU3MA.
BpaxuaakTunus KucTel, momepeyHas jJaJoHHAas CKIajaKa Ha JieBoi nagoHu. ['pynHast kieTka oOBIYHOMN
¢dopmbl. JIpIxaHue my>puiibHOE, XpUIOB HET. TOHBI cep/ia T0CTaTOYHO TPOMKHE, CUCTOIMYECKHH IIyM B
Il mexxpebepbe cneBa OT IpyAUHBI, JUacTONUYecKUd mryM. JKMBOT Msrkuii, 6e300s1e3HeHHbid. [leuenn
+1,0 cm. Cenesénka y kpas noapedepbs. HapyxHble 1mooBble Opranbl C(OPMHPOBAHBI MPABUIBHO IO
MY’KCKOMY TUITY. SIMUKH HaJl BXOJIOM B MOIIOHKY (KpUNTOpXH3M). AHYC ecTb. CTyll — MEKOHUH.

Bomnpocsl k cuTyalimoHHOM 3aaaye:

1. VYcraHoBUTE NpeIBapUTENbHBIM JUarHo3, oOocHyite ero. KakoBa 3THOJOrHS 3TOTO
3aboneBanus? K kakoil rpymme Hacie1CTBEHHBIX 00J€3HeH OTHOCUTCS?

2. Yro HEOOXOIUMO JUI MOATBEPKACHUS/UCKIIOUEHUS JAHHOTO JIMarHo3a: COCTaBbTE IJIaH
obcnenoBanus. Kakue wmerombl oOcieqoBaHUS HEOOXOAWMMBI JUIsl TOATBEPXKICHHUS JuarHosa?
[lepeuncaure Hanbomee 1eIeco00pa3HbIE.

3. Bel  momyumnm  pe3ynbTaThl  O0CIIE€IOBAHUS: 46,XX,der(13;21)(q10;910),+21.
Pacummudpyitte moxanyiicra. IlonrBepxkmaer nu pe3yabTaT oOciemoBanums Bam gumarno3? Kakoi
MEXaHHM3M BO3HUKHOBEHHS 3TOTO HapyIIeHus?



4. Kakwue emé nuroreHeTuyecKkue BapUuaHThl MOTYT SIBJISTHCS MPUYMHON JAHHOTO CHHIIpoMa?

5. Uto BKIIOYAET MporpaMma JICYCHHs, IUCIAHCEPHOTO HAOMIOACHUS M peabWIUTaIUH
ManueHTa ¢ ’TUM CUHIPOMOM?

6. CeMbs mnaHUpyeT JAaibpHeliiee aeTopoxkaeHue. Kakoill puCK MOBTOPHOTO cCiiydas
pOXIeHUsT peOEHKA C 3TUM CHHAPOMOM Y JAHHOW CyHpyKeckoil mapbi? UTo HeoOXOAMMO MPEeANpPUHSAT
IUIi YyTOYHEHMs 3HA4YeHUH TreHetmueckoro pucka? Yro Bbel oxumgaere yBuaeTe B pe3yibTaTax
o0cIieIOBaHMsI CYIIPYTOB.

7. Kakne MmeTtonsl mpoduIakTHKM HEOOXOIMMO MPUMEHUTh B JaHHOW CeMbe C IIEIbIO
MPeIOTBPALLEHUS POXKIEHUS O0JIBHOTO pebEHKa?

8. TpeOyercss nm oOcienoBaHWE cTapiiel cecTpbl o0OciemoBaHHOTO Manbunka? Kakoi
TeHETUYECKUI PUCK JIJIs €€ MOTOMCTBA B OyAylieM, NpoQuIakKTUYECKUue Mephl?

9. Kaxue nanupie Bbl Mornu Obl MOTY4YUTH MPH NMPOBEIEHUU MPEHATAIBHOIO CKpUHUHTA | U
Il pumectpos, Bamu aeiictust.

10. Crnenyet nu HanpaBuTh JaHHOTO pebénka Ha MCD? byzaer nu ycTaHOBIIEHA MHBAIMIHOCTH?

CuryauunonHas 3aga4ya Ne 10

Bam mocTtynui 3BOHOK U3 j1a00paTopuu HEOHATAIbHOTO CKPUHHMIAa HOBOPOXAEHHBIX, MO MOBOAY
neBouku A., 12 nHeil, B cBA3M ¢ OOHApyXEHHEM IOBBILICHHOIO COAEp)KaHUs (eHUIalaHWHA B IMATHE
KpoBU. BBl cBA3amuch ¢ poauTENs MM J€BOYKM M TNPUITIACHIM HUX Ha MOBTOPHBIM aHaIW3 KpPOBH, U
KOHCyJbTalMio. Pomurenu mpuexanm depe3 1 Hemenmro mocie Bamrero 3Bonka, pe6éHky — 19 nueid,
XKamoObl — OOMIIBHOE CPBITMBAHUE, WHOT/Ia PABHOIICHHOE PBOTE, HEMPHUATHBIN CrIEU(pUUECKUI 3ammax OT
namrepcoB. [Ipu ocMoTpe — GJIeTHOCTh KOKHBIX MOKPOBOB, CBETJIBIE PAIYKKH M BOJIOCHI, TUIIEPTOHYC
MBI, CIeUUPUUECKUN (MBILINHBIN) 3amax.

W3 aHaMHe3a Takke HM3BECTHO, y poJuTeNeld Opak MepBblil, HEPOJACTBEHHBIH, €CTh CTapILUi
3710pOBBIii ChIH 5 J1eT, neBouka ot || 6epemenHocTH, MpoTekaBuiel 6e3 maronaoruu, |1 cpouHbIX posIOB.

BOHpOCLI K CHTyaHHOHHOﬁ 3aga4c:

1. VYcraHoBUTE NpeIBapUTENbHBIM JUarHo3, oOocHyiite ero. KakoBa 3THOJOrHS 3TOrO
3aboneBanusa? K kakoii rpyrie HacaeACTBEHHBIX 00JIe3HEN OTHOCUTCSA?

2. Yro HEOOXOIUMO JUIS TTOATBEPKACHUS/UCKITIOYEHUS JAHHOTO JTUArHo3a: COCTaBbTE ILIAH
ob0cnenoanus. Kakue meTonbl o0ciae0BaHus HEOOXOMMBI JUTsl TIOTBEPKACHHS JHarno3a’?

3. BbI nonyunnu pe3ynbTaThl 00CIe0BaHUS:

a) PesynpraThl HeoHaTaIbHOrO OMOXUMHUEcKoro ckpuHuHTa: MDA - 15 mr/an (Hopma 2 mr/mn), I'T —
15 mxME/n (mopma), 'AJI — (Hopma), 17-OH-niporecrepon — 17 umons/n (mopma), UPT — 70 Hr/mna
(110pMa);

0) Pe3ynbpTaThl MOBTOPHOTO OHMOXMMHYECKOTO oOcnenoBanus (KpoBb): DA - 26 mr/an (Hopma 2
MT/111).

Pacummudpyiite. [loaTBepkmaer nm pesynbrar obcnmenoBanHus Bam muarno3? Kakoit MexaHu3M
BO3HUKHOBEHHS 3TOTO HAPYIICHUS?

4, Kakosa Barna ganpHelast TaktTuka?

S. Kakue emé meroapl Tepanmuu 3Toil rpynnbl 3a0oneBaHuii Bel 3Haere? Bbl momyumin
pe3yabTaT TECTHpPOBaHUS Ha dYacTele Myrauuu B reHe PAH: obnapyxena wmyrauus R408W B
TOMO3HI'OTHOM COCTOSIHUU. Bo3MoskHa 1 Tepanus canpontepuHom?

6. Cembs mIaHupyeT pAaibHelee aetopoxkaeHue. Kakoil puCK TOBTOPHOTO cirydas
pokneHust ped€Hka ¢ 3TUM 3a00JIeBaHUEM Y TaHHOU Cynpyx)eckoi mapei? Y e€ cubca?



7. Kakne wmetompl mpoduiakTHKM HEOOXOJWMO TNPUMEHHUTh B JIAaHHOHW CEMbE C IIENbIO
MPEAOTBPAIEHUS POKICHUS 00JBHOTO peO&HKa?

8. Kakue TpyIHOCTH OXHMJIAIOT JKEHIIMHY C (EHWIKETOHYpUeH INpu JIOCTUKEHUU
J€TOPOJIHOrO BO3pacTa?

9. Kakwue ewé 3a0o0neBaHus BXOJAT B IPOrpaMMy HEOHATAIbHOI'O CKPUHHUHTIA.

10. UYro BKIIIOYACT IUIAH JAWCHAHCEPHOTO HAOMIONEHUS M PEeadMIUTAlUU TMAlUEHTOB C 3TUM
3abosieBaHUEM?

11. Crenyer iu HanpaBUTh JaHHOTO pebénka Ha MCD? Byzer nu ycTaHOBI€HA MHBAJIMAHOCTD?

CuryanuonHas 3agaya Ne 11

B Menuko-reHeTHYecKyl0 KOHCYJIbTAllMI0 oOpaTuiiach CeMbsl Ul YTOUHEHHUs JuarHoza u
MOJTy4eHHs: HH(OpMAIMK 0 TEHETUYECKOM MIPOTHO3€ 10 3a00JIeBaHMIO0 CBOSH Mitaiieii qouepu. B cembe
Tpoe JeTel, IBoe cTapinX (JeBOYKa U MAIbYUK) 3I0POBBI. POIUTENN COCTOSIT B HEPOACTBEHHOM Opake,
CUUTAIOT Ce0SI 3I0POBBIMH.

HeBouke 2 roma. Pogwmiace ot 5-0if GepeMeHHOCTH, OT 3-HX MPEKICBPEMEHHBIX POJIOB B CPOKE
recramuu 37 "Hen. Bec npu poxaenun 2990 rp, poct 45 cM, onenka mo mkane Anrap 6/7 6amios. ITocioe
pOXKIeHHsT peOCHOK TMepeBelleH B OTICIICHWE peaHWMallud B CBS3U C TSDKECTBIO COCTOSTHUS,
00yCIIOBJICHHOM bIXaTeIbHON U CepACUHO-COCYTUCTON HEJOCTATOYHOCTHIO. B mepBbie CyTKH KU3HU ObLI
JIMarHOCTUPOBAH BPOXKICHHBIA TOPOK cepiaua: OOMIM OTKPBITHIH aTPUOBEHTPUKYIAPHBIA KaHal,
MHOXXECTBEHHBIE JE(PEKThl MEXOKEITYJOYKOBOH MEPEropoiKH, OTKPBITHIH apTepHalIbHBI MPOTOK,
OTKpBITOE OBaJibHOE OKHO. [Ipn ocMoTpe pebeHka oTmeuanachk dameoOpasHast GpopMa yIIHOW paKOBHHEI
crpaBa, ¢ MOBOPOTOM €€ K3amu. M3-3a 3aTpyAHEHHsT KOPMJICHHS JEBOYKY IMOTBITAJINCH MEPEBECTH Ha
KOpMJICHHE 4epe3 Ha30racTpaibHbIN 30HA. OIHAKO TOMBITKA MPOBEICHHS 30HIA Yepe3 HOCOBBIE XOIbI
okazasnacb HeynmayHoil. I[lo pesynpTaTam  BBIMOJHEHHOM KOMITBIOTEPHOM TOMOTpamMMbI  ObLia
JIMarHoCcTHpoBaHa aTpe3ust xoaH. Ha 3-u cyTku ku3HU peOeHKy Oblia BBIMOIHEHO XHUPyprUyecKas
KOPPEKIUsl BPOXKICHHOrOo MOpoK cepaua. JlampHeimee o0cienoBaHne BKIIOYANIO YIbTPa3ByKOBOE
HCCIIeIOBAaHHE OPraHOB OpIOIIHOM MOJOCTH, OOHapyXMBILIEE MHOPOK pa3BUTHUA Mouek: L-oOpa3Hoe
CpallleHue MoyeK, U o(hTaabMOIOTHYECKU OCMOTp, BBISIBUBILIUI KOJIOOOMY JHCKa 3pUTEIBHOTO HEPBA U
CeTYaTKH JIEBOTO IJ1aza. B nmanmpHeimemM ObUIO MPOBENEHO XUPYPrHUYECKOE JICYEHUE 110 BOCCTAHOBIICHHIO
MIPOXOAUMOCTH HOCOBBIX XO/IOB.

B pesymbraTe MONEKyIspHO-TeHeTHYeCKOro wuccienoBanuss rena CHD7 weromom mpsiMoro
aBTOMAaTHYECKOTO CEKBEHHPOBAHMsS B OK30He 26 ObU1 OOHapyXKeH BapuaHT HYKICOTHIHOM
nocienoBarenbHocTh €.5418C>G(p. Tyrl806Ter) B reTepo3UroTHOM COCTOSIHHU.

B Bo3pacte 2 5ieT neBOYKa pa3BUBACTCS C YMEPEHHOW 3aJepKKOW IMCHXUYECKOTO M PEYeBOrO
pasButHs. E€ pocT 1 Macca Tena HaxoATCs B 5-M MPOLIEHTHIIE.

Bomnpocsl kK cuTyalimoHHOM 3aaaye:

1. VYcranoBuTe mpenBapuUTENIbHBIN TUAarHo3, OOOCHYHTE ero (Ha30BHTE JAHMArHOCTUYECKHE
KpUTEPUH).

2. WuTepnpeTupyiite pe3ynbTar reHeTHUecKoro o0cienoBaHus peO€Hka, 0OBICHUTE 3aMUCh
(MCTIONB3yiTe OTKPHIThIC TeHETUYECKUE 0a3bl JAHHBIX).

3. Kak nacnenyercsa nanHoe 3a0osneBanue?

4. Uto He0OXOUMO BBITIOJHUTE, YTOOBI ONIPEEITUTh MPOUCXOKICHHIE BBISIBICHHOW MYTaIlluu
B reae CHD7?

5. Kakoit puck poxaeHuss OO0apHOTO peOEHKa B JaHHOM CeMbe TIPU  CICAYIONIEH

OepeMeHHOCTH, eclii 00a pOAUTENS OTPUIATEIBHBI IO 3TOM MyTaluu?



6. W3meHuTCS T pUCK, €CITU CIASAYIOMNUA PEOCHOK B CEMbE TOXKE OKKETCSI O0TBHBIM?

7. Uro BKIIIOYAET MPOrpaMMa OKa3aHUs MOMOIIH JIETSAM C 3TUM CHHAPOMOM?

8. Kakue meTonpl nmpopuiakTUKM HEOOXOAMMO MPUMEHHTh B JaHHOH CEMbE C IIEIbIO
MPEIOTBPALEHUS POXKJIEHUSI OOIBHOTO peOeHKa, B TOM YHCIIE C 3TUM 3a00JIeBaHUEM?

9. OOBsICHUTE pa3INYNe MEXKIY aCCOLUALMEH U CHHIPOMOM.

10. Crnenyet nu HanpaBUTh JaHHOTO pebéHka Ha MCD? Byner nu ycraHOBIIEHAa HHBAIHIHOCTH?

CuryauunonHas 3agaqya Ne 12

Bbl Bpau reHeTHk 00J1aCTHOTO MEpPUHATAIBLHOTO LEHTpa. Bac mpuriacuiu B OTAeNeHUE MaToJIOTUN
HOBOPOXAEHHBIX. PeOeHoK OT mepBoil GepeMeHHOCTH, poawics B cpok ¢ Maccoi 1800 mmuna 47 cwm,
OlleHKA 1O IKajge Amrap 5/7 GamioB, 3aKpuyYai MOCIE OTCACBIBAHHS CIM3M M3 BEPXHUX JbIXaTEbHBIX
nyred u Tpaxeu. llpu ocMoTpe: CKBO3Has paciienuHa T'yObl, albBEOJSIPHOTO OTPOCTKAa M Heba,
CHCTOJIMYECKUN W JMACTOIMYECKHH IIyM, aria3usi KoKW Ha CKaJIbIle, KPUIITOPXU3M, HOCTaKCHaIbHAs
MOJUCHHIAKTHINS manbleB crorm. OcMoTp odrampmonora: MHKpodTaimbM, Katapakta. OXO-KIT —
JAIMOKTI, AMIIII; Y3U opranoB OprOLIHON MTOJIOCTH U OYEK: TUIOIIa3Us OYEK.

W3 anamHe3a M3BECTHO, YTO Ha MEPBOM IMpEHATAILHOM CKpUHUHTE Ha cpoke 13 Hemenb ObLIO
oOHapykeHO omdalonene, HO CEeMbsl OTKa3ajlach OT KOHCYJNbTAllMM TEeHeTHKa M JajbHeHIero
oOcienoBaHusl N0 KOH(ECCHOHANBHBIM YOSKIEHHUSM, TaKXKe >KCHIUHA OTKa3alach OT JAajbHeiIero
HaOII0/IeHUs B )KEHCKOW KOHCYnbTauu. CeMeHbIN aHaMHe3 CYIIPYTOB HE OTATONIEH HACJIEICTBEHHBIMU
3200JICBaHUSMU M BPOXAEHHBIMU TOPOKAMH Pa3BUTHs. Y POJHBIX CHOCOB CyNPYroB €CTh MO OJHOMY
310pOBOMY PEOEHKY.

Bormpocs! k cutyaninoHHOM 3a1a4e:

1. VYcraHoBUTE TNpeABApUTENbHBIN JuarHo3, oOocHylTe ero. KakoBa 3THONIOTHS 3TOTO
3aboneBanus? K kakoil rpymnme Hacne1CTBEHHbIX 00€3HEeH OTHOCUTCS?

2. Yro HE0OX0IUMO IS MOATBEPKACHUSA/UCKIIOUEHUS JAHHOTO TMarHo3a: COCTaBbTE IJIaH
obcnenoBanus. Kakue wmeroabl oOcineqoBaHUS HEOOXOAWMBI JUIsl TOATBEPXKICHHMs JUarHos3a?
[lepeuncnure Haubozee 1eIecooOpasHbIe.

3. Ber  momyumnm  pesynabraThl  oOcienoBanms:  46,XX,der(13;13)(gq10;910),+13.
Pacimudpyiite noxanyiicra. IloareBepknaer num pesynbraT oOcienoBanus Bam auarno3? Kakxoit
MEXaHHM3M BO3HUKHOBEHHS 3TOT0 HapylIeHus?

4. Kakue emeé nuToreHeTuueCKue BapuaHThl MOTYT SIBJISTHCS IPUYMHOM JAHHOTO CHHpoMa?

S. Uro BKJIIOYAET MpOrpamMma JIEYEHHS W peabMJIMTallMU TalUeHTa C 3TUM CHHAPOMOM?
KaxoBa npo10JKUTENBHOCTD KU3HU MALMEHTOB ¢ ’TUM CUHIPOMOM?

6. CeMbs maHUpyeT JanpHeimiee aeTopoxkacHue. Kakoil pHCK MOBTOPHOTO cirydas
pOXIeHHs peOEHKA C 3TUM CHHAPOMOM Yy JaHHOW Cyrpykeckoi mapbl? UTo HE0OXO0aUMO MpearnpUHsTH
JUIl YTOYHEHUs 3HAYeHUN reHeTndeckoro pucka? Yro Bel oxumaere yBuUIeTh B pe3yJbTarax
o0ceoBaHus CYIPYroB. 3alHUIINTe KAPUOTUI HOCUTENS XPOMOCOMHOM MepecTpOKH.

7. Kakue meroapl mpo¢uiaakTUKM BO3MOXKHBI B JaHHON cembe? Kakue myTu pemieHus
pOOIEMBI IETOPOKIACHUS?

8. Tpebyercs nu o0ce0BaHUE POJCTBEHHUKOB HOCHTENSI XPOMOCOMHOM MepecTporku?

9. Ecnmu Obl KEeHIIMHA He OTKa3ajach OT JajbHeilero HaOMIOJeHUs B JKEHCKOU

KOHCYJIbTAIIMH, KaKHe IIary JOKHBI ObUTHA OBITH MPEIIPUHATHI?
10. Crenyer iu HanpaBUTh JaHHOTO pebénka Ha MCD? Byner nu ycTaHOBIEHA UHBAJTUAHOCTD?



CuryanuonHas 3agaya Ne 13

B Memuko-reHeTHYeCKyl0 KOHCYJAbTALMIO OOpaTWiach CeMbs Ui YTOYHEHHS JHarHo3a M
noJy4eHus MH(OpManuu 0 IPOTHO3€ 3I0POBbS U BO3MOXKHOCTH JICUCHHUSI peOSHKA, a TaKKe IS OLIEHKH
TEHETHYECKOT0 PHCKa B CIIydae cleayromeld 6epeMeHHOCTH.

Pe6énok ponmncs y sxenunsl 37 et ot 1-oif 6epemennoctu. [Ipenatansuo no Y3U mnona B 26
HE/. TeCTallid BBISBIEHA Makpouedanius M YKOPOUYEHHE MPOKCUMAIBHBIX CErMEHTOB KOHEYHOCTEH.
CemeiiHblil aHaMHE3 HE OTATOILEH 10 HACIEACTBEHHBIM 3a00JICBAHUSAM, MPOSBISIOIIMMUCS CKEJICTHBIMH
aucruiazusivMi. Ponurenn pedenka 310poBel. Y oTma 45 J1eT ecTh Tpoe 310POBBIX JETEeH OT MPEbIAyIIEero
Opaka.

Ponwr npouzonumu B 40 He .

[Tocne pokaenust y pebeHka oOHapy:KeHbI Makpouedaiusi, BEICOKHIA 100, TUIOIUIA3UsS CpeTHen
TPETH JUIA, PU3OMEIMUYECKOE YKOpOUEHHE KOHEYHOCTEeH, KUCTH B (hopMme Tpe3yOua, M30aKTHIIHS,
OpaxumakTunust u gudQy3Has MpIIIeYHAS THITOTOHHMS.

Bormpocs! k cutyaninoHHOM 3a1a4e:

1. YcraHoBUTE IpeBapUTENbHBIM JMarHo3, 0OOCHYHTEe ero (Ha30BUTE IUAarHOCTUYECKHE
KpUTEpHH).

2. KakoBa 3tuosnorus 3a0oseBaHusl, Kak HacleAyeTcs JaHHoe 3a0oeBaHue?

3. Yro He0OXOAMMO Ha3HAYHTD ISl TOATBEPXKICHHS JHarHo3a’?

4. WuTepnperupyiiTe pe3yibTaT T€HETHYECKOTO oOciemoBaHus peOEHKa (pe3yibTar

npeaoCTaBIsACTCA, C€CIUM OpPAWMHATOP HA3bBIBACT HCO6XOI[I/IMO€ HCCICAOBAHUC, OPAHHATOp MOOJIKCH
MPOACMOHCTPHUPOBATE YMCHUC I10JIb30BATHCA OTKPBITHIMU 'CHETUUCCKUMU OazamMu I[aHHI)IX).

o. Uto HEoOXOAMMO BBINOJHUTH, YTOOBI OLEHUTh M'€HETHUYECKUH PUCK MpPH MOCIETYIOIINUX
OepeMeHHOCTAX?

6. Kakoit puck poxaeHus O0IbHOrO peOEHKa B JaHHOW CeMbe NpU ClleAyromien
O6epemeHHOCTH?

7. Moxer 1M TO3JHMHA  PENpONYKTHBHBIM BO3pacT poauTened ObIThb NPUUUHOU
BO3HUKHOBeHUs MyTannu B TeHe FGFR3 u poxxaenns 6ompHOTO pedenka?

8. Kakue meTonpl mpopuiakTUKM HEOOXOAMMO MHMPUMEHHUTHh B JaHHOH CEMbE C IIEJIbIO
MPEIOTBPALEHUS POXKJIEHUSI OOIBHOIO peOeHKa, B TOM YHCIIE C 3TUM 3a00JIeBaHUEM?

9. Kakue MeTonpl eyeHns: BO3MOXKHO MOPEKOMEHI0BaTh JETSIM C JaHHBIM 3a00JeBaHUEM?
Yro Oyner BKIIIOYATh IPOrpaMMa AUCIAHCEPHOTro HAOII0ACHUS U peadmnTaun?

10. Crenyer u HanpaBUTh JaHHOTO pebénka Ha MCD? Byner u ycTaHOBIEHA UHBAJIUAHOCTD?

11. Kakue cxoxue 1mo KIMHUYECKON KapTHHE 3a00J€BaHUsI MOTYT BbI3bIBaTh MYTAllUU B I'eHE
FGFR3?

CuryanuonHas 3ajgaya Ne 14

K Bam o0Opartuiace cembsi IO TOBOXY INPOTHO3a 3J0POBBS ChIHA 3-X JIET IO HANpaBICHUIO
neauaTpa. Y MalbyMKa Ha KOK€ BO3HUKAIOT CTpaHHbIe nATHA. CO CIIOB MaTepy MepBbIe MATHA MOSBUINCH
B BO3pacTe 2 MECSIEB, OJJHAKO B TE€YECHHE IMOCIEAYIOIIUX 2-X JIET UX KOJIMYECTBO 3aMETHO BO3pOCIO,
KpOMeE TOTO, OHM CTaJi BUIHBI Oosiee oTuéTnuBo. [loHavany neauarp MpUHSAI UX 38 «POJUMBIE MATHAY,
OJTHAaKO MaTh peOEHKa HACTOsIa Ha JOMOJHUTEIBHOM OOCIICOBAaHMHM M ObUIa HAINpaBleHa K T€HETHUKY.
ITpu ocmoTtpe y manpunka obHapyxuiau 10 msaTeH nBera kode ¢ MOJIOKOM pasMepoM OT 5 MM 70 2 cM.
®uznkanbHOE 00CIEOBaHWE HE BBIIBHIO 3aMETHBIX OTKJIOHEHHMH, 0Opa30BaHMII Ha KOXKE M IMPOYUX



0YaroB, OJTHAKO 3HAYCHUE OKPYKHOCTH TOJIOBBI HaXOIMJIOCh HAa ypoBHE 95 meprieHTniel (yBelIn4eHHas,
HO B IIpe/iesiax HOPMBI).

Ha moBTopHOM mpuéme depe3 roja, B Bo3pacTe 4-Xx JIET Y Majb4ydKa MOSIBHJIUCH BECHYIIKH B
MOJIMBINICYHBIX M TAXOBBIX CKJIAJKaX, MPH O(TAIBMOIOTHYECKOM OOCIICZIOBAHUM TATOJIOTUU HE
BbISIBIIEHO. OT MOJIEKYJIIPHO-TEHETHUYECKOTO 00CiIeJoBaHusl peOEHKA POIUTENH OTKA3alMCh B CBS3H C
(uHaHCOBOM CUTYyalHeH.

K Bospacty 5-6 ner pomurtenu cTaid OTMEYaTh, YTO MAIBUYUK HCHBITHIBACT TPYIHOCTH TpU
00y4eHHUHU U B OOILICHUU CO CBEPCTHUKAMU. Takke POAUTENHN 3aJyMaINCh O POKICHUN BTOPOro peO&HKa,
U XOTAT OOJiee TOYHBIA MPOTHO3 370POBbsI ChIHA M OIIEHKY T€HETHYECKOTO PUCKA TPHU TOCIEAYIOIIHX
OCpEeMEHHOCTSIX.

[Ipu o6cnenoBanuu B 14 neT y Majab4yrKa BBISBICHBI MHOKECTBEHHBIC HEUPO(DUOPOMBI.

CeMeiiHbBII aHaMHE3 HE OTATOMIEH, P OCMOTPE POAUTEIICH CHMIITOMBI, HMCIOIIUECS Y MAIbUMKa
He 00HapYy>KEHBI.

Bormpocs! k cuTyallnoHHOM 3a1a4e:

1. YcTaHoBUTe IIpeIBAPUTENbHBIN TUAarHO3, apTyMEHTUPYHTE CBOM OTBET.

2. KakoBa stuonorust storo 3aboneBanua? K kakoil rpymnme HacleICTBEHHBIX OoJe3Hel
otHOcUTCsI? CHUXKAET JTU OTCYTCTBHE MPU3HAKOB MATOJIOTHH B CEMEHHOM aHaMHe3€ Ballly YBEPEHHOCTh B
nuaraose?

3. Kakue meronpr o0cienoBanusi MOTYT OBITh MPEIJIOKEHBI JJIsi TTOATBEPKIACHUS TUArHO3a
Ha MOJICKYJSIpHOM ypoBHe? WHTeprperupyiite pe3yabTaT (TPEIoCTaBIsSETCS €CIA  O0YJaroIIHiAcs
Ha3bIBaCT HEOOXOIMMOE UCCIICIOBAHNUE; OPAUHATOP AOHKEH MPOJEMOHCTPUPOBATH YMEHHUE TTOJIb30BATHCS
OTKPBITHIMU TE€HETHYECKMMU 0Oa3amMu JaHHBIX). UTO HEOOXOAMMO MPEANpPHUHSTH, €CIM Obl MyTalus He
Obl1a oOHapykeHa?

4. B cnyuae ecnim myrtauus y pebGEHka He Obuta Obl OOHapyXKeHa, MCKIIOYAeT JIM 3TO
npeanonaraemMslii Bamu auaruos?
S. Ecnu Obl Oblia BBISIBJIEHA HEOIIMCAHHAs MUCCEHC MYTAllMs, YTO HEOOXOIUMO NPEANPUHSITD,

YTOOBI YIOCTOBEPUTHCS, YTO JIaHHAsi MyTallusl y4acTBYeT B MaToreHe3e 3a00eBaHus?

6. Kakue nelictBus HeoOXOOUMBI JUIsl OLEHKHM TI'€HETUYECKOTO0 PHUCKa MPH TMOCIETYIOIINX
oepemenHocTax? Kakoil puck MOBTOPHOTO ciiydasi pOKJIEHUsI peOEHKa ¢ ATHUM 3a00JIeBaHUEM B JTAHHOU
cembe? Kakoil puck poxaeHust 00JpHOro ped€Hka y o0cieryeMoro Maiburka B Oyaymem?

1. Kakue metonp!l npoduiakTHK1 BO3MOKHBI B JIaHHOM ceMbe (Ul pOAWTENEN MalueHTa u
JUISL HEeTO B Oynyiem)?

8. Onwuimre MeXaHu3M BOSHHUKHOBEHHS HEHPODHOpOM.

9. Kakoii porHo3 3710poBbsi M Kakasi TAKTHKa HAOJIOJCHHUS, JICUCHHUS U PCaOMIINTAIIMU TIPU

BEJICHUU TMallMEeHTOB ¢ Hellpopubpomaro3om Tum 1?
10. Cnenyer i1 HanpaBUTh JaHHOTO peb&Hka Ha MCD? Bynet nu ycraHoB/IeHa HHBAJIMIHOCTH?

CuryauunonHas 3agaya Ne 15

K Bam oOpaTtuiach ceMbsi MO MOBOJY HPOTHO3a 370POBBS ChbiHA 4-X JIET MO HalpaBJICHUIO
neauatpa. PomuTenu manpunka 00eCIIOKOCHBI TEM, YTO MX ChIH OBICTPO yCTAET MPH MEIINX MPOTYJKaxX, ¢
BO3PAaCTOM CTAaHOBHTCSI BcE Ooiyiee M Oojiee HEYKIFO)KHM, HCIBITBIBACT 3aTPYAHEHUS TPH Pa3TUIHBIX
IBIDKEHUSX, OCOOCHHO TIPH BCTaBaHMHM Ha HOTH, MNOABbEME IO JIECTHHIE, Oere, MPeIInOYrTaeT
MaJIOTIOZIBMKHBIC UTPHI, HO JIIOOUT KaTaThCs HA BEJIOCUTIE/IC.

Manwuuk ot IV GepemeHHOCTH, TpoTeKaBiel 6e3 ocooenHocte, IV poaos B cpok. [[Be crapmue
cectpsl (18 et u 12 net) u crapmmii 6par (8 ner) — 310poBbl. Y Marepu peO&HKa ObLI Opart, KOTOpBIH B



Bo3pacte 15 et mepectan XoauTh 1 ymep B 18 mer (mpuunmHa HE M3BECTHA), MIIAJIIIAsI CECTpa MaTepu
MMeeT 3I0POBYIO 104b 11 J1eT U B HACTOAIUN MOMEHT X IET peOEHKa (OEpeMEHHOCTh 8 HEeelb).

[Tpu ocMoOTpe BBI BHIUTE BHEIIHE 3JJ0POBOTO Majlbuuka, 0€3 NMPU3HAKOB TU3MOp(hUil, KOTOPHIH HE
MOXKET BCTaTh Ha HOrM Oe3 momomnm pyk. OOpamaroT Ha ce0s BHUMAHUE BBICTYMAIONIME HWKPBHI,
MPUCYTCTBYET yMEpeHHas cabocTh OenpenHoro crudarens. Pedaekcsl BBI3BIBAIOTCS.

Bonpoce! k cutyallmoHHOM 3a1ay4e:

1. YcraHoBuTe mpeABApUTEIbHBIA JMArHo3, aprymeHTupyiite cBoil otBer. CocraBbTe
POJIOCIIOBHYIO, OIpENeInTe TUIl HacjielIOBaHUS, COOTBETCTBYET JM OH BamiemMy mnpeamnoiaraeMomy
JMaruosy?

2. KakoBa stuonorus storo 3aboseBanms? K kakoil rpymnme HaciaeACTBEHHBIX OOJIE3HEH
oTHOCcUTCS? ONUIINTE aToreHe3 3a00JIeBaHUs.

3. Kakue meTonpl 1a00paTopHOTO U UHCTPYMEHTAILHOTO 00CIEOBaHUS CIIEIYET 3alpOCUTh
y ponuteneir pedbénka? UYUrto Bel oxumaere yBHIETh B 3THX pe3yJIbTaTax, YTO MOJATBEPAMIO Obl Bamr
MpEeABAPUTEIIbHBINA TUATHO3?

4. Wntepnpetupyiite  pe3ynbrar (mpenocTaBiseTcss ecld  OOydalolIUHCsS  Ha3bIBAeT
HeoOxonumoe uccienoBanue): Ananu3 yposas KOK B kposu — 25 000 Ex/n (Hopma — 170 En/n).

5. Kakue MeTonpl AMarHOCTUKM HEOOXOJUMO HA3HAYUTH AJISl MOATBEPXKACHUS AMAarHo3a Ha
MOJIEKYJIsIpHOM ypoBHe? MHTepnperupyiite pe3ynbTar (IpeaocTaBiIseTcs ecii 00yqalomuics Ha3bIBaeT
HE00XO0/IMMOE MCCIIEIOBAHUE): B PE3YJIbTATEe MPOBEAEHHOTO MOJIEKYJISIPHO-TEHETUYECKOTO UCCIICIOBAHUS
oOHapyKeHa nernerus 3axBarbeiBatomas 44-47 sx30Hb1. UTO HEOOXOAMMO MPEANIPUHATE, €CIH ObI MyTaIUs
He ObuTa OOHapyX)eHa?

6. Kakoii mporao3 ajs 310poBbs U KU3HU manuerTa? UTo BKIIIOYAOT MPOTPaMMBI JICUSHHS,
JMCIIAaHCEPHOr0 HAOII0AEHUS U peadINTalluY TAllUEHTOB C 3TUM 3a00ieBaHrEM?

7. Crenyer i HanpaBUTh JaHHOTO peb&éHka Ha MCD? byner u ycTaHOBIEHAa UHBAJIUAHOCTD?

8. Kakue nelicTBUS HEOOXOAMMBI JUIsl OLIEHKM T'€HETHYECKOTo pHCKa IMpH MOCIeTyIOIUX
OepeMeHHOCTAX?

9. Kakolf puck MOBTOpPHOTO ciiydas poXkaAeHus peOEHKa ¢ THM 3a00JieBaHHMEM B JaHHOU
ceMbe?

10. KoMy w3  pOACTBEHHHMKOB  MajbuWKa  HEOOXOAWMO  MEIHKO-TEHETHUYECKOE
KOHCYJbTUPOBAaHUE U MOJIEKYJISIPHO-TEeHETHYECKOe 00ce1oBaHne?

11. Kaxue metoap! npouiakTHKK BO3MOKHBI B IaHHOU ceMbe?

12. B uém paznuuus mbimeyHoi auctpodpun popm romenna u bekkepa? Moryt iau 607eTb

ATUMH 3200JI€BaHUSIMH JKEHIIIMHBI?
CuryaunonHas 3agaqya Ne 16

Mysxunna (40 yieT) oOpaTHiCs K Bpady 3a KOHCYJIbTAIlMEH KacaTeIbHO paka MOJOYHOM xeme3bl. OH
OecrokouTCs He 3a ceds, a 32 CBOMX JIBYX jodepeit coorBercTBeHHO 10 m 12 net. V ero cectpsl, 36 ner,
ObUT JMAarHOCTUPOBAH paK IMPaBOW MOJIOYHOHN KeJe3bl W MPOBEICHA OIHOCTOPOHHSSI MACTIKTOMHS C
MOCIEAYIONIeH MaMMOIUTacTHKON. Ero MaTh ymep:a ot atoro 3aboneBanusi B Bozpacte 40 set; y Heé€ mo
MaTEepPUHCKOH JIMHUM €CTh JBE TETU: OJJHA U3 HHUX 3/I0pOBa, a Bropas (65 ner) neuutcs ot paka SHYHUKOB.
OpnHa u3 mouepeid Toi TETH (ABOIOPOIHAS CECTPpa MaTepH) TaK)Ke MEpeHecIa MaCTIKTOMUIO B BO3pacTe
40 net. PonHoit 6pat marepu ymep B 63 To/1a OT paka MoJHKETyJ0YHOH JKeIe3bl.

Bomnpocsl k cuTyalmoHHOM 3aaaye:



CocrtaBbTe pOJOCIOBHYIO, KaK PACIICHUTH CIy4au HEOIJIa3uil B JAHHOW CEMbE
[lepeuncnure OCHOBHbBIE KPUTEPUH HACIEACTBEHHOTO paKa MOJIOYHOM JKeNe3bl

wn e

CocraBbTe 1m1aH 00cae10BaHus, 00bSICHUTE MOPATIO0K 00CIIE€0BaHUS.

4. Wntepnperupyiite pe3yiapTaT (IPeAOCTaBISETCS €CiId  OOy4aroIMMCS  Ha3bIBaeT
HEOO0XO/MMOE HCCIIEJIOBAHUE; OPAMHATOP MJOJDKEH IPOJEMOHCTPUPOBATH YMEHHE I0JIb30BaThCS
CCBhUIKaMH Ha 0a3bl IaHHBIX ).

o. Kak nacnengyercs BRCAl-acconmupoBaHHBINi pak MOJIOYHOM JKeJIe3bl U SIMYHIKOB
KakoBa BeposITHOCTh paka MOJIOYHOH >KeJe3bl y Jo4epeil 00paTuBIIETOCs MYXYUHBI?

7. EcTb nu prick pa3BUTHsI OHKOJIOTHYECKOTO MpoIecca y 0OpaTUBIIETOCS MYKYUHBI?

8. Yto BBI IOCOBETYETE KAcaTeIbHO TUATHOCTUKH €0 Touepsim?

9. Yro BKIIOYAET IUIAH MPOPMIAKTUYCCKUX MEPONPHUATHH (IporpaMMa JTUCITAHCEPHOTO
HaOJIOICHNS) JUTSI TOYepei 00paTUBIIETOCS MYKYHHBI, IPU OOHAPYKECHHH MYTAIMH, U €TO CECTPHI.

10. KT0 u3 uneHoB nanHo#l ceMbr MOXeT ObITh HampasieH Ha MCD? byzaer nu ycraHoBieHa
WHBAJIUTHOCTH?

CuryanuonHas 3agaya Ne 17

B MeaMKo-TeHEeTHUYECKY0 KOHCYJIbTAIMI0 OOpaTics MyXuuHa, 41 roj, mocie oOCleIoBaHHs Y
HedpoJiora ¥ HEBPOIATOJIOra C Iebl0 BepU(UKAIUU JTUArHO3a, YTOYHEHHS BO3MOXKHOCTHU JICYCHUS U
nporuo3a s aereit. [IpumepHo ¢ 32-X JIeT y Hero BHE3aITHO MOSBHUIIMCH CIIA00CTh B JICBBIX KOHEYHOCTSX
W TUIUTONUs (JBOEHUE B IJ1a3ax), IPH 3TOM y HEro ObLI JHarHOCTHPOBAH MUKPOMHCYIBT. Kpome Toro, y
HET0 TaKXKe OTMEYAld YMEPEHHYIO NpOTenHypHio. Ha MpoTsHKeHWHM HECKOJBKHX IOCIEAYIOMIHNX JIET
MAIMEeHT 3aMeyall, YTO OH He TIOTEET U YTO B )KAPKYIO IMOTOY CTPAAaeT OT IeperpeBanus. ITO 3aCTaBUIIO
€ro CHIDKaTh (PU3MUYECKYI0 aKTUBHOCTh B JKapKkue IHH. B oOcCeHHe-3UMHHUI mepuox OecroKosT
MOKAJTBIBAIOIIME OOJIM B KUCTSIX U CTOIAX, 0OCOOEHHO Ha MOpo3e. BpeMsi OT BpeMeHH BO3HHKAET CHIHLHOE
cepauedreHre, oaHako 00JM B TpyAM OH HUKOrAa He 3amevas. Kaxasle 6-8 Helenb y HEro BO3HUKAIOT
IPUCTYIIBI PBOTHI M AMAPEU, KOTOPBIE MPOXOJIAT Ha cienyromuil neHb. Kpome Toro, B mocneanee Bpems
6ecrokouT 00JIb 1 OHEMEHHE B MabllaX HOT U PYK.

KoHcynbTupyemslii sxeHat, y Hero ABoe aereil: 104b, 15 net, u cbiH, 13 neT. Y KOHCYIbTHPYEMOro
ecTh poaHas cectpa (38 yiet) u Opar (28 net, oT Broporo Opaka MaTepH), y CECTPhI — JBa ChIHA B BO3PACTE
12 u 10 ner, OpaT He KEHAT - CO CJIOB KOHCYJIBTHPYEMOTO BCE 3/I0OPOBHI, HO CECTpa WHOT/IA JKAIyeTCs Ha
MOKAJTBIBAHUS, «MYPAIIKW» B KHUCTSAX B XOJIOJHYIO MOTOAy. Marepu KOHCYJIBTHPYEMOTrO MYXKYWUHBI 65
JIET, JKaJIyeTCsl Ha TOJIOBHBIE OOJM, MHOT/Ia OECIIOKOUT apUTMUSs, HEOOBIITHE TPOOIEMBI CO CIYyXOM, HO
CIIyXOBBIM aIlllapaToM He mousb3yerca. Ero orenr ymep ot mH(papkra MHOKapJa B Bo3pacte 58 ner, 6pat
OTIIA U €ro JeTH (04Yb U ChIH) 3J0POBHI. Y MaTepu KOHCYIbTUPYEMOIO MYXKUMHBI ObUI pOIHON Opat
(ymep ot umHCynbTa B Bo3pacte 51 rona) u aBe cecTpbl 0€3 0coObIX MpobiaeM co 3710poBbeM, y Opara —
CBIH, Y CECTEpP — IO JIBE JI0UEPH, CO CIIOB KOHCYJIBTHUPYEMOTO 3/10pOBBI. Takke M3BECTHO, YyTO OabyIiKa
KOHCYJIbTUPYEMOTO CO CTOPOHBI MaTepH JKaJIOBaJIach Ha OOJIM B CycTaBax, JEUWIN apTPHUT, HO yMepia OT
MMOYEYHON HEIOCTATOYHOCTH B BO3pacTe 57 jneT. /lemaymika mo MaTepHWHCKOW JWHUM W POAUTENN OTIIA,
KOHCYJIbTUPYEMOTO YMEpIH npruMepHo B 85-87 ier.

Bormpocs! k cuTyallnoHHOM 3a1a4e:
1. Hasosute Bam npearnonaraeMslii JUard€os.

2. CocrtaBbTe pOJOCIOBHYIO, MOYKHO JIM CIIENaTh BBIBOJ O THIIE HACIEIOBaHUS 3a00JIEBaHUS
0 cocTaBJIEHHOM poxocioBHoU? Kak Hacnenyercs 3ab6oneBanue?



3. Kakue cumnromsr Bel oxxuiaere oOHapyXuUTh Mpu ocMOTpe? Pe3ynbTaThl KakKuxX METO/IO0B
KJIMHUYECKOW HMHCTPYMEHTAJIbHOW JAMArHOCTUKHM CJEAYyeT 3alpocuTh Yy mnamueHta? Onumure
naToQpU3NOIOTUYECKUIT MEXaHU3M JaHHBIX HAPYLICHH.

4. Kakue metozabl o0cnenoBaHuss HEOOXOAUMBI JIsl HOATBEpKAeHUs Bamiero quarnoza?

o. [Tonmy4en pe3ynbTaT OMOXUMHUYECKOTO 00CIIeOBaHUS (TIPEAOCTABISACTCS, €CIIU OPIUHATOP
[IpaBWJIBHO Ha3bIBa€T HEOOXOAMMOE HccienoBaHue). JlocraroueH nM OH AJid HMOATBEPXKIEHUS WIH
UCKJIIOUEHUS MPEIoIaraeMoro 1uar1osa?

6. Crnenyer i1 IpOBOJUTH MOJIEKYJISIpHO-TeHETHYEeCKoe uccinenopanue? Ecnu na, To ¢ kakou
uenbto. Kakum metonom? MHTepnpetupyiite pe3ynbrat (IpeaocTaBiseTcs eclii 00yJaroluiicss Ha3bIBaeT
HEeoOXOIMMOE HCCIIEZIOBAaHUE; OPAMHATOP JOJDKEH MPOJEMOHCTPUPOBATH YMEHHE IOJIb30BaThCS
OTKPBITHIMU T€HETUYECKUMU 0a3aMH TaHHBIX ).

7. OrneHuTe reHeTHYeCKUe pUCKH i JeTell npobaHaa, Uil POAHBIX U IBOIOPOJIHBIX CHOCOB,
YTO HEOOXOUMO PEKOMEH/I0BATh (Ha3HAYMTh ).

8. Kakoe neuenme tpeOyercss Ha3HauuTh oOcieayemomy Myxumae? Kak ¢epmeHT,
BBOJIMMBIN BHYTPUBEHHO, MoMNajaeT B Ki1eTku? KoMy emé B 310l cemMbe HE0OX0AUMO Ha3HAYUTH JieueHue?

9. Uro A0mKEeH BKIIOYATh IJIaH JMUCIIAHCEPHOIO HAOJIOJEHUS U IUIAaH peabuIuTaluu NpU
3TOM 3a00sieBaHUM?

10. KTo n3 uneHoB 3Toil ceMbu MoXeT ObITh HampaieH Ha MCD? Byner au ycraHOBIEHA
UHBAJIUIHOCTE?

11. Hazosure npyrue 3a0osieBaHus U3 TPYIIIBI IU30COMHBIX O0JIe3HEN HAKOIICHHS, KOTOphIE

B HACTOSIIMN MOMEHT JIe4yaT MpH MOMOIIHU (EepMEHT-3aMECTHTEIBHOMN TepaIuu.
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B Meanko-reHeTMUecKyl0 KOHCY/IbTALMIO 0OpaTHIach CEMbs 10 HANpaBICHUIO HEBpOHaTojora u
neauarpa JUis yTOYHeHHs [uartosa y aodepu 10 mecsiieB B CBS3H C 33J€PKKOMl MOTOPHOTO Pa3BUTHUS U
CHMKEHHMEM MBIIIEYHOTO TOHYyca. Takke poaUTEeNn XOTAT YTOYHUTh HPOrHO3 IOTOMCTBA IpHU
MOCJIEIYIOLIUX AETOPOXKICHHUSIX.

JleBouka - €AMHCTBEHHBIN peOEHOK B ceMbe. Pomumach OT MONOABIX, 3AOPOBBIX pPOAUTENEH, HE
COCTOSIIIMX B KPOBHOM pozcTBe. bepeMeHHOCTh mepBas, mpoTekaBmasi 0e3 marosoruu. Pomer Ha 38
Hezene, camocrostenbHbie. Bec mpu poxaenmu coctaBimsi 3200, mmaa 51 cM, omenka mo Amrap
8/86amnoB. [lo 6 Mec. pociia 1 pa3BUBaIach MO BO3PACTY: TOJIOBY JepKalia ¢ 2 Mec., IepeBOpaYHBaIIaCh C
4 mec. co CrMHBI Ha XHUBOT. IlepBhie mMpu3HaKu 3a00JIeBaHUS TMOSIBIIUCH B Bo3pacTte 2-3 Mec. B BHJE
MEPUONYECKH BO3HHUKAIOMIETO TpeMopa MOAOOpOJKa M MalbleB KHCTHU, YCHIUBAIOLIETOCS TMIPH
SMOIIMOHAIBHOM BO30YXJIeHUH pebdeHKa U Tuiade. HeBpomaTojor pacieHWsI 3TO Kak BO3MOXKHBIC
MOCTIE/ICTBUSL TMIIOKCMM MO3ra B TEpHHATalIbHOM nepuojie. B Bospacte 7 Mec. peOeHOK mepecTan
MIEPEBOPAUNBATHCS U CAMOCTOATENBHO cauThes. [Ipu ocMoTpe: peOeHOK JIeXKHUT B crieln(hUIecKoi 1mo3e ¢
Pa30THYTHIMU B Ta300€IpEHHBIX CYCTaBaX M COTHYTHIMU B KOJICHSX HOTaMHU (B «I103€ JISATYLIKW»), PYKH
BBITSIHYTHI BJIOJb TYJOBHUINA, jaeGopManusi TPYIHOW KIETKH TIO THIY CEUIOBHIHOW, IbIXaHUE C
BTSDKCHHEM YCTYMUYUBBIX MecT, Aud@dy3Has MbIIeYyHas TUIOTOHHS, OOJbIE BBHIPAKCHHAS B
MIPOKCUMAJIBHBIX OT/AEIaX KOHEUHOCTEW, CYyXOXKWJIbHblE pe(dieKkchl ¢ PyK UM HOT HE BBI3BIBAIOTCS.
JlopedeBoe pa3BUTHE HE CTpaJaeT — pPEOCHOK TYIHT, YNBIOAETCS HHTEPECYeTCS WrPYIIKaMH, 3HAeT
poIUTENEN, IPOU3HOCUT HECKOJIBKO CIIOTOB.

CemeiiHbIil aHAMHE3 CO CTOPOHBI OTIa peOEHKA HE OTATOIIEH HACIEICTBEHHOW M BPOXKIEHHOH
natojioruedt (y Kaxaoro W3 pOAUTENeld eCTh CHOC, y KOTOPOTO JBOE 3I0POBBIX NEeTe (MalbuuK H
JICBOYKA), BCE 3/JI0POBHI; Y MaTepu peOEHKA y NBOIOPOIHOM CECTPBI MO JTUHUM OTHA (Y JOYEpU POJHOU
CECTpBl OTIIa) TpPO€ HeTel (crapiue MajdbYMK M JEBOYKA — 3J0POBBI; MJajlias JACBOYKa — S JIET,
ciiabeHbKasl, TI0X0 XOAUT, HE UTPAET B MOJABHKHBIE UTPHI).



Bomnpocsl k cuTyalimoHHoM 3aaaye:

1. HazoBute Bai npeamnonaraemblii Juarios.

2. CocTaBbTe POJIOCIOBHYIO, MOKHO JIM CAENATh BBIBOJ O THIIC HACJICIOBAHUS 3a00JICBAHMS
o cocTaBJeHHOW poaocnoBHoW? Kak Hacnemyercs 3aboneBanwe? MOXHO I Tpeanoyiaratb, 4TO
3a00JieBaHNE y JTBOIOPOIHON IIEMSIHHHIIBI M Y I0YepU KOHCYIBTHPYEMOW OJTHO U TOXe?

3. PesynmpTaThl KakMxX METONOB KIMHUYECKOW J1a0OpaTopHOM UM HHCTPYMEHTAIbHOU
JMArHOCTHKY CIIeyeT Ha3HauUuTh peOEHKY UM 3anpocuTh? Uto Bl oxunaere?

4. Kakue metozb! o6cnenoBanust HeOOXOAUMBI Ul NOATBEpKIeHHs Bamero nuarnosa?

5. ITomyyen pe3ynpTaT (IpenoOCTaBIseTCA €CiAM OOyYaroIMICs Ha3blBaeT HE0O0XOAUMOE

uccienoBanue). JlocTaToueH a1 OH JJIs MOATBEPKACHUS WIM MCKIIIOUEHHUS MPEAIoIaraéMoro Juaros3a?
Kakoii cnenyrommii mar? VHTepnpeTupyiTe TMONY4YEHHBIH pe3ynbTar (MpPeAoCTaBisIeTCS  €CiH
00y4JaroIMiCs Ha3bIBaCT HEOOXOIMMOE HCCIIEOBaHKUE) (OpAMHATOP MOJDKEH MPOJIEMOHCTPUPOBAThH
YMEHHE 10JIb30BaThCSI OTKPBITHIMU '€HETUUECKUMU 0a3aMu JaHHBIX).

6. WuTepnperupyiite pe3ynbTar 00CiieJoBaHUs poaAuTeeil pedéHka: (IIpe1oCcTaBIsSeTCs eCIu
oOyuJaroluiicss Ha3pIBaeT HEOOXOIMMOE UCCIIEIOBAHUE).

7. Kakoii mporno3 310poBes ped&nka? Kakoe crnemayer HazHauuTh Jiedenne? Kak n3menunach
Obl cuTyanus, eciu Obl 1MarHo3 ObLT OCTaBJIeH B Bo3pacTte 1 mecs.

8. KakoB MexaHu3m JeiicTBHS TMpemapaToB i JiedeHus 3Toro 3aboneBanus? Kak
MIPOBOJIUTCS MTATOTC€HETHUECKOE JIeUeHne?

9. UYro BKIIFOYAET MPOTrpaMMa JTUCIIAHCEPHOTO HAOIIOACHUS M PeadMIIMTAIIMK TAlUEHTOB C
3TUM 3a0oseBaHreM?

10. Crnenyet nu HampaBuTh JaHHOTO pebéHka Ha MCD? byzaer nu ycTaHOBIIEHA MHBAIMIHOCTH?

11. Kakoii pruck moBTOpHOro ciyyas poxkaeHHsl 00ibHOro pedéHka B aaHHON cembe? Urto

BKJIFOYAET TUIaH MPO(UIAKTUIECKIX MEPOIPHUATHIA B JTAHHOW ceMbe?
CuryaunonHas 3agaya Ne 19

JleBouka 8 eT HampaBlieHa TEIAATPOM HA KOHCYJIBTAIIMIO TEHETHKAa IO  IOBOIY
rermaToCIUICHOMETAINM HEYTOYHEHHOTO reHe3a. [Ipu ompoce mMaTepu BBISCHHUIIOCH, YTO OKOJIO 3 MecC.
Ha3aJ[ POJAMTEIN CTAJTU OTMEYATh Y IEBOYKH YBEITUYCHUE KHUBOTA, TIOBBIIIICHHYIO YTOMIISIEMOCTb.

JleBouka poausiach y 370POBBIX POJUTENIEH, COCTOAIIUX B HEPOACTBEHHOM Opake. B cembe ecTh
MUl peOeHOK — 3/I0pOBBINA Malb4yuK 5 JeT. [lepuon paHHEro pa3BUTHS HE OTMEYEH KaKUMHU-ITHOO
0COOEHHOCTSIMH.

IIpu ocmoTpe peOeHKa BBIsSBIEHA renaTocryieHoMeranus. KoKHble TOKPOBBI U CIM3UCTHIC
0005104KM OOBIYHOM OKpackH, B 00OJACTH KUBOTA M Oelep OTMEYaeTcs pacHIMpeHHas COCYIUCTAs CETh.
Pe3ynbTathl OMOXMMHYECKOTO aHajdM3a KPOBH ITOKA3ajdH ITOBBHINICHHE aKTHBHOCTH aMHHOTpaHcdepas:
ALT - 80 En/n, AST - 50 Exn/m; nosbimenue xojecrepuna g0 8,4 mmons/n (mopma 0.98 - 5.04);
TMCTUIMHAAEMHIO: ToBbImieHue mokasatenedt JIITHIT go 6,31 mmons/n (wopma 0-2,6) u cHUXKeHHE
nokazareneit JITIBIT no 0,41 mmone/n (Hopma 1,04-1,55); noBbimieaune Tpurauiepuaos 4,81 MMoub/a
(mopma 0,21-1,97); ocTanbHble OMOXUMHUYECKHE TTOKa3aTe I (00t OmmpyouH, ¢ppakiuu OmimpyoOuHa,
TNII0OK03a) B TMpeneiax HOpMBL JleBouka KOHCYIbTHpPOBaHa HMH(DEKIIMOHHUCTOM:  HMCKIIFOUEHBI
nH(pEKIMOHHBIe 3a00/IeBaHus, B TOM uncie BupycHble renaTutel A, B u C. JlanpHeiimee o0cnenoBanme
BKJIIOYAJIO  yIbTPAa3BYKOBOE  HCCIICIOBAHHE OpPraHOB  OpIOIIHOW  MOJIOCTH, OOHApy>XHUBIIEE
remarocruieHomeranuio, X0 — npusHakud TudGy3HBIX W3MEHEHHUN MapeHXUMbI medeHu. [1o maHHBIM
0(pTaTbMOIOTHYECKOTO OCMOTpPA MATOJIOTHYECKIX N3MEHEHUH HE BBISIBIICHO.



B nanbreiimem peOEHOK OBLT TOCIHUTAIM3UPOBAH B OTACIICHHE TaCTPOIHTEPOJIOTHH JIETCKOU
KJIMHUYecKor OonbHULBL. OO0cieoBaHNe BKIIOYAIO MPOBEACHUE OHOICUU MEYeHH, KOTOpas MoKa3ania
TUCTOJIOTHYECKHE MTPU3HAKYA MUKPOBE3UKYIIIPHOTO CT€AaTO3a IelaTOLUTOB.

Bonpocel k cutyallnoHHOM 3a1ay4e:

1. VYcTraHoBHUTE TpeIBAapUTENbHBIM UArHo3, OOOCHYHTEe ero (Ha30BUTE IMArHOCTUYECKHE
KpUTEPUN).
2. Kakue guarHoctMyeckue METOAbI  HMCCIENOBaHMS  HEOOXOAMMO IPOBECTH  JUIs

MOJITBEPIKICHUS TUarHo3a?

3. WNHutepnipeTupyiite  pe3ynprar  oOcienoBaHus peOEHKa:  (MPEIOCTABISETCS — €CIH
Oo0y4JaroIuiCs Ha3bIBaeT HEOOXOMMMOE HCCIICOBaHUE) (OPIMHATOP IOJDKCH IPOJIEMOHCTPUPOBATH
YMEHHE TO0JIb30BATHCS OTKPBHITHIMU T€HETUYECKIUMHU 0a3aMU JaHHBIX ).

4, Kak nacnenyercst manHoe 3aboseBanue? EcTh nm puck mis cubca (Oparta) yHacienoBaTh
sT0 3a00neBanue? TpeOyercst mu ero o0cien0BaTh, eciii TpeOyeTcs, TO KaKue METObl TUarHOCTUKU Bbl
opeKoMeHayeTe?

5. Kakoe maTorenetnueckoe JiedeHre HEOOXOAUMO MOPEeKOMEHI0BaTh pedbeHky? Kakue emé
METO/IbI TepPAIMK BO3MOXKHBI, TOKa3aHU?

6. Uro BKIIIOYAET MporpamMma COpoBOXKIEHUS (AUCIIaHCEPHOTO HAOIIOICHNUS, PeaOMIUTAIINN )
MAIMEHTOB C JaHHBIM 3a00JIeBaHUEM?

1. Kakne ocnoxHeHns MOryT BOSHMKHYTh y ITAIMEHTA MPHU OTCYTCTBUM IATOT€HETUYECKOIO
JeYeHus1?

8. Crnenyet nu HanpaBuTh JaHHOTO pebénka Ha MCD? byzaer nu ycTaHOBIIEHA UHBAIMIHOCTH?

9. Kakue meTonpl nmpopuiakTUKM HEOOXOAMMO MPUMEHHUTHh B JaHHOH CEMbE C IIEJIbIO

MPEOTBPALEHUS POXKJIEHUSI OOIBHOIO peOeHKa, B TOM YHCIIE C 3TUM 3a00JIeBaHUEM?
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