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AHHOTANMA

AKTyaJIbHOCTB: B crarbe, Ha IpUMepe KIMHHYECKOIO
Cilyyasi, OIMCaHa TaKTHKA JICUSHHUs], TIO3BOJIMBIIAs JOOUTHCS
POXICHUS TEHETHYECKH COOCTBEHHOIO peOeHKa y CyIpyKe-
CKOH Tapsl CO CIIOKHBIM aHAMHE30M.

Hear my0nmkanuu — OpeACTaBUTh KIMHUYECKUH CITy-
Yaii 0EpPEeMEHHOCTH M POXKICHHS TCHETHYECKUA COOCTBEHHOTO
peOeHKa y CYNPYKECKO# Mapbl ¢ HAJIMYHEM PEHUMPOKHON
TPaHCIOKAIH y My>ka B KAPHOTHIIE.

MeTtonpl: B crathe onucana MoauuKaIys TAKTUKH Jie-
YeHHs, IPOBEICHHAS B IOCIETHHUX JBYX MPOTOKOIax. B gact-
HOCTH, MalMeHTKe ObUI Ha3Ha4YeH PEKOMOMHAHTHBIN (HOJITH-
kynocrumynupytomuii ropmod (OCI') 1 pekoMOWHAHTHBIN
moTeHn3upytomuii ropmoH (JIIN) 11 cTuMynaum cynepoBy-
nsamun. Kaknas nporpaMma conpoBoXkaaiach IpoBeICHHEM
MIPEUMIUIAHTAIIMOHHOTO T€HETHYECKOTO TECTUPOBAHUS aHe-
ymouauit (IIFT-A). B o0weit cnoxuocty, 10 Giactonuct
ObUIH HaNpaBJICHbI HA TEHETHUECKOE TECTUPOBAHHE.

PesyabTaThl: OnMCcaHHBIN KIMHUYECKUN CITydai 1eMOH-
CTpUpyeT ycnemHoe 3aBepiienue mporpammsl OKO poxne-
HHEM TE€HETUYECKH COOCTBEHHOIrO PEeOCHKA y CYIPY)KECKON
napsl noce npuMeHenus pekomonnantaoro OCI B couera-
Huu ¢ pekomOuHanTHbIM JII' B DKO npoTokonax.

VY MyX4YUHBI-TApTHEpAa B KApUOTHIIEC BEHISBICHA DELU-
MpOKHAs TpaHCIOKaust Mexnay 6 u 11 xpomocomamu. B
Tpex mporpaMmax mnojiy4deHo 10 61acTonucT, NPUTOAHBIX ISt
Ouoricun u reHernueckoro Tectuposanus. [1I'T-A Beigano 2
PEKOMEHJOBaHHBIX IMOPHOHA B ITPOTOKOJIAX C IPUMEHEHUEM
OCT u JIT" 1t cTUMYISAIUE CyTIepoByIALun. Bropoii kpuo-
MEPEHOC 3aBEPUIMIICS POXKICHUEM peOeHKa.

3akarodyenue: [ HEKOTOPHIX HOPMOTOHAIOTPOIHBIX
nanueHTok ctumynsius He Toiabko @CI, Ho OCT u JII' B
COBOKYTIHOCTH SIBIAETCS ONTHMAIBHOM CTpaTeruei i mo-
Jy4eHUS TeHETHUYECKH 310POBBIX IMOPHOHOB.

Kniouesvie cnosa: JKO, npeumnianmayuonHoe eewe-
muueckoe mecmuposanue aneyniououti (I1I'T-A), pexombu-
Hawmuoll momenusupyrowull 2opmon (JII'), pexombunanm-
Holl gonnuxyrocmumynupyowguit 20pmon (OCI).

Beenenne: 13BecTHO, 4TO C BO3PACTOM y KEHIIUHBI CHH-
JKaeTCsl Ka9eCTBO SUIEKIETOK. DTO TaKKe 00yCIIaBINBaeTCs
CHIDKAIOIIENCS aKTMBHOCTBIO JIIOTEHU3HPYIOLIETO0 FOPMOHA
(JIT') n BeIpaboTKOil anxporenos [1]. JII' urpaer BaxHyIO
poib B co3peBaHMU (HOJUIMKYNA, OIUIOAOTBOPEHUH M Kade-
cTBe aMOproHOB. bonee Toro, JII' BiHseT HA SHAOMETPHIA,
CTUMYIIUPYS IeIUAyali3aliio W MMIUIAHTAIMI0 SMOpHOHA
[2]. IIpoBeneHO HEMAIO paHAOMU3HPOBAHHBIX KOHTPOIUpYeE-
MBIX UCCIIEIOBAHUN U METa-aHAJIU30B, KOTOpPbIE JEMOHCTPH-
PYIOT, 4TO UCTIOIb30BaHne pekoMOnHanTHOTO JII' coBMECTHO
C PeKOMOMHAHTHBIM (DOJUTHKYJIOCTUMYIUPYIOLIMM FTOPMOHOM
(®CI') yayumiaer KIMHUYECKYIO 3()(EKTHBHOCTD y T'MIIOTO-
HaJIOTPOITHBIX JKEHIMH JIF000ro Bo3pacTta W HOPMOTOHAJ0-
TPOIHBIX XKEHIIMH cTapiue 35 net [2-4].

B naHHOM KIMHHMYECKOM Cllydae MBI JIEMOHCTPUPYEM,
yto npumenenue JII' comectHo ¢ @CI' B nporpamme BPT
TTO3BOJIMJIO TIOJYYHUTh T€HETHUECKH 3/10pPOBbIE SMOPHUOHBI Y
CYIPY’KECKOH Mapbl IPU HAIMYUU PELUIPOKHON TPAaHCIOKA-
LMY B KAPHOTHIIE MYXKa.

Henp my0aukanum — OpeaCTaBUTh KIMHUYECKHUH CITy-
Yaii 0EpEMEHHOCTH U POXKJICHUSI TCHETHYECKH COOCTBEHHOTO
peOeHKa y Cynpy)KecKoil mapbl ¢ HAJIWYHEM PELUIPOKHON
TPAHCIOKAIMH y My>Xa B KapUOTHIIE.

Onncanne KINHUYECKOIO CIy4as

Anamnes cynpysiceckoii napuvl u npeovioyujue nonbimKu

VY nmanueHTKH — KapyoTHII B HOpME. Y mapTHepa (MyK4H-
HBI) B KApHOTHUIIE OOHApy)XeHa PEeLUIPOKHAas TPaHCIOKalus
Mexnay 6 u 11 xpomocomamu. [lo obpamenus B TOO «Ie-
HOM-AcTaHa» B siHBape 2019 ropa cympy:xeckas napa uMmena
Tpu 6e3pe3ynbrarHbie TonbITkH DKO ¢ reHeTHUeCKUM TECTH-
POBaHUEM B CHITy OTCYTCTBHS PEKOMEHJOBaHHBIX K IIEPEHOCY
SMOPHOHOB WJIN OTPHUIIATEIBHOTO pe3yibTara. J[Be mporpam-
MBI OBUIH TIpOBEZIEHBI B KIMHUKaX CramOyrna u MOCKBBI U
MIPEACTABIIUN CO00 KOPOTKHE MTPOTOKOJIBI C NCTIOIB30BaHH-
eM ToibKo pekomOuHaHTHOro OCI" B KauecTBe CTUMYIIALIUH
CyHepoByJSIINU. TpeThst MONBITKA C IPUMEHEHHEM PEKOMOU-
HanrtHoro JII' B cymmapHoii no3e 300 ME 6buta npoBenena B
onHoM n3 knuHUK PecryOnukm Kazaxcran. Ha MomeHT mipo-
BegeHuss DKO-mporpaMM BO3pacTHON JUana3oH JKEHIIMHEI
coctaBysit 33-36 set, My>K4uHBI — 29-32.

Bpemennas mkana npeasigymumx nonsitok OKO B onu-
CBHIBAEMOM clIydae IpezcTasieHa B Tabmuie 1.
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Tabnuma 1 — Bpemennas mkana npeaslaymux (HeyqadHbix) nonsiTok KO

Hara CoOriTHE

Crumynsinus cynepoByisanuy, nporpamma MKCH+ IIT'T-A

Oxts6pr-Hos6ps 2015 1 (ITpumenenne pexombuaanTHoro OCI)

Crumynsinus cynepoByisiiuy, nporpamma UKCHU+ IIT'T-A

Anpens-Maii 2017 1. (ITpumenenue pexombuaanTHOro OCI')

CTUMyIAIHS CyTIepOBYILIIUH, IporpamMma kinaccuaeckoe SIKO+NKCH+
FISH mmargoctuka
(ITpumenenune pexombunanTHOrOo OCI+IIT)

®espans 2018 .

ITpumeuanus: UKCH — naTpanuronnasmMaruieckas HHbEKIUA criepMaTozona, JII' — morennsupyromuii ropmos, III'T-A —
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Tabnuua 2 — BpemeHnas mkaina kiuHA4eckoro cirydas 9KO

Jara

CoObITHE

SnBaps 2019 1.

Crumynsanus cynepoBynanuy, nporpamma MKCU+ IIT'T-A
(ITpumenenue pexombunantaoro ®CI)

SuBaps 2020 1.

Crumynsnus cynepoBynanuy, nporpamma MKCU+ TIT'T-A
(ITpumenenue pexkombunanTHEIX OCI™ 1 JII')

Anpenb-Maii 2020 .

Crumyisinus cynepoBynanuy, nporpamma MKCU+ TIT'T-A
((TTIpmmenenne pexkomObmaanTHEIX OCI 1 JIT')

Mapr 2021 .

Kpuonepenoc

Hexabps 2021 1.

Poxnenne henoTunmuecKy 3M0poBOTrO pedeHKa

MNPEUMINTIAHTAIITMOHHOC TCHETUYCCKOC TECTUPOBAHUC aHCyHHOH,HHﬁ, OCI' - q)OJ'IJ'H/IKyJ'IOCTI/IMyJ'II/IpyIOHII/Iﬁ TOPMOH.

Koumponupyemas osapuanvnas cmumynsiyus (onvim
TOO «l'enom-Acmanay) B knuauke TOO «I'enoM-AcTtaHa»
CymnpyKeckas Iapa CyMMapHO IpoBelia TPU IPOrPaMMBbI
OKO ¢ npenMIuTaHTallnOHHBIM T€HETHYECKIUM TECTUPOBaHHU-
eM aneymtouanid (ITI'T-A) ¢ 2019 mo 2021 rox BKIIOYUTENh-
HO. Ha MOMEHT BCTyIUIeHHsI B IPOTrpaMMy MOKa3aTeln Top-
MOHOB y HanueHTKH 0butn cienyromue: ®CI = 5.1 MME/mu,
JIT" = 7.6 MME/min, Tectoctepor = 1.06 HMOIIB/J1, SCTPAIHOI
= 54.2 ur/ma, AMI' = 13.31 Hr/MiI; MEHCTPYaJbHBIH IHKII
— PpEryJSIpHBIN, SSUYHUKH MYJIBTU(QOIUIMKYISPHBIC, THATHO3
«TIOJIMKKCTO3» HE BHICTABIISUICS.

Bo Bcex nporpamMax ObUTH MPOBEJCHBI HHTPALUTOILIA3-
MaTtuueckass uabekius cnepmaroszonna (MKCH) u TIT'T-A.
[Tpoueaypst UKCH u 6moncust B nensx [II'T-A geranbHo
onucanbl B pabore OupcoBoi u ap. [5].

[TepByto nporpammy B kinmHHKe TOO «I'eHOM-AcTaHa»
napa nposena B 2019 rogy. beut Ha3HAUEH KOPOTKHM TPOTO-
kon, cymmapsast g1o3a @CI" cocraBuna 1350 ME. Ha 6 nenn
CTUMYJISIMK ObUT qoOaBiieH antaronuct 0,25 mr. Tpurrepom
ciyxw aronuct 0,2 mr. Yepes 36-37 4acoB OT Tpurrepa mpo-
BOJMJIACH TPAHCBArMHANbHAS MYHKIHS C 3a00pOM OOLIUTOB.
[lepBast cTumynsinusi B Halleld KIMHUKE MOBTOPWIIA OIIBIT
3apyOeKHBIX KOJUIET, TaK KaK ObUI Ha3HAYEH TOJBKO PEKOM-
ounantHeii OCI. beun monmydeHsl 4 OIACTOIUCTHI, TE€HE-
THYECKOE TECTUPOBAHHE METOJIOM CEKBEHHPOBAHHsI HOBOTO
nokosienuss (NGS) BbIazo oTCyTCTBHE 3MOPHOHOB, PEKO-
MEHJJOBaHHBIX K IIEPEHOCY.

B crnepyromyto nporpaMMmy cyrnpyKeckas mapa BCTYITH-
na B stHBape 2020 roga. beimo mpHHSTO peleHne W3MEeHUTh
TaKTHKY. J[JIs1 CTUMYJISIIMY CYTIEPOBYIISIIMN TTAIHEHTKE ObLIH
HazHaueHbl pekombuHanTHeie @CI™ u JII. CymmapHbie 10351
OCT u JIT" cocraBunu 1350 ME u 675 ME, cOOTBETCTBEHHO.
Ha 7 nens ctuMynsiuu OB OJKITIOUEH aHTaroHucT 0,25 MT.
Tpurrepom HazHaunnu aroHuct 0,2 mr. Uepe3 36-37 yacos
OT TpUITEpa MPOBEIN TPAHCBarMHAJIBbHYIO MyHKIHUIO ¢ 3200-
pOM 001MTOB. bblIH MOMTy4YeHs! 3 GJIaCTOLUCTBI, 3aKIIOYCHUE
III'T-A metonoM NGS npoieMOHCTpHUPOBAJIO HATUIHE OHO-
ro 3MOpHOHa, peKOMEHA0BaHHOTO K TIepeHocy. KpuonepeHnoc
coctosuicst 1 mrons 2020 roxa, pe3ysbTar — OTPHUIIATENbHBIH.

B ¢uHanpHyto nporpamMMy cynpyxeckas rnapa BCTyIIHIa
B Mae 2020 roma. ONBIT pemInIM TOBTOPUTh, TaK KaK UMEH-
HO C JIOTIOJIHUTENIbHBIM Ha3HaueHHeM pekoMOuHaHTHOTo JIT,
YAAJIOCh MOJYYUTh OAWH 370pOBBIH 3MOpHOH. [ cTumy-
JSILUY CYTIEPOBYIISIIMN TAllMeHTKe ObLI Ha3Ha4YeH PEeKOMOU-

nHautHbie OCT u JIT, cymmapusie 10361 @CI u JII' coctaBuimm
1350 ME u 675 ME cootBercTBenHo. Ha 7 1eHb CTUMYISAIIH
ObL1 ToAKITIOUeH anTaronuct 0,25 mr. Tpurrepom ObLT Ha3HA-
yeH aroHucT B j03e 0,2 mr. Uepe3 36-37 gacoB OT Tpurrepa
MIPOBENM TPAHCBATWHANBHYIO IyHKITHIO C 3a00pOM OOIIMTOB.
Brinu momyuenst 3 GactonucThl. B ¢BsI3u ¢ KOpOHABUPYCHOM
nangemueit B 2020 romy, BeICTaTh OMONTATHI B TEHETHUECKYIO
71200paTOPUI0 MBI CMOIIIH TOJBKO B OKTsi0pe 2020 rona. Ily-
TeM TeHETHIECKOTo TecTupoBanus MetogoM NGS Obu1 mosy-
YCH PEKOMCHIOBAHHBIH K IIEPEHOCY SMOPHOH.

Knunuuecxuii ucxoo Kpuonepenoc cocrosuics 10 mapra
2021 ronma. IlogroroBka SHAOMETPHS MOAPOOHO OMKCAHA B
nyomukaru N.P. Nigmatova et al. [6]. bepemenHOCTE HacTy-
nuJja ¥ mpotekana 6e3 ocnokHeHu. Y napsl 3 nexadps 2021
roja poauics (EeHOTHUINNYECKH 30pOBbIii pedeHoK. [eHeTu-
YecKuil aHanu3 (KapuoTum) peOCHKY POXUTENH IJIaHHPYeT
MIPOBECTH B OJMKaNIIIEM OyayIeM.

Bpemennas wikana OMHACAHHOTO KIMHHYECKOTO CITydast
npejicTaBieHa B Tabnuiie 2.

ITpumeuanms: UKCU — uHTpanmromniasMaTiHieckas HHbEKIUS criepMmaro3ona, JII' — morenusupyromuii ropmon, III'T-A —
MPEUMILIAHTAIIMOHHOE TeHETHUECKOe TeCcTUpoBaHue aHeymionauid, ®CI" — GOoLTHKYIIOCTUMYTHPYIOIIHHA TOPMOH.

Oocyxnenne: [[aHHBI KIMHIYECKAN CITydail IpeacTaB-
nseT coboit MHTEpec TeM, YTO MBI JOOHIINCH POXKIEHHS 3/10-
poBoro pebeHka, He mpruderast K HCIIOIb30BaHUIO JJOHOPCKOTO
O6momarepuana. BosamoxxHO, y pebeHKa OOHApYXKHUTCS TaKas
JKe po0sieMa B KapHOTHIIE, KaK U y €T0 OTIa, HO OHAa COBME-
CTHMa C J)KU3HBIO M HE BBI3BIBAET YMCTBEHHBIX WIH (huzmde-
CKHX OTKIIOHEHHUII.

ITepeeie aBe momeitkun OKO c¢ TII'T-A meromom NGS
OBUTH TIPOBEICHBI B 3apyOexHbIX KnuHUKax B 2017 romy,
KorJa maruenTke 0pu1o 35 set, a ee cynpyry — 31 rog. Mst
npeamonaraeM, uto JII' kak moOaBka chIrpalia IOJIOKHTETb-
HYIO POJIb, YIHUTHIBAsI OMBIT HAIINX 3apyOEKHBIX KOJUIET, Te
OpUT HazHaueH TONbKO pekoMOmHaHTHBIN DPCI B KadecTBe
CTHMYJIMPYIOLIETO TIpenapara, oJHako cpean 13 mccaeno-
BaHHBIX YMOPHOHOB He OBLIO HAWICHO HU OZHOTO 37I0POBOTO
SMOpHOHA.

B 2018 roxy, xorma mape ObLT mpoBeAeH 3-if Kypc Je-
4YeHHd, B cXxeMy OblI BKIIoueH pekomOnHaHTHEIA JII. Cym-
Mmapusie 10361 OCT" u JII' cocraBunmu 1275 ME u 300 ME,
cootBercTBeHHO. Cpenn 20 SMOPHOHOB OBLT MOJTYYEeH OAWH
3IOPOBBII AIMOPHOH, OTHAKO PE3YJABTaT KPHOIEPEHOCA OBLT
OTpHIaTeNbHBIM. | eHeTHYeCKOe NCCIeA0BaHUE TPOBOANIOCH
metonoM FISH mHa 3 cyrku. YUuTBHIBas, 4TO reHETHIECKHN
meton FISH He aHamm3upyeT Bce 46 XpoMOCOM, HET OCHOBA-
HHUH yTBEPKIaTh, YTO PEKOMEHJOBaHHBIHN K IEPEHOCY dIMOpH-
OH, OBLI TEHETHYECKH 3J0POBBIM.

B 2019 romy cympyxeckas mapa oOpaTwiack B HaIly
KIMHUKY. [lepBoHaJanbHO HaMM HE ObUT yUYTEH HpenbImy-
NI OTBIT 3apYOEXKHBIX KOJUIET, TOCKOJIBKY ITOKa3aTeNN 3H-
nporeHHoro yposHs JII' m scTporeHa y manmeHTKH ObIIM B
HopMe. [lo3ToMy B KadecTBE CTUMYISIMU CYTEPOBYISLIUH
OpUT Ha3HaueH TONbKO pexoMOmHaHTHBINH DCT, sMOpHOHOB,
PEKOMEHIIOBaHHBIX K IMEPEHOCY, MOoIydYeHo He Opuio. B 06-
el CIOKHOCTH, YYUTHIBAsI BCE MPOTpPaMMBbl B aHAMHE3€ T1a-
IIUEHTKH, T7Ie OBLT MPOBEIEeH CKPUHUHT 46 XpOMOCOM, Cpean
23 >MOPHOHOB TONBKO JBa OBUTM MPHUTONHBI K TEPEHOCY, U
OHU OBUTH MOJTyYEHBI IIPH HCIIONB30BAHUH PEKOMOMHAHTHOTO
JIT" coBmecTHO ¢ pekomOuHAaHTHEIM PCI' B poToKoIe CTH-
Mynsud. CTOUT OTMETHTb, YTO TEHETHYECKUE OTKJIIOHEHHS B
SMOpHOHAX HOCHIIM Pa3HBIA XapakTep, BKJIIOYasl TPUCOMMUH,
TETPACOMUH, MOHOCOMHH, MO3aWYHYIO MOHOCOMHIO/TPHCO-
MHIO U T.JI., @ HE TOJIBKO IaTOJIOTHIO, XapaKTEPHYIO B MYX-

CKOM KapHOTHIIE.

Jnst GoNbIIMHCTBA MANMEHTOB AT (QOJUIHKYISIPHOTO pas-
BUTHSA JOCTaTOYHO TONbKO HazHaueHHus PCI, HO HEKOTOPBIM
ManyeHTaM HeOoOXOAMMO OINOJHMTENbHO HasHadenue JII,
YTOOBI JIOCTUTHYTH a/I€KBaTHOTO (HOIIIHMKYISPHOTO CTEPOH-
JIOTEHEe3a U CO3PEBAHMUS SIMIEKIIETOK [7].

Ilo mMeHzmeneeBCKOMY THIy HAclIEIOBaHMA IIAHC Ha MO-
JTy4eHHE 310pOBOTro 3MOpHOHa cocTasisieT 25%. Ucxons u3
aHaMHe3a MalMeHTOB W MEHAEIEEBCKOTO THIA HACIEIO0Ba-
HUSI, MBI TIPEIIONIOKIIN, YTO, BO3MOXKHO, CTpajacT Ouomo-
rHYecKas akKTUBHOCTH 3HAOreHHOro JII' mimm cHmxXaeTcs Ko-
nrgecTBO (DyHKIHOHAIBHBIX perentopoB JII. B pesymsrare
CTpa/laeT KOMIIETCHTHOCTb CaMHX SHIIEKIIETOK JKCHIIUHBI U
CTUMYIIILIAN SIMYHUKOB pekoMOnHaHTHBIM DOCI' oka3bIBaeT-
Csl HEIOCTaTOYHO IS TIOJTHOLICHHOTO a/IeKBaTHOTO CO3pEBa-
HUSI ¥ 3aBEPILIECHUS IpoIiecca MeHo3a B )KEHCKHX ITOJIOBBIX
KIIETKaX.

CymecTByeT psja Hay4HBIX PaOOT MO HCHOIH30BAHHIO
pexombunanTHOTO JII' coBMecTHO ¢ OCI s CTUMYIISIIH
CYIEPOBYJISIIMH B IPOTOKOJIAX C ATOHUCTAMH M AaHTAarOHHCTa-
Mmu. [TyOnukammm 1eMOHCTPUPYIOT MOJIOKUTEIBHOE BIMSTHNAC
JAaHHOW KOMOWHAIIMH MPENapaToB Ha YaCTOTY MMIUIAHTAIIWH,
KauecTBO KJIETOK M 3MOPHOHOB y HOPMOTOHAJOTPOIHBIX
JKeHIuH ctapre 35 ner [1, 2, 7].

3axunioueHue: /[ HEKOTOPBIX HOPMOTOHAJOTPOIHBIX
nmanueHTok cTuMyisus He Toiapko OCIL vo OCI u JIT B co-
BOKYITHOCTH SIBJISIETCS] ONTUMAIBHON CTpaTeTrhe s JOCTH-
KEHUSI TEHETUIECKH 30POBBIX 3MOPHOHOB. MBI HE MOXEM
yTBEp)KIaTh, 9TO UMEHHO J00aBKka pexoMmOmHanTHOTO JII' B
CTUMYIISILIN TI03BOJIMJIA TIOJNyYHTh 370pOBEIE 3MOpHOHEL. B
HaIIel MpakTUKe 3TO OBUT MEePBBIN MOJOOHBIN KIMHUYIECKIH
ciydait. He Opuii HaliieHB! MyOIMKAaUN ¢ ONICAHUEM BIIH-
sHUS dK30reHHOTOo JII' Ha TeHeTHYeCKUil cTaTyc SMOPHUOHOB.
ITostomy mns Gonee yTBEpAUTENBHBIX BBEIBOJOB O TOM, YTO
KOMIUIEKCHOE JieueHue ¢ npumeHeHueM JII' mossosser mo-
OUTHCS TEHETHYECKH 30POBBIX 3MOPHOHOB, CIEAYET IIPO-
JOJDKUTh KOHTPOJIHMPYEMOE HCCIIENOBAHIE C IPOBENCHHEM
aHanusa [II'T-A, B TOM uucie onucaHue APYrux aHaJIOrMy-
HBIX KIIMHUYECKUX CIIyqaeB.
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LIVE BIRTH OF A GENETICALLY OWN CHILD IN A COUPLE, WHERE THE MALE
PARTNER IS DIAGNOSED WITH RECIPROCAL TRANSLOCATION

B.Zh. Abdilmanova', N.P. Nigmatova', V.N. Shchigolev?
'«Genom-Astana» human reproduction center, Astana, the Republic of Kazakhstan;
2 “Fertimed” Fertility and Genetics Center, Moscow, Russian Federation

Abstract

Relevance: The presented clinical case describes treatment tactics that enabled the birth of a genetically own child in a
married couple with complex anamnesis.

The purpose was to demonstrate successful pregnancy and live birth of genetically own and healthy child in a couple,
where the male partner was diagnosed with reciprocal translocation in the karyotype.

Methods: The paper describes a modification of the treatment used in the two previous stimulation protocols. In particular,
the superovulation was stimulated by recombinant follicle-stimulating hormone (FSH) and luteinizing hormone (LH). Each
IVF program included preimplantation genetic testing for aneuploidy (PGT-A). In total, ten blastocysts were sent for genetic
testing.

Results: This clinical case demonstrates a successful pregnancy and live birth of a genetically own child in the stimulation
protocols with recombinant FSH and LH. Through karyotyping, the male partner was diagnosed with reciprocal translocation
between 6 and 11 chromosomes. Over three IVF attempts, we received ten blastocysts eligible for biopsy and genetic testing.
PGT-A approved two blastocysts for the transfer in controlled ovarian stimulations with FSH and LH. The 2nd frozen embryo
replacement was successful.

Conclusion: For some normogonadotropic women, combining the recombinant FSH with recombinant LH is an optimal
strategy to obtain euploid embryos.

Keywords: IVF, PGT-A, recombinant luteinizing hormone (LH), recombinant follicle-stimulating hormone (FSH).
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KYWEYIHIH KAPHOTHUIIIHAE PEIIUITPOKTHI TPAHCJIOKAIIUSICHI BAP
EPJII 3AVBIITBLIAPIA O©31EPTHIH TEHETUKAJIBIK BAJTACBIHBIH TYBLITYbI.

b.)K. AGaunemanosa', H.I1. Hurmarosa', B.H. Il uroses?
l«['eHoM-Acrana» Anam yprarsiH ep6ity Knmuukacel, Acrana, Kasakcraw;
2«®DeprumMeny Aam yprarbit epoiTy xaoHe [enerrnka Kimunkacer, Mackey, Pecei.

Anjgarna

O3exTiniri: Makanana KIMHUKAIBIK KaFqai sl MBICAIIFa ana OTBIPHIN, KYpAETi aypy Tapuxbl Oap epii-3afBIThUIaPIbIH
TCHETHKAITBIK JKeKe OallaHBIH TYBUTYBIHA KOJ XKETKi3yre MYMKIHIIK OepreH eMIey TAaKTHKACHl CUITaTTalIFaH.

3eprreynin Mmakcarsl — Knuaukansik sxaranaiinarsl OKY OarmapiamanapelHIa peKOMOMHAHTTHI JIFOTEHHIIEYIII TOPMOH
(JIT") men ¢ommmkyn ctumynaeyr ropmoraapas! (OCIY) KongaHy apKBUTBI epili-3aiBIITEUIApAA cay KOHE ©31epiHiH IeHeTH-
KaJIBIK OananapblHbIH TYYBLUTYBI.

Oaicrepi: Makama ga COHFBI €Ki XarTamMaa JKYPri3iireH Mogu(pUKausIIbIK eMIey TOCUTl cHIarTanrad. Atan aWTKaHaa
HayKacKa CYIIepOBYISILISHEI CTUMYJAEY YUIiH pekoMOnHaHTTH JII™ sxone OCT taraibigangsl. Op 6ip DK¥ Garmapmamacs
AHEYTUTONMSIFa UMIDIAHTAINIFa JeiinTi reHeTHKabIK Tectineyai ([II'T-A) xxypri3ymen karap eTti. JKamnms! anranga reHeTH-
KaJbIK TecTineyre 10 6macronucT xibepinmi.

Hotuxenepi: PekomObunantter ®CI” Mer pexomOuHaHTTH JII'-HBI OipiKTipinm KONJaHFaHHAH KEHiH epii-3albIThiIapaa
©3/IepiHiH TeHETUKAIBIK OaJachIHBIH TYBUTYBIMEH COTTi asgkramraHn DKO OarmapramachHBIH Oiperel KIIMHUKANBIK JKaFJaifbl.
Epinix xapuoTumiage 6 xoHe 11 xpomMocoManap apacklHAa PEIUIPOKTH TPAHCIOKAUSIHBI aHBIKTanabl. Y JKY Oarmapia-
MachIH/1a OMOTICHS MEH TeHEeTHKAIBIK TecTineyre skapamasl 10 6macronncTara Ko xerkizinmi. [T T-A 2 sxatblp imiHe TacMmar-
JlayFa YCHIHBIIFAH SMOPHOHIBI aHBIKTAIbl. EKIHII KpHO ITepeHoC OalaHBIH TyHHUETe KeTyiMEH asKTalIbl.

KopsiTeinas: Keiibip xarmatina HopMoronagorpontsl Haykactapra @CI rana emec, consiMeH Katap OCI xome JII
TOCUIAepiMeH BIHTATaHABIPY OapbICHIHIA TEHETUKAIBIK cay SMOPHOHAApFa KO XKETKi3yre OoIambl.

Kinmmi ce30ep: DKY, aneyniouousnza umnianmayusza oetiinei cenemuxanviy mecminey (I1I'T-A), pekombunanmmel aio-
meunodeyuii copmon (JII'), pexomburnarnmmet ghonnuxyn cmumynoeyuii copmor (OCT).
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®duHaHcupoBaHue: /[aHHOE KHCClleJOBaHUE HE UMEET IPAHTOB MJIM CTIOHCOPCKOM MOMOIIU OT KOMMEPUYECKUX KOMITAHUH, JIMI]
WA HEKOMMEPYECKUX OpPTraHU3aIui.
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