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= Hpe]/IMHIIaHTa]_U/IOHHOC TEHETNYIECKOE TECTMPOBAHNE NPUMEHAECTCA /I BBIABIECHNA XPOMOCOMHBIX CTPYKTYPHBIX
IepecTpoeK, MOHOTCHHBIX/ O IHOYHBIX TeHHBIX Je()eKTOB U aHEeYIUIOUANIL. B cTaThe omycaH KIMHUYECKUIL CTy4ail Ipe-
VIMIUIQHTALMIOHHOTO T€HETIYeCKOTO TECTUPOBAHMSI B CEMbe HOCUTeNel MyTaruy reHa SMNI ¢ OC/IeRyIOMWUM POXKie-
HIEM 3[JOPOBOTO peOeHKa.
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= Preimplantation genetic testing performed to analyze the chromosomal structural rearrangements, monogenic/single
gene defects and aneuploidies. The aim of this study is to show the discussion of a clinical case of preimplantation genetic
testing in the family of SMNI gene mutation carriers with the subsequent birth of a healthy child.
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BeepeHue

OCHOBHOJI 1I€IbI0  PENPOJYKTUBHON MeJu-
LVIHBI SIBJISIETCSL POXKZIEHME 3[0POBOTO pebeHKa.
PasBuTie HOBBIX TEXHOJNIOTMII M METOMOB MCCIe-
IOBaHMUII B IIPOrpaMMax BCIIOMOIATe/lIbHBIX pe-
NpofyKTUBHBIX TexHonoruii (BPT) mossomnser He
TOJIBKO BBIABUTb XPOMOCOMHBIE aHOMAJINY, OIIpe-
JeMUTh IO 3MOPMOHA Ha JJOMMIUIAHTALMIOHHOM
JTare, HO U ONPENEIUTDb U NPeAYIPEAUTb POXKe-
HUe JieTell ¢ HaclIeICTBeHHO maTonorueit. C aToi
L[e/1bI0 IIPUMEHAIOTCS IIPeUMITIAaHTALVIOHHBII Te-
HeTUYECKUII CKPMHMHT ¥ IpeMMIUIaHTal[MIOHHAs
reHeTu4YecKasi IMarHOCTHKA.

CornacHo rmoccapuio o0IIecTB B 00/macTu pe-
NpOoAYyKTUBHOV MepguuyHbl 2017 r. maHHBIE Tep-
MUHBI OOBEfUMHEHbl B MPEUMIUIAHTALMIOHHOE
reHeTnyeckoe tectuposanue (III'T). IIT'T BeI-
nonasaerca ana HLA-tunuposanusa unu onpepe-
JIeHVS TeHeTMYeCKUX aHOMA/IMII IyTeM aHaIn3a
IHK, momy4eHHO 13 00LNTOB (ITO/APHBIX TeJel)
i SMOPIOHOB (Ha cTaguy gpobneHus mm 61a-
cronyctol). OHO TpUMeHseTCA /IS BBIABIEHUSA
XPOMOCOMHBIX CTPYKTYPHBIX IIEPECTPOEK, MOHO-
TeHHBIX/O/JIHOYHBIX T€HHBIX He(pEeKTOB U aHey-
wionpnit [1]. IocnenHee 0co6eHHO aKTyalbHO,
TaK KaK OpUOIM3UTENbHO MOJIOBMHA SMOPIOHOB,
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HOMy4YeHHBIX B IpoTokonax KO, umeer Hempa-
BIJIBHOE KOJIMYECTBO XPOMOCOM (2], a aHeymmon-
IS, KaK M3BECTHO, SIB/IACTCS IPUYMHOIN IIpUMep-
HO 50-70 % BBIKMABIIIE} B TOmyaAnun [3].

KoHKpeTHbIe TeHeTHYecKye aHOMaNM, KOTO-
pble OOHAPY>KeHbI Y OFHOTO MM 000UX pOpuTe-
JIei, HallpyiMep, MOHOTe€HHbIe 00/Ie3HY, IPUBOM-
1iye K TSDKEIOM, HePeKO CMepTe/IbHOM IIaTOOT NN
y OeTeil, MOTYT CIYXXUTb nokazanuem musa III'T.
Pesynbrarer III'T 1mo3BONMAIOT BHIOpaTb ONTH-
MaJIbHble SMOPMOHBI IS NOC/IEAYIOLIEro Iepe-
HOCa B IIOJIOCTb MATKM U POXAEHUA 3[JOPOBOTO
pebenka. K takum 3aboneBaHUAM MOXKHO OTHe-
CTV MYKOBMCIV[I03, MyopyucTtpoduio JlomeHHa,
CMHApPOM OMKON ((pparmnbHoiT) X-XpOMOCOMBI,
reMopumio A n B, peHmIkeToHypuIo, aTakcuio
®puppeiixa, BPOXJEHHYIO BUPUINUPYIOLIYIO
TUIEePIUIa3NIo KOPbI Ha/JIIOY€YHIKOB, CIIMHATBHO-
MBIIIEYHYI0 aTpOdUIo U Ap.

HacnepncTBeHHBIe  CHIMHA/IbHBIE  MBINIEYHbIE
arpodun (CMA) — reHeTM4yeCcKM reTeporeHHas
rpynma 3aboyeBaHNil, XapaKTepU3YIOUIXCs MIPO-
rpecCHUpYIOLIeit lereHepanyeil 1 rubenplo ABNUra-
TENIbHBIX HEPOHOB IIEPEIHUX POTOB CIVHHOTO
MO3Ta, a B pAfe CIy4daeB U sAfep CTBOMA TOOBHO-
ro mMo3sra. bomesHp BbIpakaeTcsi B IIOCTEIIEHHOM
PasBUTUM CHMMETPUYHBIX BSAJIBIX IApajiyeit
U aTpoQuI MONIePEeIHO-II0/IOCATON MYCKY/IaTypBhl,
KaueCTBEHHOM IIePEPOXJICHUN COOTBETCTBYIO-
IMX MBI ¥ CHVDKEHVEM VX 3/IeKTPOBO3OYymM-
Moctu [4]. Hambonee pacnpoctpaneHHoit ¢op-
MOJ1 B 9TOi rpymne 3aboneBannit Apnsercss CMA
C ayTOCOMHO-PELIeCCMBHBIM TUIIOM HacC/Ief[0Ba-
HuA. K gaHHOI maTomornm npuBOAAT HapyLIeHUA
B pyHKuMOHMpoBaHNM reHa SMNI (survival motor
neuron 1 — reH ¢akTopa BbDKMBAHUA MOTOHE-
poHa-1), XxapakTepusyroiuecs oTepeil MOTOPHbBIX
HEJPOHOB CIIMHHOTO MO3Ta, MBIIIEYHOI aTpodu-
eit u mapamdoM [5]. SMNI mpucyTCTByeT B Bujie
eIVHCTBEHHOJI KOIIMM B TeHOME BCeX 9YKapMOTH-
YeCKMX OpPTaHM3MOB U pAacIo/araeTcs Ha JIMH-
HOM Irievye 5-11 xpomocomsl (5q11.2-ql13.3) [6].
YcranoBneHno, yro 90-95 % manuentoB co CMA
VIMEIOT TOMO3UTOTHYIO Jle/IelNIo 7-Tr0 9K30Ha SMN1
(u3 Hux 60-70 % — emje u 8-10 3K30HA); 2-5 % —
reTepO3UTOTHYIO [ielleluio 7-ro 3K30Ha SMNI
B KOMIIayHJIe C KaKOil-11M00 TOYeYHOI MyTaIyeil.

PacnipocTpaHeHHOCTb [JAaHHOTO 3abo/eBaHMA
coctaBnAeT 1 Ha 10 ThIC. HOBOPOXIEHHBIX. Yac-
TOTa TeTePO3UTOTHOTO HOCUTENbCTBA — 1 Ha
40-60 uenoBek [7]. Bwimensior 4eTbipe KIMHU-
4ecKMX Tuna npokcumanbHoii CMA Ha ocHoBe
pasmuumit B BO3pacTe Hadaja, TSXKECTU TeYEHMUS
Y TIPOJIO/DKUTENBHOCTH )XVM3HY MAI[MeHTOB [8].

93 I
KnuHuueckuin cnyvaii

Iayuenmxa K., 29 ner, B 2016 1. obparmnach
B ®I'bHY HUWM AIuP um. [J.0. OTtTa B oTfgene-
HI€ BCIIOMOTaTe/IbHbIX PENPOAYKTUBHBIX TE€XHO-
JIOTUIA TI0 TIOBOJY HOCUTENBCTBA JIeIEUUN B 7-M
n 8-M 3K30Hax B rene SMNI.

B aHaMHese y mauMeHTKU pOXjeHMe pebeH-
Ka CO CIIMHAJIbHOM MBIIIEYHO aTpoduels mIofa.
B 2014 r. Ha cpoke 39 Hefenb 4epe3 eCTECTBEH-
Hble POJIOBbIe NMyTU OBUI POXKHEH JOHOLIEHHBIN
Ma/ibuMK CO CHMHAIbHO-MBIIIEYHOI aTpodueit
I tuma. Pebenok ymep B 6 Mecsues. B fmanbHeii-
meM, B 2015 I. y manueHTKy ObIIa HEpa3BMBAIO-
mascsa 6epeMeHHOCTb Ha cpoke 5 Hefiernb. V B ToM
JKe TOfy OBUIO BBIIONHEHO MCKYCCTBEHHOE IIpe-
pbiBaHUe OepeMEeHHOCTM Ha CPOKe 14 Hefenb Io
MeJULMHCKMM TNokKazaHusAM. lIpu mnposemeHun
VMHBA3VBHOJ IIpeHaTa/IbHOM IVAarHOCTUKU Y TIJIO-
fa ObUTa MOATBEPIXKZEHA CIIMHA/IbHAS MBIIEYHAS
arpodus I Tuna.

/3 anaMHe3a: MeHCTpyaluu ¢ 14 nieT, LUK pery-
JISIPHBIIA, TIO 6 [THeT yepes 27 leHb, 00M/IbHBIE, 0071e3-
HEHHBbIE B IIEPBBIII [IeHb VKA. [HeKo/Iorn4ecKme
3abo/eBaHMs: aleHOMNO3, IapaoBapyanbHas K-
cra crneBa. [lonoBas xusHp ¢ 20 net, 6pak mep-
BbIIL. MHmekc maccl Tena — 20 kr/m? (poct 167 e,
Macca Tena 56 xr). Comarmueckux 3abomeBaHuil
He BbLaB/IeHO. [Ipy nmpoBeeHUN yabTpPasByKOBO-
IO MCCIENOBaHNA OPraHOB MajIoro Tas3a Ha JTalle
noAroToBKM K mporpamme 9KO: Teno MaTku pas-
MepoM 52 x 41 x 50 MM, MuoMetpuit anpdysHo-
OJHOPOJIHBIN, 3HIOMETPUII COOTBETCTBYET IHIO
MEHCTPYa/lIbHOTO IMKIa, M-3X0 4 MM, ANYHUKU
HOPMaJIbHBIX Pa3MepOB, B IPaBOM ANYHMKE OIIpe-
JiensieTcs 2 aHTPaIbHBIX QOUIMKYIIA IO 5 MM, B Jie-
BoM — 4 donnmkyna 1o 5 MM (MccegoBaHye mpo-
BOJVJIOCH Ha 3-il IeHb MEHCTPYa/JIbHOTO LIMKIIA).

Cynpyry 36 set, s Cympyra AaHHbII Opak
nepsblit. CoMaTH4eCKN 3/[0POB, 110 JaHHBIM CIIEp-
MOTPaMMbl — HOPMO30O0CIIEpMUA.

YunTbiBagd HOCUTENbCTBO JeNeluu B 7-M U
8-M sk30Hax B reHe SMNI y cynpyros, O6bI10 pe-
koMmeHpoBaHo DKO/MKCU, III'T cnHaIbHOM MBbI-
IIeYHOI aTpoduy C HOC/IeAyIollell MHBa3UBHO
IIpeHaTaNbHON AMarHocTukoil Ha CMA B nepBoM
TpuUMecTpe 6epeMeHHOCTH.

IIpu Beinonnenun KO ucnonb3oBanu nNporo-
KOJI C aHTarOHMCTaMu ToHamonubepuHa (LeTpo-
tuz, Merck Serono, IlIBeiimapusi). BBemenue
pekom6uHanTHOrO OCT (pdCI') (mmyperon, Orga-
non, Hupepnanypr) mpoBoguioch eXefHEBHO CO
2-3-T0 [HA MEHCTPYajAbHOIO IMK/IA, CYMMapHad
[o3a ToHafloTponnHoB coctasuna 1400 ME, pu-
TEIPHOCTb CTUMyNALIMM — 7 pHell. Kpurepuem
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HasHa4YeHuUs Tpurrepa (UHaJIbHOTO CO3PEBaHUA
OOLIUTOB ABJIA/IOCH JOCTVDKEHME TPeMs TUAUPYIO-
My GOIMKY/IaMy CPeHEero pa3Mepa He MeHee
17 mm. B KayecTBe Tpurrepa oBynALMY UCIIONb30-
BaJICSL TIpeNapaT XOPMOHNYECKOTO T'OHAIOTPOIN-
Ha yenoBeka (XI'Y) B mose 10 000 ME (mperumn,
Organon, Hwupepnmangsr). Yepes 36 wacoB 1mmo-
C/le BBefIeHUs TPUITEpa OBY/IALNUM IPOBOANU/IACH
TpaHCBarvHaabHas MyHKUMS POIVKY/IOB M aCIIN-
panysa OOLMUTOB IOf fAaBiaeHMeM 140 MM pT. CT.
C UICTIO/Ib30BaHMEM OJJHOIIPOCBETHOI UIJIbI yIaMe-
TpoM 17G (Cook Medical, Bloomington, IN, USA).
[Ipy TpaHCBaruHa/gbHOM IYHKLIVM AMYHUKOB
acMpUPOBAHO 4 OOLNUT-KYMY/TIOCHBIX KOMIIIEKCA.
Bce morry4eHHbIe KIeTK OBbUIV 3perible, Ha CTafy
Mmertadaspl [I. OmmomoTBopeHMe OCyIIeCTBIAIN
MerogoM VKCH. OmnnopoTBOpeHMe OLieHUBaNIn
yepe3 17 yacoB. Bce 3UroTel copiep>xanu aBa mnpo-
Hykseyca. [Ind KyIbTUBMPOBaHNUA UCIONb30BaIN
cpenpt Origio (anus). Buoncuio sMOpMOHOB Ipo-
BOJVIIM Ha CTafyy KOMITAaKTHOM MOPYbI [9] mma
IPEeVMIUIAHTALIIOHHOTO TeCTUPOBAHNA CIIVHA/Ib-
HO-MBbIIIeqHoiT aTpoduu. [Tocme BoccTaHOBIEHUA
KOMITAaKTU3al[uy SMOPMOHBI KPMOKOHCEPBMPOBA-
mm Ha cpepax «IIporenHCunres» (Poccus).
Meropom IIIIP co BroXeHHBIMM IpaiiMepa-
mu un nocnepywomum SSCP-ananmusom mccneno-
BaH 7-1 9K30H reHa SMNI, a Taxxe IIpoaHaIn-
3upoBaHbl MoneKynApHble STR-mapkepsr D55610,
D581556, D5S1417, D5S2848 B marepuane 6uo-
ncuu TpodaKTOREpPMBI U ceMbe pobanza. Ilo pe-
3y/IbTaTaM JCC/IelOBAHNS OIIPefie/IeHO, YTO BO3MO-
XKeH TIepeHOC JIByX SMOPMOHOB. B ofHOM M3 HUX
OBIIO BBISIB/IEHO TeTEPO3UTOTHOE HOCUTETbCTBO
nenenyu reda SMNI MaTepUHCKOTO IIPOMCXOXK/ie-
HI, 3 B APYTOM — IeTePO3UTOTHOE HOCUTENbCTBO
nenenyun reia SMN 1 OTIOBCKOTO IPOMCXOXK[e-
HYs1. Bce aMOpUOHBI OBV KPYOKOHCEPBUPOBAHBI.
Yepes gBa Mecslla B IPOTOKOJIE C IIPYMEHEHN-
€M 3aMeCTUTEIbHOV TOPMOHA/IbHOV Tepanum Ipe-
IIapaTaMi SCTPOTeHa U IPorecTepoHa ObUI COBEp-
IIeH II€PEHOC OJHOTO KPMOKOHCEPBMPOBAHHOTO
ambpuona (I19) Ha cTraguy paHHeN 671aCTOLVICTHI
(1AA). KayecTBO 9MOPMOHOB OILIEHMBAIOCh CO-
IJIACHO MOP(]OIOrMYecKMM KPUTEPUSM OLEHKY,
npepnoxxeHHbM D. Gardner, W. Schoolcraft [10].
ITo pesynbratam III'T maHHBIT SMOPUOH MMeI Te-
TE€PO3UTOTHOE HOCUTENbCTBO fieneyy reHa SMN1
OTLIOBCKOTO IIPOMCXOXieHN . TomIHa SHI0MeT-
pus Ha moMmeHT IID cocraBnmama 9 mm. Yepes
2 Hepenu nocrne 19 6puta guarHocTupoBaHa 61mo-
XMMu4ecKasi 6epeMeHHOCTbD € IOCTIEAYIOIUM Y/Ib-
TPa3BYKOBBIM IO[TBEpP)K/IEHMEM KIMHUYECKOI]
6epemenHoCcTH. B manbHeriewm, B 7/8 Hefenb bepe-

MEHHOCTY IIPY HAJIM4MM TIPU3HAKOB yTPO3bI IIpe-
pbIBaHMsA OEPEMEHHOCTI 1 ONpee/IeHNN yYacTKa
peTpPOXOpMaNbHON TeMaToMbl 29 X 18 MM mpnm
YIBTPa3BYKOBOM MCC/IEOBAHUY TAIVIEHTKa OblIa
TOCIIUTANN3/APOBaHa B OTHENEHNE SHIOKPMHHO
TMHEKOJIOTUM IS TPOBENEHNA COXPaHAIOIEN Te-
panun.

ITpu cpoke 6epemenHocTM 14/15 Hemenb 6blra
IpoBefleHa IIpeHaTa/bHasA MHBAa3MBHasA JUarHO-
cTMKa (TpaHcabOMMHAaIbHAS IUTALleHTOOMOIICHS).
ITo pesynpraraM IpeHATaNbHOTO KapPMOTUIUPO-
BaHUA OBUIO IIONYYEHO 3aK/II0YeHNe O HOPMaJlb-
HOM J>KeHCKOM Kapmotumne. IIpu monekynsapHo-
TeHeTUYEeCKON [JVAaTHOCTUKE MCCIeOBAHbl 7-if
u 8-i1 9k30HBI reHa SMNI ¢ o6HapyXeHVeM Jere-
uuu 7-ro u 8-ro 3Kk30HOB re”Ha SMNI B rereposu-
TOTHOM COCTOSIHUY C BEPOATHOCTDIO CIIMHAIbHOI
MBIIIEYHOII aTpoduy y mioga MeHee 1 %.

bepemeHHOCTD IpoTekana 6e3 0cOOEHHOCTEIL.
ITpu cpoke 38/39 Hemenb GepeMeHHas Oblla roc-
NUTaIN3UPOBAHA B JJOPOJOBOE OTfeneHne. Pomp
IJIAHMPOBAIOCh BECTY Yepe3 eCTeCTBEHHBIE POJIO-
Bple myTu. Ha cpoke 40 Hepmenp Oblia IpoBefeHa
IOITOTOBKA K POfiaM C IpMMeHeHVeM Mudernpu-
cToHa (mo cxeme 200 Mr 2 pasa C MHTepBaJOM
B 24 yaca). B 40/41 Hepnento y 6epeMeHHOI IPON30-
IIJIO NIPEXJEBPEMEHHOE USNNUTHE OKONIOIIOTHBIX
BOZI. YUMTBIBAasi OTCYTCTBME Pa3BUTUA POJOBOIL
IeATeIbHOCTY OBbIJIO IPOBENEHO MEAVIKAMEHTO3-
Hoe popoBo30yxzieHne. Yepes 7 yacoB 10 MUHYT
OT Hayasla POJOBOII [AeATeTbHOCTI POAMUIACDH K-
Bas MOHOIIeHHas meBodka 3390 r mamHOM 52 cM.
Ouenka 1o mkasne Anrap 8/8 6anos. beiio npose-
IEHO Py4YHOE OT/Ie/IEHNE Y BbIJIe/IeHN e 3a/leP>KaB-
IIVXCA JacTeli nocena. PoxxeHuIra Obi1a BbIIMCa-
Ha JIOMOJI C peOEHKOM Ha 5-€ CYTKU II0CTIe POJIOB.
ITocneponoBoit mepuoy mporekaeT 6e3 0cobOeH-
HOCTEIL.

Taxum 06pas3oM, B ceMbsIX C BBICOKUM PUCKOM
poxpenus 6onpHOrO pebdenka I1I'T mosBossieT BbI-
SBUTH y 9MOpVIOHA TeHeTNYeCKie OTKIOHEHUS JI0
€r0 IepeHoCa B IONOCTh MATKM, YTO CHVDKAET PUCK
pOXJeHNA pebeHKa C TeHeTUYeCKOll IaTOMOTHeIl.
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