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Pesiome

MpeacTaBneHo KAMHMYECKOe HabnogeHve AuxopuanbHOW AnamHuoTideckon (OXOA)
MOHO3UroTHOM (M3) ABOVHMW, 3aBepLUMBLUENCA POXAEHWEM [BYX AEBOYEK C ABYCTO-
POHHUM aHodTanbMOM 1 Tprcommein 21. B cembe nmeetca pebeHOK C O4HOCTOPOHHUM
MuKpodTanbmom. O6cyxatoTca xapakTep 3aboneBaHua 6nM3HeL OB, Npupoaa Npouc-
XOX[AEHUA [BOWVHN, reHETUYECKMI PUCK U OLLIMOKM, fONYLLEHHbIe Ha 3Tane npeHaTasbHON
ANArHOCTUKU. [lnarHocTrka cuHapoma [layHa y 61M3HeL 0B Bbi3Basia 3aTPYAHEHWSA B CBA3N
C 3MeHeHHbIM GpeHOTUMOM, CBA3aHHbIM C ABYCTOPOHHUM aHODTanbMOM.
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Abstract

We present a clinical observation of dichorionic diamniotic (DHDA) monozygotic (MZ)
twins resulting in the birth of two girls with bilateral anophthalmus and trisomy 21. The
family has a child with unilateral microphthalmus. The type of the twin disease, the nature
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of the origin of twins, genetic risk and errors made during the prenatal diagnosis are
discussed. Diagnosis of Down’s syndrome in twins caused difficulties due to an altered
phenotype associated with bilateral anophthalmos.

Keywords: dichorionic twins, monozygotic twins, anophthalmos, microphthalmos, Down
Syndrome, zygosity, karyotype, phenotype, genetic counseling

B BBEJEHWE

DopmnpoBaHMe 3pUTeNbHOTO aHanM3aTopa HauMHaeTca ¢ 4-n Hegenn smOproHasnb-
Horo pa3BuTuA. Hanbonee Takenow BPOXAEHHOW natofiorvelnt ABnAAeTcA aHodTanb-
musa/mnkpodTanomma (AM). Yactota AM coctasnseT 1-3 Ha 10 000 poxgeHui [1]. AM
yalle ABNAETCA ABYCTOPOHHMM MPOLIECCOM, 3@ UCKIOYEHNEM N30NNPOBAHHOW MUKPO-
dTanbmun, Kotopasa 0bblYHO GbliBaeT OAHOCTOPOHHeN. AM B 32-39% cnyyaeB coueTa-
eTca ¢ ApyruMy aHoManuamm passutus. B 20% cnyvaes getn ¢ AM nmetoT Konobomy 1
3aflepXKKy ncmxmyeckoro passutua [2-5]. dtmonornyeckn AM MoXxeT 6biTb CBA3aHa C
reHeTUYecKUMMN GakTopamm UM MoXeT ObiTb CreiCTBUEM TepaTOreHHOro BO3AenCTBUA
HebnaronpuATHbIX pakTopOoB. TepaToreHHble NPUUYMNHBI BO3HUKHOBEHMA AM cocTaBnsatoT
He3HaunTeNbHYIO YacTb CpeAm BCeX NMPUUYUH BO3HUKHOBEHMA AaHHOWM natonorun. Hau-
6onee gokasaHHbIM GaKTOPOM ABNAETCA BO3feNCTBUE MHOEKLMOHHbIX areHToB: Kpac-
HyX1, LUMTOMEranoBupyca, Tokconnasmbl. Kpome Toro, onmcaH TepaToreHHbin 3ddeKkT
ankorons, nekapCTBeHHbIX CpefcTs (peTnHonabl, Tanuaomua). AM yacTto BXOAWT B COCTaB
reHeTnyecknx CMHAPOMOB. HacneacTBeHHble NpUYMHBI, NpUBOAALMe K pa3sutuio AM,
pa3Hoo6pasHbl U MOTYT 6blTb CBA3aHbI C XPOMOCOMHbIM AMCOANaHCOM UK MyTaLMAaMU
MHOTFOUMCNEHHbIX reHoB. CnHapom lNaTay ABNAeTCA caMbiM YaCTbIM XPOMOCOMHbIM 3a60-
nesaHuem, Nnpu Kotopom BcTpeyvaetca AM. lo 20% cnyyaeB Tprcommm 13 conpoBoxaa-
totca AM [1]. OnucaHbl MUKpoZeneLmoHHble Y MUKPOAYMANKALMOHHbIE CUHAPOMbI, Takue
Kak 4p-cuHgpom (OMIM 194190) nnn gynnukauum 3q, 4p, 10q pernoHos. lNprumeHeHne
aCGH nosBonsaeT yctaHoBUTb NpuYnHbl Y 10-15% navumeHToB C XPOMOCOMHOW NPUpPoaown
LaHHoro 3abonesaHus. Mpu n3onvposaHHon ¢opme AM XPOMOCOMHbIE aHOMaNWK ycTa-
HaBNMBAaIOTCA OCTAaTOYHO pefKo [6].

CornacHo ony6MKoBaHHbIM AaHHbIM, reHHaa npupoaa AM oueHb reteporeHHa. CoT-
HW reHoB BOBJleYeHbl B popMMpoBaHMEe U pa3BUTME 3pUTeNIbHOrO aHanm3atopa. Okono
30 reHOB ONUCAHO B CEMbAX C NOBTOPHbIMU Clyyasammn nsonuposaHHom AM. OueHb He3Ha-
ynTeNbHOE KONMYECTBO rEHOB MMeeT Koppenauuto ¢ peHoTunom [7]. Tak, reH SOX2 Kop-
penupyer c TaxenbiM nposasneHnem AM un BctpeyaeTca 'y 10-15% nopaeHHbIX NHANBU-
ayymoB. Crnegyowmy No yactoTe ABnAtoTcA reHbl OTX2 (2-5% cnyyaes AM), RAX (3%),
FOXE3 (2,5%), PAX6 (2%). Pap aBTOpPOB CUMTaloT, YTO NPOBOAMTL MOWCK MyTaLumn cnegyet
Y NaLMEHTOB C TAXEeNbIM /U ABYCTOPOHHNM NPOABJIEHNEM aHOMaNUn 1 3TO NO3BOAUT
YCTaHOBUTb NpUUUHY 3aboneBaHunii y 20% npobaHaos [8]. Mpruem npu TecTMpoBaHUM
LBYCTOPOHHEN, TAXeNon aHopTanbmMuy yaaeTca YCTaHOBUTb reHHbIn fedekT B 50% cny-
yaeB, a NP1 OJHOCTOPOHHEN MUKpobTanbMum — Tonbko y 10%. CoueTaHre MUKpOMaTpUy-
HOro aHanus3a v TeCTMPOBAHMA YaCTbIX FTEHOB NO3BOJIAET YCTAaHOBUTb 3TMONOMNI0 B 75%
cnyyvaeB TAXKenou, ABYCTOpoHHen AM n TonbKo B 20% — Npun MeHee TAXKeN0oM U OJHOCTO-
poHHelr AM [9]. B nuTepaTypHbIX MCTOUYHMKAX HE TaK MHOIMO MaCCUBHbIX UCCNIefOBaHWUNI,
NOCBALLEHHbIX MPUMEHEHNIO BbICOKOMPOU3BOAMTENbHOIO cekBeHnpoBaHua (NGS) npwu
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AM. Tak, B nccnegosaHun Slavotinek et al. (2015) npumeHeHve NGS y nauneHToB ¢ AM
NO3BOJSINNO YCTaHOBMUTb AnarHo3 nuwb B 14% cnyyaes (4/28) [10].

Cvnppom [ayHa (C[l) - Hambonee yactas opmMa TPUCOMUM XPOMOCOM YEeNOoBeEKa,
BbljefleHHasA B CaMOCTOATE/IbHYI HO30M0MMYECKY0 eAUHNLY aHIMNCKM Bpayom John
Langdon Down B 1866 I. nog Ha3BaHEM «MOHTOIOMAHAA NANOTUA», NPEACTaBAsAeT coboi
KOMMNEKC MHOXECTBEHHbIX BPOXAEHHbIX NMOpokoB pa3sutua (MBIP) ¢ xapakTepHbiMu
aHomManuAamuy Yyepena v nvua. CLl oTHOCUTCA K rpynne HeneTanbHbIX COCTOAHUN, YTO Aena-
eT aKTyaNlbHbIMM NpodunakTnyeckme MeponpuaTiA Mo NPefoTBPaLLEHUO POXKAEHUA
JleTel C 3TOW NaTonornen.

MHoronnogHas 6epemMeHHOCTb BCTpeyaeTca ¢ yactoTon 1:100 poxxaeHui. [ge Tpe-
TU BCEX MHOFOMOAHbIX 6epemMeHHOCTeN ABNATCA AM3UroTHbiMK ([3). MI3BecTHO, uTO
[3-nBONMHM BCerga UMeT ABE NMaUeHTbl U Ba aMHUOTMYECKNX MELLIKA, TO eCTb ABOMHA
aBnaetca guxopuanbHon (OX) gnamHmnotnueckon (JA). Mpn OX-ABoNHe nnaueHTbl MoryT
6bITb KaK pa3fenbHbIMU, Tak U cpoclummmca. MNpur pa3genbHOM NONOXKEHUN U aMHUOTHYe-
CKre 060J10UKK, 1 CaMK MAaLeHTbl NPeAcTaBAAT COO0N HE3aBUCUMbIE N HECBSI3aHHbIE
aHaTommueckmne cTpykTypbl. Cpocwmeca [OX-nocnedbl MOryT BblrAaAeTb MO-pasHOMY.
Mpu NofHOM CAMAHUK NNaLeHTbl CpacTalTCa MexKay cobol 1 pa3aeneHbl TONbKo obLen
aMHVOTNYECKOW NeperopofKom, KoTopas Npy BO34eNCTBUN CMeLLaeTca TpyAHee No cpas-
HeHuto ¢ MoHoxopuanbHon (MX) [11-13]. Mpwn OX neperopofgka cOCTOUT U3 ABYX C/I0€B
aMHMOTUYEeCKMX obonoyek 1 napueTanbHoro Tpodobnacrta, pacrnonaratlLerocs Mexay
Humn. B Kaxxgom cegbmom criyyae AXA-ABOVIHM NpY OAUHAKOBOM MNoJie Nio40B ABOMHA
ABNAETCA MOHO3UroTHow (M3). [IBe nnaueHTbl Npy M3-nponcxoxaeHnn 6nmnsHeuos ¢op-
MUPYIOTCA NPU AeNeHW 3UroTbl B NepBble 3 CyTOK.

B LEJTb NCCNEQOBAHNKA
MpepcTaBuTb KNMHMYeCKoe HabntoaeHre XA M3 oBoMHK, 3aBepLUMBLLENCA pPOXae-
HMeMm ABYX AeBOYEK C ABYCTOPOHHUM aHObTanbMOM 1 Tprcommen 21.

B MATEPWAJIbl U METObI
YnbTpa3sykoBoe nccnegosaHuve (Y3U) nposoannochk Ha ckaHepax Voluson 730 (GE) ¢
NCMNosb30BaHNEM TPAaHCAaBAOMUHANBHOIO KOHBEKCHOTO (5 MIL) paTtumka.
LlutoreHeTnueckne un OGUOXUMMYECKME aHANM3bl BbIMOMHSANNUCD TEHETUYECKOWN
nabopatopuenn PecnybnnkaHCKOro HayuHo-npaktuyeckoro ueHTpa (PHML) «Matb wm
AnTA», . MnHCK. KapnoTunn 3anncbiBanca B COOTBETCTBUM C NPaBUiaMn MeXXAyHapOAHON
HOMEHKNaTypbl.

B PE3YNbTATbl U OBCYXOAEHNE

MaumeHTKka A. 21 roga 6bina NnpokoHcynbTpoBaHa B PHIL «MaTtb 1 guta» B cBA3M C
poxaeHnem pebeHKa ¢ O4HOCTOPOHHUM MUKPOodTanbMoM. PebeHOK poaunca oT BTOpoi
6epeMeHHOCTI, OCNIOXKHEHHO NPe3KaMMCcKeln Nerkon cCTeneHn N aHeMmeN cpefHei cTe-
neHn. Manbunk poamnnca goHoweHHbIM ¢ Maccor 3050 r, AnnHon Tena 50 ¢m, OKpPY»KHO-
CTblo rofnioBbl 34 cM, oueHKon no wkane Anrap 8/9. B HeoHaTanbHOM neproge Nnpoxoaun
CTaLUMOHapHOe fleyeHne B CBA3M C BHYTPUYyTpobHoW nHbekumen (BYW). C poxpeHus y
pebeHKa Habnoganca MrkpodTanbM crpasa. [Npu ocmoTpe mManbyrika B Bo3pacTe 2 feTt
nokasaTenu Gp13nYeckoro pasBMTNA COOTBETCTBOBAIN BO3PACTHOM HOPME 1 COCTaBAANN
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25-50 p.c. [14]. 3agep’KKkn NCUMXOpPEeYeBOro pa3BUTUA He oTmedanocb. Onpegenanncb
nuuesble aucMopdun: KOpoTKas rnasHas LWenb CNpaga, WrpoKasa nepeHocuya. Mo aax-
HbIM Y3 CTPYKTYp 3pUTeNbHOro aHanm3aTopa YCTaHOBNEHO yMeHblleHne obbema rnas-
Horo Abnoka cnpasa. [leBouka oT nepBo 6epeMeHHOCTI 30pOoBa.

YunTblBaA TO, UTO CEMENHbIN aHaMHE3 He OTATOLLEH, a MaSIbuMK MeN O4HOCTOPOHHNI
MUKpOdTanbM, pUCK MOBTOPHOIO POXAEHMA pebeHKa ¢ MUKpodTaibMOM B CeMbe oLie-
HeH B 4,5% (HW3KWMI), NTOCKONbKY aHOManma paccmaTpriBanach Kak cnopagunyeckas unm »ke
BO3HUKLLAA B pe3ynbTaTe TepaToreHHoro so3genctauna (BYN). Tem He meHee cembe peko-
MeHA0BaHO Npwu cregytollen bepemeHHOCTM HabnogeHve B PHIL «Matb 1 guta».

Tpetba 6epemeHHOCTb HacTynuna yepes rog. Mpu Y3W yctaHosneHa OXA-nBOWHA.
B xope Y3-ocmoTpa ueTko onpepenanncb ABa XOPMOHA, PACMoOSIOXEHHble pa3fenbHo.
MeaMHMOTNYECKana neperopoaka ToncTasd, A-MPU3HaK MONOXKUTENbHbIN. Konuumko-
TemeHHoW pa3smep (KTP) nepsoro nnoga 6bin 53,8 MM, TONWMHA BOPOTHMKOBOFO MpO-
ctpaHcTBa (TBIM, NT) — 1,6 mm, KTP BTOporo nnoga — 49,5 mm, TBIN - 1,2 mm. NpoBefeH Kom-
OGUHVPOBaHHbIV CKPUHWUHT Ha BbiABREeHWe rpynnbl pyucka no C: 1- nnog — Al 0,68 Mowm,
XTI 1,14 Mowm, PAPPA 0,12 Mom, puck 1:1682; 2-in nnog — A®I 0,70 Mom, XI' 1,26 Mowm,
PAPPA 0,13 Mowm, puck 1:4862. Mpwn Y3W B 20 Hepenb 6epeMeHHOCTM BPOXKAEHHOW NaTo-
NOrK Pa3BUTUA He BbIABNEHO. VI3 NpoToKona ocMOTpa crefyerT, UTo XPYCTanuKku BU3Y-
anu3npoBaHbl y oboux nnofos. B 26 Hepenb rectaumu npu Y3 y ogHoro 13 nnogos
[OMarHocTMpoBaHa BeHTpUKynomeranua. B oboux cnyyasax ABonHA onucaHa Kak OXOA.
bepemeHHOCTb OCNOXHWNACb 3HAOLEPBULIMTOM, NCTMUKO-LIEPBUKANbHON HeaoCTaTou-
HOCTbIO, OCTPOW pecnupaTopHon uHdekumen B 33 Hepenu rectaumn. bepemeHHoCTb
npoTeKana C yrpo3oi BblKMAbILLA 1 NpexAaeBpeMeHHbIX pofoB. MNaumeHTKa yeTbipe pasa
rocnmTanu3vpoBanach B oTAeNeHnA NaTonorny 6epeMeHHoOCTU.

Poabl npounsownu B 37-38 Hepenb rectaunn (260 aHen) geBoykamm maccom 2680 r
(pocT 46 CM, OKPYXKHOCTb ronoBbl 33 cm) 1 2260 1 (pocT 45 CM, OKPY>KHOCTb rof1IoBbl 33 CM).
O6e feBouKM MeNu oLeHKy Nno wkane Anrap 8/8 6annos.. [NokasaTtenu pusmyeckoro pas-
BUTWA NepBOro pebeHKa 13 ABONHM NP POXAEHNM COOTBeTCTBOBanu 25-50 p.c., BTOpoO-
ro — 10 p.c. ¢ yueTom rectaymoHHoro Bospacta [15]. Y obenx feBoyek ¢ poKaeHus ana-
rHOCTUPOBaH ABYCTOPOHHWI aHodTanbM, B CBA3M C YeM NPOBefeH NepBUYHbI OCMOTP
BpavyoM-reHeTUKOM B Bo3pacTe 10 CyTOK.

[MoBTOPHbBIN OCMOTP BTOpPOro pebeHKa 13 ABOWHM BbINMONHEH B 6 MecALeB. PebeHoK
HaxoAunca B CTalMoHape, 1 K Hemy 6bln npurnalleH reHeTuk. OTMeYanucb MHOXKeCTBEH-
Hble YepenHo-nmueBble aucmopduun: bpaxmuedanna C BbiICTynaowmmMm 1o6HbIMK byrpa-
MW 1 MJIOCKUM 3aTbISIKOM, CrfiaXKeHHble Op6uTbl, Pe3KO YKOPOUEHHble rnasHble Lenu,
NNOCKNIA NueBo Npodunb, LLMPOKaA CMMHKA HOCA, CrAaXKeHHbIN ANUHHbIA GUnbTp, Anc-
NAacTUYHbIE YLIHbIE PAaKOBMHbI C YNPOLLEHHbIM PUCYHKOM, TaKXKe onpeaenanmcb mMbilley-
HasA rMNOTOHUA, BPaxMAAKTUANA KACTEN 1 CTON, KNuHodakTunua V nanbues Kuctei. Mo
[aHHbIM KOMMNbIOTEPHON TOMOrpadumn rofloBHOrO MO3ra U NULEBbIX CTPYKTYP YCTaHOB-
NEHO, YTO rnasHble AGNOKN Pe3Ko YMeHbLUeHbl B obbeme, 6e3 cTpyKTypHou anddepeH-
LMPOBKU TKaHel (pygmmeHTapHbl). o pe3ynbTatam sxokapganorpadum yctaHosneH BIC:
nedeKT MeX>Keny[oukoBoW neperopoakn, fedekT MexnpeacepiHON MeperopogKu,
OTKpPbITOE OBaJfibHOE OKHO, BbICOKas JIeroyHas runepTeH3uns, notpeboBasLUve onepaTus-
Horo fieyeHns. C yueTOM MHOXECTBEHHbIX MOPOKOB Pa3BUTUA BbINOIHEHO LITOreHeTMnYe-
CKoe nccnefoBaHvie MMMPOLIMTOB KPOBU, MO3BONMBLLEE YCTAHOBUTb XPOMOCOMHOE 3a60-
neBaHue — Tpucomuio 21.
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MMocne nonyuyeHms pe3ynbTaToB KaPUOTUMMPOBAHKWA ANA 0OCMOTpa U foobcnefoBaHNA
6bl1 NpurnalieH apyrow 6nusHel (Nepsbii U3 ABOWHM). Ero deHoTmn Obin ngeHTUYEH.
MpoBeaeHo LuTOreHeTNYeCKoe nccnefoBaHre NMMGOLNTOB, U YCTaHOBNEH Kapuotun —
47 XX+21. Takum o6pa3om, y BTOporo pebeHka Takxe agunarHoctuposaH C/.

B Hawem HabnopeHUn Hanuume TAXKENOro ABYCTOPOHHEro nopaeHuna 3puTesibHOro
aHanm3aTopa 3HauUTENbHO BULOV3MEHWNO KIIMHUYECK GeHOoTUM, YTO 3aTPySHUIO AnA
neanaTpoB KNMHMYECKYIO ANArHOCTUKY TprcoMmmn 21 B neprog HOBOPOXKAEHHOCTU. DTO
CBA3aHO C Tem, yTo AM He ABNAETCA NAaTOrHOMOHUYHbIM KINHMUYeCKUM npusHakom C[.
Kpome Toro, 3afiepkKy ncrMxopeyeBOro pas3sutua y oboux feTel cneumanmnctbl CBA3bI-
BaJN C TAXKENbIM NMOpPakeHMeM M1a3HOro aHanmsatopa. Hannume mblleyHoOm rmnoToHnuy,
6paxupaktmnun, BIMNC B coyeTaHnn ¢ nmMueBbiIMM AUCMOPOUAMM NO3BONUIO NPeANoso-
XNTb XPOMOCOMHY0 NaTONOr IO TONbKO B Bo3pacTe 6 MecALeB. C yueToM cTapLiero cmbca
C MUKPOdTanbMOM B CEMbe Mbl CUMTAEM, UTO JEBOUKM UMEIOT «ABONHYIO» HE CBA3AHHYIO
LPYr C pYrom NaTosiornio — XPOMOCOMHOe 3abosieBaHMe 1 MOHOTeHHYo 6051e3Hb C ayTo-
COMHO-peLeCcCBHbIM TUMOM Hac/le4oBaHUA.

MpeHatanbHaa guarHoctnka BIP 3putenbHoro aHanmsatopa He Tak npocTa. Kak
npasuno, npu Y3 oueHnBaloTCA rMasHULbl, UX pa3mep 1 ¢opma, YTo NO3BONAET 3amno-
[03pUTb rnno- unu runeptenopusm. O pasmepe rnasHoro A670Ka 1 ero Hannuumm CyauTb
CNOXKHO, 1 Yalle BCero AnarHoCTUYeCKMM MapKepoM ABAAETCA BM3yanunsauma XpycTanu-
Ka. Kyuesa E.J1. c coaBTopamu B 2019 I. onmncanu ycnewHyo npeHaTtanbHy0 AUarHOCTUKY
LBYCTOpOHHero AM B cembe, umelollen pebeHKa ¢ O4HOCTOPOHHM MUKPOQTanbMOM.
Mpwn Y3W B cpoke rectaumu 19-20 Hefenb He ObiNU BM3yann3npoBaHbl XPYCTavKu, YTO
No3BONMO ANArHOCTUPOBAaTb BYCTOPOHHUI aHOdTaNIbM, KOTOPbI 3aTeM NoATBepAnCA
Mopdonornyeckn [16]. K coxxaneHuto, B NpeacTaBieHHOM HaMU KIMHUYECKOM Habntoae-
HUW, HECMOTPA Ha HACTOPOXKEHHOCTb B OTHOLLEHWW AM, CO3HaTeNbHYI0 OLEHKY XpycTanu-
KOB, Mbl HE CMOITI AnarHoctupoatb AM npeHaTanbHO.

Yactota anarHoctukn Cll y ogHoro nnoga u3 asonHu coctasnaet 0,2%. M3-aBonHu
ABNAOTCA pPe3yNbTaTOM OMNIOA0TBOPEHNA eANHCTBEHHON AnLekneTkn. OnncaHo coveTa-
Hue C[l c areHe3mne MO30ANCTOro Tena y AByx aeten n3 M3-asonHu [17]. OgHako yacTo
M3-6113HeLbl pa3NnyaroTcsa No Macce Ha MOMEHT POXAEHUS, MO reHeTUYecknum 3abonesa-
HUAM 1 BPOXLEHHbIM aHoManuaM. QeHoTunryecKne pasnnumna He Bcerga BUAHbI 1 MOTYT
6bITb efBa ynoBuMmbl. B nutepatype otmeueHbl HabnoaeHua C y o6onx M3-6nn3HeLoB ¢
Pa3NNYHBIMK KIMHUYECKMMMN NPOABEHNAMM. B Hallem KNMHMYeCcKoM HabnogeHun auna-
rHo3 C/] He 6b11 NOCTaBNEH HOBOPOXKAEHHbBIM, HECMOTPA Ha TO UTO 3TO OAWH M3 Hanbonee
3HaKOMbIX Ans Bpayeli-negnaTpoB M HEOHATOSIOrOB reHeTMYeCKrX gnarHo3os. GeHoTun
Cl xapakTepHbIil, 1 aHTMMOHIOIONAHBIN pa3pe3 rna3 ABAAETCA OOQHUM U3 MaXKOPHbIX
npu3HakoB. AM y oboux geTein n3meHuna ¢peHotun, 4to NOBNEKIIO 3a OO0 HecBoeBpe-
MEHHYI0 MOCTAHOBKY AiNarHo3a, 1 ToNbKo coyeTaHue runotoHun, BMC n 6paxugaktmnum
HaBeno Bpava-reHeTnka Ha MbIC/lb O BO3MOXHOCTU XPOMOCOMHOW 6one3Hu. MNockonbKy
6epemeHHOCTb Gbina OX[A, ABONHA paccmaTpuBanacb Kak [3. YunTbiBad ayTOCOMHO-
peLeccuBHbIN BapraHT HacnepoBaHua, AM y obenx fesouek npu [A3-TporiHe Hamu nep-
BOHauyanbHO 00BbACHANACh BbICOKUM 25% puckoMm. [laxe nonyums pesynbraT Tpucommm 21
y ofjHoro pebeHKa, Mbl No-npexHemy npegnonaranv [3-ABoHio. Tem He MeHee Hall
npeablayLwmin onbiT paboTbl MOKa3an HeobxoANMOCTb NPOBeAeHUA YHUOULMPOBAHHOTO
obcnepnoBaHmMA BCex feTeln oT MHoronioaHon 6epemeHHocTU. [103ToMy 6bI10 Ha3HaUYeHo
KapuoTunupoBaHue cnbcy c 6onee MArKMMU KIMHUYECKMMU NPOABAEHUAMU (OTCYTCTBUE
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JvixopuanbHas ANaMHUOTYECKan [BONHA C CHAPOMOM [layHa 1 aHodTanbMoM y 060UX Niofos

BINC 1 meHee BblpaxeHHaA rmNoToHus). Kapnotun okasanca 47,XX+21. Takum obpaszom,
M3-aBoWHA M3HaYanbHO Obina aHeynnouagHoM No 21-n XxpoMocome 1, BEPOATHO, Mena
peLeccuBHyto MyTauuo AM B roMO31rOTHOM COCTOSAHMU. 3aTeM B TeueHe NepBbiX 3 CyTOK
npowusowno aeneHve ¢ dopmunpoBaHnem OXAA-psonHn ¢ C4 n AM y oboux nnopos.
B HacToALLee BpemA NnaHMpyeTcA NpoBefeHre AOMNONMHUTENbHbIX MONEKYNAPHO-TEHETU-
YecKux nccneoBaHni ana yTouHeHnsa mytauum, obycnasnmsatoLien AM B faHHON ceMbe.

B 3AKJTIOMEHUE

MNpepcTaBneHHOe HaMK KNMHMYeCKoe HabsofgeHre NoKa3biBaeT BO3MOXHOCTb coye-
TaHHOW reHeTMYeCcKol MaTonoruu, He cBsA3aHHoW Apyr ¢ apyrom. Hannune AM y o6omx
NnoJoB 3aTPyAHWUIO CBOEBPEMEHHYIO NOCTaHOBKY AmarHo3a C[l. MHoronnogHasa 6epe-
MEHHOCTb BCErfa OC/IOKHAET MpPOBefeHne MpPeHaTasbHOro CKPUHUHIA XPOMOCOMHbIX
6onesHeln, B yactHocTn Cl. Y3-MapKepbl XpPOMOCOMHbIX 6051e3Hel y niofoB He cpabo-
Tanu, JaHHble GUOXVIMUYECKOTO CKPVHUHIA HUBENMPOBaNuUCh ABorHen. OQHOCTOPOHHUIA
MUKpOdTanbm y nepBoro pebeHKa v JaHHble aKyLLIepCcKkoro aHamHe3a roBOpWn B NoJib3y
TepaToreHHow npupoAbl BINP. OgHako no ¢akTy poxaeHuna AByx M3-cnbcoB ¢ 1ByCTOPOH-
HUM AM MOHO rOBOP/Tb O MOHOFE€HHOM HacnefoBaHUN AaHHOTO 3aboneBaHnA B CEMbe,
4TO HEOOXOAMMO YUMTbIBaTb MNPV NPOBELEHNM NOArOTOBKY K CrefyioLlein 6epeMeHHOCTU.
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