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HACTYIUIEHUE BEPEMEHHOCTH IIOCJIE DKO Y CYIIPYI'Y HAIIMEHTA
C HEMO3ANYHON ®OPMOM CUHJIPOMA
KJAMH®EJBTEPA: KIMHUYECKHUUN CJOYUYAU

A.P. Onnac!, P.B. bespykos!, I'M. Kapu6aera!, H.M. JIxxycy6anues', K.A. T'yceitrosa!, M.C. [Ilummmoposa'

Mucruryr Penpoaykrusroit Meautmmb, AnMarst, PecriyGinka Kasaxcran

AHHOTANNA

AxtyanapHocTh: Cunapom KiaitHdensrepa — BpoXIeH-
HOE TeHeTH4Yeckoe 3a0o0JeBaHHEe JIMI MYXKCKOTO IIoyia, 00-
YCIIOBIIGHHOE HaJIMYHEM B MY)KCKOM KapHOTHUIIEC JIOTIOJIHH-
TENFHON omHOW MM Ooiee X-XpOMOCOMBI M OTCYTCTBHEM
CIIepMaTo30HI0B B 3sKynsATe (asoocrepmus). C HosBICHUEM
BCIIOMOTATENBHBIX PENPONyKTHBHEIX TexHonoruit (BPT) u
BHEJPEHHEM B YPOJIOTMH MHKPOXHUPYPTHUECKHX OIepanui,
TaKUX KaK MUKPOJHMCCEKINS CEMEHHUKOB 1 U3BJICYCHHUE CTIEp-
Maro3ounoB (microdissection testicular sperm extraction,
micro-TESE), nocrmxenne 6epeMeHHOCTH M POXICHHE pe-
OeHKa CTaJo JOCTYHHO Ui JaHHOW KaTerOpHH IalMEeHTOB.
[To maHHBIM JIUTEPATYPHI, TPOLIEHT POXKAEHHS 3I0POBBIX -
Te y TaKWX MalMeHTOB cocTasisieT 28% 1o mupy, a odiee
ux gucno yxe 6omee 300. B Kazaxcrane mompoOHbIe cirydan
paHee He OBUIM OIMCAHBI B JINTEPATypE.

Heap ncciaenoBanus - NPeICTaBUTh KIMHUYECKUH CITy-
yaii HacTyruieHus 6epemenHocTr nociae KO y cynpyru ma-
[IUeHTa C HeMo3andHOH Gopmoii cuanpoma Knaitadensrepa.

Meronbi: B crarbe omucaH KIMHUYECKHH ciy4ail Io-
CTHXEHH OepeMEHHOCTH METOAOM JSKCTPAaKOPIIOPAILHOTO
OIUIO/IOTBOPEHHS/ HHTPAUTOIIIa3MAaTHIE€ CKOI WHBEKINN
cnepmarozonga OKO/MKCU ¢ mpoBexeHHeM IperMILIAH-
TAIlMOHHOTO TEHETHYECKOr0 TECTUPOBAHMS AaHEYIUIOWANU
(IIT'T-A) MeTomOM CpaBHHUTEIEHOW TEHOMHOW THOPHIM3AINN
(array-CGH) y cynpyrn nanmenra ¢ HeMo3an4HOH (hopmoid
cunnpoma Knaitadensrepa.

Pe3yabrarel: Ha MOMEHT mojadu craThl y CyIpyTH Ia-
[IUeHTa ¢ HeMo3andHou (opmoit curnpoma Knaitadensrepa
OepeMEeHHOCTh MaTO4HAs, OJHOIUIOAHAs, HMPOTPECCHPYET H
coctasisiet 30-31 akymepckux HeAeb.

3akmiouenne: CraHosieHue u passurue BPT, BHenpenue
micro-TESE B ypomoruu qaét BO3MOXHOCTH MAIIIEHTaM C Te-
HETHYeCKUM 3aboneBanneM cuHapoMm KiaitHdensrepa crarp
O6uonornyecknuMu oTHaMHu. KOMITIEKCHBIM MOIXO0A, BKIIIOYA-
10yl B ce0si COBPEMEHHYI0 MHUKPOXHMPYPIHIO, YCOBEpIICH-
CTBOBaHHYIO TexHoiornto BPT wu mnpeumruianramyoHHoe
TeHETHYECKOe TECTHPOBaHUE, Hapsiay ¢ ONaronpusTHBIM pe-
MPOAYKTHBHBIM BO3PacTOM MalME€HTOB IPUBEIH K yCIEIIHO-
My HacTyIuieHHIo 6epemeHHocTH B iporpamme JKO y mapsr
C TaKUM TSDKEJBIM MYXCKUM (aKTOpoM OecIuronus, Kak CHH-
npom KnaitHpensrepa. s nanpHEHIIEro U3ydeHus JaHHOM
TEMbl HEOOXOIMMO NPONODKUTE HAONIONCHNE 32 Pa3BUTHEM
OGepeMEHHOCTH U HOCIEAYIONMM POXICHHEM peOeHKa y Cy-
MPYTH MAIEeHTa ¢ HeMO3andHoU Gopmoii cuHapoma KiraitH-
(henpTepa.

Knroueswvie cnoea: nemoszauunas gopma cunopoma Kaii-
npenomepa (CK), 6epemenHoCmb, KCMPAKOPNOPALbHOE
onnooomeopenue (OKO), unmpayumonnasmamuieckas utb-
exyus cnepmamosouda (UKCH), azoocnepmus, unep2oHaoo-
MPONHBLI 2UNOLOHAOUSM.

Beenenne: Cungpom Kiaitnpensrepa (CK) — BpoxaeH-
HOE TeHEeTHYeCKoe 3a00JeBaHUE JIUI MY)KCKOTO Iona, o0y-
CJIOBJIEHHOE HAJIUIHEM B MY>KCKOM KapHOTHIIE JOTIOIHUTEIb-
HON oxHOHM mm Gomee X-xpomocoMmsl [1]. B 90% ciyuaes
grciao xpoMocoM coctaBisieT 47 XXY, B OCTaNbHBIX CITy-
Jasgx MO3aMIU3M BCTPEYACTCS B PA3TUYHBIX COOTHOIIECHHAX
46 XY/47 XXY. Hapymenue guciia XpoMocoM 00yCIIOBIEHO
HX HepacxoXIeHHeM JHOO0 MpH JeNieHHH Meiio3a Ha paHHeH
CTaJUM Pa3BUTHA 3apOJBIIICBOI KICTKH, THOO MPH MUTOTHU-
YECKOM JICJICHUH KIIETOK Ha Ha4yaJbHOM 3Talle Pa3BUTHA M-
OpuoHa [2].

[Ipennomaraemas yacrora CK cocrapnser npumepHo 1 Ha
660 MaJPYMKOB, POXKICHHBIX XUBBIMH, 4TO cocraBmsieT 0,1-
0,2% Bcex mpeacraBuTeneil Myskckoi momynsamuu [3]. an-
HBI BHJI TTATOJIOTHH OKa3bIBaeTCs HambOoiee gacTton popmoit
MYXCKOTO THIIOTOHaIu3Ma, u B 11% ciryuaes HaOmogaercs y
MIAIIEHTOB C HEOOCTPYKTHBHOM (hopmoii azoocniepmun [4, 5].

C 2014 o 2021 rr. B acturyte PenponykTuBHoit Memu-
uuHbl, AnMartsl, Pecrrybnmka Kazaxcran (MPM) G0 mpoBe-
IeHo 8364 mponeayp IUTOTeHETHYECKOTO KapHOTHITHPOBAHIS
JIUI] MY’KCKOTO ToJ1a, 3 HUX y 118 gemoBek ObLT 0OHApY)KEH
CK, uro cocraBmio 1,4%. IIpn 3ToM Hemo3anyHble (HOpPMBI
CK 6butH BeIsIBIICHEI B 92,4% ciy4aeB, 9TO HOIHOCTHIO COIIO-
CTaBUMO C JaHHBIMH JIUTEPATYPHI [6].

CTaHOBIICHHE U Pa3BUTHE BCIIOMOTATENIFHBIX PETMPOLYK-
TUBHBIX TEXHOJIOTHH, a TaKKe BHEAPEHNE MUKPOXHPYpPIrHUe-
CKHX TEXHOJIOTHUH, TAKMX KaK MHKPOANUCCEKIUS CEMEHHHKOB
1 W3BJCUYCHHE CIepMaro3ouaoB (microdissection testicular
sperm extraction, micro-TESE), B yponorun namxo Bo3MOX-
HocTh narenTam ¢ CK crats OMOIOTHYECKMMH OTIIAMHU.

Tak, mo mEeHHI0 OZer U 1Ip., CIePMaTO30UIbl MOTYT OBITh
BBIABJIEHBI B 16-69% ciydaeB y MalMEeHTOB C HEMO3aMYHOM
¢dopmoit CK, a BEpOosITHOCTh POXKACHHUS 3I0POBOTO pedeHKa
nocruraet o Mupy 28% [7].

C 2015 romga 8 UPM 6puta BemonHeHa 501 omepariust
micro-TESE, B Tom uncne B 16 (3.2%) ciy4asx — y marueH-
TOB ¢ Hemo3andHoi Gopmoii CK. B pesynbrare mpoBeieHHOTO
XMPYPrUYEeCKOTO BMEIIATENbCTBA CHEPMATO30MAbl OBLIN 00-
HapyxeHbl y 6 (37,5%) M, 4T0 KoppenupyeT ¢ JaHHBIMHU JIUTe-

parypsI (pucyHok 1).
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Pucynok 1 — lanasie TPM no nposeneruto onepanuii micro-TESE: Bcero nmposeaena 501 onepars,
u3 HUX 16 — pyn Haymmumnu CK; criepMaTo30uap! HAlACHH B 6 CITydasx

[TepBbie co0OIIEHHS O POXKACHUH 3IOPOBBIX JAETEH MOSBHU-
nuck B 1998 roay [8]. [lo nanusiM Corona u Jip., HACUUTHIBA-
J0¢h yxe 0osee 200 3M10pOBBIX AETEH, pOXKACHHBIX Oaronaps
micro-TESE [9]. Ha ceronusamnuii 1eHb MO JaHHBIM JIUTE-
parypsl 3adpukcupoBaHo 6onee 300 3M0pPOBBIX MJIaJEHIEB OT
ormos ¢ CK [10].

Heanb uccjienoBaHus - MPEICTaBUTh KIMHUYECKUH CITy-
Yaii HaCTYIUIEHHs OEpPEMEHHOCTH Y CyNpyrd MalueHTa ¢ He-
Mo3anyHoi popmoit CK.

Marepuansl u Metoambi: B crarbe onucan KIMHUYECKAN
cilyyail JOCTHXKEHHsS OEpeMEHHOCTH METOIIOM JKCTpaKop-
MOPAJIEHOTO  OIJIOAOTBOPEHUS], WHTPAIUTOIIa3MaTHIECKON
unbeknuu cnepmarozouna IKO/MKCHU ¢ mposeneHueM mpe-
HUMIUIAaHTAllMOHHOTO T€HETHYECKOTO TECTUPOBAHUS aHEYILIO-
nanu (III'T-A) MeTonoM CpaBHHUTENHHOW T'€HOMHOW THOpH-
nuzanuu (array-CGH) y cynpyru manueHTa ¢ HEeMO3auyHOM
dhopmoii CK.

[Mament JK. 23 neT u ero cympyra namuenTka A. 22 et
obparnuch B MHCTUTYT PenponykTuBHONW MequIUHbI B sTH-
Bape 2021 r. ¢ xanobaMu Ha OTCYTCTBHE OEPEMEHHOCTH TPH
peryisipHON TIOJIOBOH KHM3HM 0O€3 HUCIOJb30BaHUSI KOHTpa-
LENTHUBHBIX CPEJICTB B TeueHue | roxa.

U3 anamneza nayuenma JK.: ocoOEHHOCTEW TOJIOBOTO
Pa3BUTHS B CPAaBHEHHH CO CBEPCTHHKAMH OTMEYEHO He OBLIO.
BriepBbie 0Oparuiicst K ypoJiory o MecTy )KUTeJIbCTBA B BO3-
pacte 16 yet mo moBomy OoJieit ¢ JICBOW CTOPOHBI MOIIOHKH.
BrImonHeHO omepaTHBHOE J€YeHHE BapHKOLeNe ciieBa IO
VBannceBudy. AHaIN3 CIIEpMOTpaMMbI U IIUTOTCHETHUECKOE
KapHOTHUIIUPOBaHHE HE NpoBoAWIMCh. B Bo3pacre 19 jer
BriepBble oOparmics B UPM c sxano6aMu Ha peruuB Ooei ¢
JIEBOW CTOPOHBI MOILIOHKH.

IIpu nepsuunoM ocmotpe: Poct 180 cM, Bec — 92 kT, uH-
Jekc Maccel Tena — 28,4. TenocnoxxeHHe — €BHYXOBHIHOE.
OBoJioceHue Ha JIHIe, TPYIH, KHUBOTE — CKyaHoe. JIoOkoBoe
OBOJIOCEHHE T10 JKEHCKOMY THITy, cKyaHoe. [lomoBoil uieH u
SIMYKU HECKOJIBKO YMEHBIIEeHH B pa3Mepe. [lpumgatku sudex
He M3MeHEeHbI, 0e300s1e3HeHHbIe IPH nanbnanui. CeMsBbIHO-
CAIIMe MPOTOKU MaIBIIUPYIOTCA Ha BCEM MPOTSHKEHUU. BeHsl
T'PO3/IEBUAHOTO CIUIETEHHs PACIIMPEHBI CeBa 10 HMXKHETO
TIOJTIOCA STMUKA, Pe(ITIOKC MOJIOKUTEIbHBIN. HapykHOe oTBep-

CTHE ypEeTphl HE THIIEPEMHUPOBAHO, BBIZICICHUN HET.

[Ipu ynasrpa3BykoBoM uccienoBanuu (Y3M) opraHos mMo-
LIIOHKH BBISBJICHO: TUNIOIUIA3usl su4eK (00beM IpaBoro suy-
ka — 1,9 cM?, neBoro simuka — 2,3 ¢cM?*), BEHBI TPO3JIEBUTHOTO
cruleTeHus pacuupess! 10 0,3 cM, mpu Jomiep-CKaHupOBa-
HuH — pedurtokc nonoxutensHbIA. [1o pesynsraram aBykpar-
HOTO aHaJIN3a dSKYJISTa BEICTABIEH IUArHO3 «a300CHEePMHUsy.

JlaHHBIE TOPMOHAIIBHOTO MCCIENOBaHUS: (OIITHKYIOCTHU-
mynupytomii ropmoH (PCIY) — 39 ME/n (nopma 1-10 ME/n),
motenHnsupyroumid ropmon (JII) — 14 ME/n (nopma 1-13
ME/n), Tectoctepon 2,0 HM/it (Hopma 12-30 HM/n).

C y4eToM JIaHHBIX OCMOTpPA U MOJYYEHHBIX PE3ylbTaToB
ananm3a kposH (moBbimenue yposHs O@CI™ u JII') 6putn ocHO-
BaHus npexnonarate Haguuue CK, B CBA3M C 4eM MaIUECHTY
OBUIO PEKOMEHIOBAHO MPOBEAEHHE ITUTOICHETHYECKOrO HC-
ClIeZIOBaHMS KapHOTHUIIA.

ITo pe3ynpratamM KapHOTHIIMPOBAHUS BHISBIEHA HEMO3a-
nunas ¢opma CK (47 XXY). Ha ocHOBaHMM KIMHHUYECKOM
KapTHHBI U IaHHBIX 00cie10Banust (KapHOTHITMPOBAHKE, TOp-
MOHAJILHOE W YJBTPa3ByKOBOE 00CieNOBaHUE) ObLI BBHICTAB-
JIeH Auarfo3 «[ MmeproHagoTpONHbIA THIOTOHAIU3M. A300-
cnepmust. Cunapom Knaitndensrepa (47 XXY). Bapukorene
CJIeBa, PELIUIIHBY.

VYuuTeIBask 60JIEBOM CHHAPOM, OTCYTCTBHE CYNPYKECKHX
OTHOIIIEHNH, PENPOAYKTUBHBIX IIJIAHOB BBIMOJIHEHA MHKPO-
XHpYpTrudecKkoe ycTpaHeHHe BapHKoIlene cieBa o Mapmapy
(OT mpeIoKeHHOM OTHOMOMEHTHOW OMOTICUH SIMYKA MAI[HEHT
BO3JIEpIKAIICH).

[ocne Berymnenust B Opak mamueHTy B oktsiope 2020 r.
MpOBEZICHa MHKPOXUpPYpruueckas OWOICHs JIEBOTO SHYKa
micro-TESE ¢ nuarHocTuyeckoil 11eibio, B pe3ysIbTare KOTo-
poii 0OHapyKEeHbI EMUHUYHBIE MaJIONIOABH)KHBIE CIIEPMAaTO30-
uzpl. BeioHeHa KPHOKOHCEpBaIUsl MaTeprana, peKOMEeH 10-
BaHo npoBeneHue nmporpammbl DKO/MKCHU ¢ TIT'T-A.

H3 anamnesa nayuenmku A.: OTMEUYaeTCs CHIKEHUE
OBapHAJILHOTO pe3epBa. AHTUMIOIIIIEPOB TOPMOH — 1,06 HI/MIT
nipu HopMme ot 2,0-6,0 Hr/mi. Yucno aHTpaibHBIX (QOJUTUKY-
soB tipu Y3 Ha mepBUYHOM TipueMe — 7-8 B 000UX SUYHH-
kax. Ha ocHOBaHMHM JaHHBIX OCMOTpa, Y3U opraHoB Mayioro
Taza U Pe3y/bTaTOB aHAIN30B BBICTABJIEH JUAarHo3: OecIuio-




7

Cnyuaii uz npaxmuxu

ol Mdd
A

4(49) 2021

w0807,

$

Jiie epBHUYHOE, MYXCKOM (akTop. CHIDKEHUE OBAPHAIBHOTO
pesepsa.

B ¢erpane 2021r B xiuauke IPM npoBeneHo jcucHMe
merogom OKO/MKCU. B pesynbrate TpaHCBarnHaJbHOM
MYHKIUW SIMYHUKOB IIOCIE CTHUMYJISALUH CYIEPOBYJSILIMU B
JUIMHHOM TIPOTOKOJIE C aTOHUCTaMH TOHAJI0TPOITHH-PUIIN3UHT
TOPMOHA Y MAllMEHTKU A. IONYUYSHO YEThIPE OOIMT-KYMYJTFOC-
HBIX KOMITIEKCa 0€3 KaKUX-TH00 0COOCHHOCTEH.

Jlnist OLIeHKH 3penocTH M KauyecTBa OOLMTOB IIEepei Mpo-
BE/ICHUEM OIUIOZIOTBOPEHNSI, IIPOBENICHA JICHYNAIMs KIETOK
KyMYJIIOCa M JIyYUCTOTO BEHIIa C MCIOJIb30BaHHEM pacTBOpa
ruajgypoHuiasel. B pesynbrare 0OpabOTKM TMOJMYYEHBI TPU
3penbix oonwuta (craaus meradassl I, MII) u omuH oonuT B
CTaJ1M TePMHUHAIILHOTO BE3UKYJIa.

s ommonorBopenust meroqom MKCHU Obuia BeIMON-
HEHa pa3Mopo3ka OuoricuitHoro marepuana ot 2020r, ogHa-
KO, HAJWYM€ HEMOIBMKHBIX EIUHUYHBIX CIEPMATO30HUJIOB
MOBJICKJIO IOBTOPHYIO MHUKPOXHUPYPTUYECKYI0 OHOIICHIO Tpa-
BOTO SIMYKA, B PE3YyJIBTAaTe KOTOPOil OOHAPYKEHBI CANHHUYHBIC

S
Doy

MaJIOTIOABHKHBIE CIIEPMATO30U/IbI.

KauecTBO OIIONOTBOPEHHSI OL[EHUBAJIOCH 110 KOJIUYECTBY
00pa30BaBIINXCS POHYKJICYCOB U TOJISIPHBIX TEJ B OOLUTAX
yepe3 16 9acoB mocie OrIoA0TBOPEHUs. Y BCEX TPEX OOIH-
TOB BH3YyaJIM3UPOBAJIOCh HOPMAaJbHOE OILIOIOTBOPEHUE (Ba
MPOHYKJIEyca U JIBa MOJISIPHBIX Tena). KynbTHuBUpOBaHHE dM-
OpHOHOB in Vitro MPOBOAMIIN COIIACHO CTAHAAPTY OIepalu-
oHHBIX mporeayp naboparopuu (COIT) B omHOCTYneH4aTOM
kynbrypanbHoit cpene (Irvine Scientific, CIIIA) B TeyeHue
6-TH CyTOK.

OrieHka SMOPHOHOB ITPOBOIUIIACH HA S5-H M 6-i1 THU KyIib-
TUBHpOBaHMs. Ha 5 cyTku ObUIM MOJy4eHbI 1BE OJaCTOLHCTHI
— BL2BC, BL1 (mo cucreme knaccuduranuu [apanepa). B
JIaNIbHENIIIeM OBbLIO MPUHSTO PEIICHUE O MPOJUICHUN KYJIBTH-
BUPOBaHUsI SMOPHOHOB N0 6-TH CyTOK. B pesynbrare ObuIO
MOJy4eHO 2 OSKCHAaHAMPOBAHHBIE OJACTOLMCTHI, MOJXO/s-
e Juisi npoBeneHus Ouoncun (pucyHok 2A, b) — SBC(A),
4BB(bB), TpeTnii SMOPHOH OCTAaHOBWJICSA B Pa3BUTHH Ha CTa-
MU TPOOJICHUS.

PrcyHOK 2 — DKCIaHIMPOBaHHBIEC OIACTOUCTHI 6-TO JHS HA MOMEHT IpoBeaeHus ouorcun TI: A — 5BC;
b — 4BB (xmaccudukanus o I'aparaepy) (dpoto madoparopun BPT, UPM)

IToce mpoBeaenus 6uoncuu TD fABe 07IaCTOMUCTHI OBLITH 3aMOPOXKEHBI C HCIIOIB30BaHHEM MeTona BuTpudukaiuu (Kitazato

Corporation, SImonus) [11].

[IpeuMInIaHTalMOHHOE TEHETUYECKOE MCCIIe0BaHue poBoamioch MeroaoM array-CGH na rutardopme Agilent ¢ ucronb-
30BaHUEM IporpaMMHoOro odecrnedenus. [1o pesysbraram uccienoBanus 06a IMOpHOHA ObLIH PU3HAHBI SYTUIOMHBIMU U PEKO-

MCEHJOBAaHHBIMHU K IIEPEHOCY.
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Pucynok 3 — Pesynbrar reHetuueckoro TectupoBanus array-CGH smOpuona b, pekoMeH10BaHOTO K EPEHOCY




Wy,
2

7.

4(49) 2021

080,

Cryuaii uz npaxmuxu

(TN

S
ToponeS

N

DyIutouHbIA dMOpHOH (pUCYHOK 3) Obu1 pasmopokeH B coorBercTBUH ¢ COII maboparopuu (Kitazato, SImoHus) u coycTs
2 yaca YCIIEUIHO IepeHeceH B MoJOoCTh MaTku karerepoM (Labotect, ['epmaHus) B COOTBETCTBYIOLIMH JA€Hb MEHCTPYaJIbHOTO
LUKJIA.

Ha 14 nenp nocie smOproTpaHchepa B KpOBH MAIIMEHTKH BBIABICHO coaepxkanue B-uX[ B konrentpauuu 2849 ME/n, a Ha
29 neHb mocIe NepeHoca B MOJIOCTH MaTKU MeTofioM Y 3M opraHoB Majioro Tasa BU3yalH3MPOBAaHO | IUIOTHOE AHII0, COOTBET-
CTByMOLIEE 5-6 aKylIEpCKUM HEAEIsIM OepeMEHHOCTH.

Pesyabrarsi:

Ha nary myOnukanuu crarbi OepeMEHHOCTh MaTOYHas1, OHOILTOAHAS, POrpeccupyeT u coctanisieT 30-31 akyiepekast Hemens.

Tabnuua 1 - BpemeHHas mikana KIIMHAYECKOTO CITydast

Jara CoObiTHE

01.2021r Cympyxeckas mapa oopatuiucs B KIIMHIKY TPM

02.03.2021r TpancBaruHaybHasK MyHKIMS , MUKpOXUpyprudeckas ouorcus sudek (micro-TESE)

08.03.2021r Buoncus kiaeTok TpodOoIKTONEPMBI IS POBEACHUS MPEUMILIAHTAIIMOHHOTO TeHETUIECKOTO UCCIIeI0BA-

Hus metoaoM array-CGH
31.05.2021r DMbpuorpanchep

14.06.2021r Amnanus kpoeu XI'H
29.06.2021r Y31 OMT, cpok maTouHOIl GepeMeHHOCTH 5-6 Heenb
23.12.2021r Cpok 6epemenHoctr 31-32 Henenu

Oobcy:xkaenue:

B crarbe npencrasieH, BEpOSTHO, MEPBbI KIMHUYECKUN CIydail HaCTyIuleHus] OepeMeHHocTH mocne nporpammbl MKCU ¢
Hemo3anuHoi ¢opmoii CK B Kazaxcrane, y manuenToB, npoxoauBuux jedenue B8 UPM. CornacHo pesynbraram IpOoBeJeHHOTO
uccnenosanus, 92,4% nuarsoctupoBanHbiX nanueHToB ¢ CK nmeror Hemo3zanunyro ¢opmy CK, 4To comnocTaBUMo ¢ TaHHBIMU
Hay4HOM JINTEPATypBI.

B pesynbrare mpoBEAEHHOTO XHPyprudeckoro BmernareabctBa micro-TESE ObIT TOCTUTHYT BBICOKUH IOKAa3arellb 4acTOTHI
obHapyxeHus criepMaTo30u10B y nanueHToB ¢ CK — 37,5%, uto koppenupyer ¢ JaHHBIMHU aJlbTepHATHBHBIX UccienoBanuii [12].

3aknroueHne:

Pa3BuTHE B ypOJIOTHH TaKMX MHUKPOXHPYPTHUECKUX TeXHooruit, kak micro-TESE, a Taxke coBeplIeHCTBOBaHHUE IPEUMILIAH-
TAIIMOHHOTO TeHETHYECKOTO TECTHPOBaHHMs pH TpoBeaeHnu porpamm BPT narot BosmoxkHocTh nanmentam ¢ CK crars Gronoru-
YECKUMU OTLIAMU F€HETUUECKHU 3[0POBBIX IETEH.

KommekcHBIN Moaxos, BKIIOYAIONMHA B ce0sl COBPEMEHHYI0O MUKPOXHUPYPIHIO, YCOBEPIIEHCTBOBaHHYO TexHosoruio BPT u
MPEUMILIAHTAI[HOHHOE TeHETHUECKOE TECTUPOBAHKE, HAPSIY C ONIAroNpUsSTHBIM PENIPOAYKTUBHBIM BO3PACTOM IMAIIUEHTOB IIPUBE-
JM K YCIEIIHOMY HACTyIUIeHHIO OepeMeHHOCTH B nporpamme DKO y mapel ¢ TakuM TSDKEJIBIM MYXCKHM (akTopoM Oecruioaus,
kak cuHapoM Kumaitndenprepa. st maipHEHIero n3ydeHus JaHHOH TeMbl HEOOXOMUMO HPOJOIKUATH HAOTIONCHHE 33 Pa3BUTHEM
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KJIAWH®EJBTEP CHHAPOMBIHBIH MO3ANKAJIBIK EMEC TYPI BAP HAIIMEHTTIH
OWEJTHAEIT DKO-JAH KEWUIHTT )KYKTLIIK: KINHUKAJBIK KAFJAN

A.P. Onnac', P.B. bespykos', ['M. Kapu6aera', H.M. [Ixxycybanues', K.A. I'yceitnopa', M.C. Lllummmoposa'

"PerrponykruBTik Memunnaa MHCTUTYThI, AJIMaThl Kanacel, Kasakcran PecryOnukacsl

AHHOTAIUA

Ozexrisiri: Knalindensrep cHHAPOMBI — epKEKTEp/IiH KApHOTHITIHE KOCchIMINa 0ip Hemece OipHere X-XpoMocoMaap/pIH 00-
JIybIHA YKOHE DSIKYJIATTa CIIepMaTO30MATapAbIH OoIMaybIHa (a300crepMust) OaiiIaHbICThI ep anamaap/aa Tya OITKEeH FeHETHKAIIBIK aypy.
Kocanxs! penpomykruptik Texaonormsiap (KPT) 6armapiamanapsr matina OorFaHHAH )KOHE YPOJIOTHS/IA aTAITBIK O€3/1i MUKPOINCEK-
UsIIay JKOHE criepMaTo3onaTapabl amy (microdissection testicular sperm extraction, micro-TESE) MUKpOXHpYyprHsUIBIK OTleparisi-
JIap/Ibl CHI3TeHHEH KeHiH JKYKTLTIK eH OocaHyFa KOJ JKETKi3y OChl CaHATTaFbl MAIUEHTTED YIIiH KOJDKETIMAI OOMIbl. OnedouerTep
OolibIHIITa MYH Al TAIIMEHTTEP/IEe TYHUETe KeNreH AeHi cay Oasianap/IbH Maibi3bl TyHUE xKY3iHae 28% Kypai/ibl, aj onap/IbIH sKajlIibl
canbl KazipmiH e3iHae 300-meH acansl. Kazakcranna MyHziaii skaraaiiiap OypsIH oieOHeTTep/Ie CHITaTTaIMaraH.

Maxkcarsr: KiaitHdensrep cHHIPOMBIHBIH MO3anKaJIbIK eMec TYpi 0ap nanueHTTiH okemninne DKO-man KeiiHri )KYKTUTIKTIH KITH-
HHKAJIBIK YKaFafbIH YCHIHY.

Onictep: Makamana KiaifHpensrep CHHIPOMBIHBIH MO3aHKAIBIK eMeC TYPi Oap HMaIMeHTTiH SieiH/Ie CaabICTRIPMAaIbl TCHOM/IBIK,
rubpuansanus (array-CGH) omiciMer aHeyuionusiFa peUMITIaHTAMSUTBIK TeHeTHKaIK TecTiney (I1I'T-A) *xyprizymeH skcTpa-
KOPIIOPAJIBI YPBIKTAHIBIPY, HHTPAIUTOILIa3MANIBIK 1119yeT HHbeKIACH DKY/MKCU apKpuibl KYKTUTIKKE KOJ YKETKI3YIIH KIHHAKA-
JIBIK YKaFTalbl CUTIATTAIIIBL, 9ficOueTTep e cunarraiFan, Oy Kazakcranaa OipiHii xkaraail 00ybsl MyMKiH.

Hoatmkenep: Makana >xapusiianrad KyHi, KialiHdensTep cHHIPOMBIHBIH MO3aHKaIBIK eMeC Typi 0ap ManueHTTiH SieniHe sxa-
TBIP JKYKTLTIri 6ap, 6ip YPHIKTHL, JaMbiFaH skoHe 30-31 aKymiepInik anTtaHbl Kypaiis!.

Kopbitbinabi: KPT KanbmracTeIpy skoHE OaMbITy, yposorusira micro-TESE enrisy KimaiiHgenprep reHeTHKAIBIK aypy CHHAPOMBI
Oap marpeHTTepre OMONOTHSIIBIK oKe OOyFa MYMKIHAIK Oepmi. 3amMaHayn MUKPOXHPYPrusHbl, 036IK ART >xoHe MMITIaHTamus aj-
JIBIHZAFbl TCHETHKAJIBIK TECTUICY, COHalH-aK CepPIKTeCTep/IiH KONAIIbI PENPOIyKTHBTI KaChIH KAMTUTHIH MHTETPAIUsUIAHFaH TOCII
Knaiirdensrep cHHIPOMBI CHSKTHI aybIp ep Oemeyii 6ap sxynra DKY OarmapiaMachkiHia COTTI )KYKTUTIKKE oKeni. OChI TAKBIPHIITHI
ozaH api 3eprrey yuuiH KnaitHpenbrep cHHIPOMBIHBIH MO3aHKaJIbIK eMeC TYpi 0ap HAayKacTBIH SHENiHJIE JKYKTUIK TIeH OocaHy/IbIH
JaMybIH OaKbLIay/Ibl JKaTFacThIPY KaXKeT.

Tyuinoi co3oep: mozauxansix emec Kuavinghenvmep cuHOpombl, HCYKMINiK, IKCMpakopnopaiovi ¥pvikmarovipy (OK¥), unmpayu-
monnazmanvly wayem unvexyuscol (MKCH), azoocnepmus, 2unepeonadomponmuli 2UNO2OHAOUM.
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ONGOING PREGNANCY RESULTED FROM A PATIENT WITH NONMOSAIC
KLINEFELTER SYNDROME AFTER IVF PROGRAM: A CLINICAL CASE
A.R. Onlas!, R.V. Bezrukov', G.M. Karibaeva', N.M. Dzhusubaliev', K.A. Guseinova', M.S. Shishimorova'

nstitute of Reproductive Medicine, Almaty, the Republic of Kazakhstan

Abstract

Relevance: Klinefelter syndrome is a congenital genetic disease in males due to an additional one or more X chromosomes in
the karyotype and is characterized by the absence of sperm in the ejaculate (azoospermia). With the advent of assisted reproductive
technologies and the introduction of microsurgical operations such as microdissection testicular sperm extraction (micro-TESE),
pregnancy has become more accessible for this category of patients. According to the literature data, the percentage of healthy children
born from patients with the Klinefelter syndrome reaches 28% worldwide, and the total number of live birth cases has exceeded 300.
In Kazakhstan, such cases have not been previously reported in scientific literature.

The purpose was to present a clinical case of pregnancy resulting from a patient with the nonmosaic Klinefelter syndrome after
the IVF program.

Methods: The article describes a clinical case of a successful conception from a man with nonmosaic Klinefelter syndrome after
in-vitro fertilization by intracytoplasmic sperm injection (IVF/ICSI) method with subsequent preimplantation genetic testing of embryo
aneuploidy (PGT-A) through comparative genomic hybridization (array-CGH).

Results: By the date of publication of the manuscript, the wife of a patient with nonmosaic Klinefelter syndrome has a developing
uterine singleton pregnancy for 30-31 obstetric weeks.

Conclusion: The development of assisted reproductive technologies, the introduction of micro-TESE in urology made it possible
for a patient with a genetic disease such as Klinefelter syndrome to become a biological father. A complex approach, including modern
microsurgery, improved ART technology, and preimplantation genetic testing, along with a favorable reproductive age of patients,
resulted in a successful pregnancy outcome after IVF program in a couple with a severe male factor of infertility such as Klinefelter’s
syndrome. Further study of this topic requires continued monitoring of pregnancy development and the subsequent child delivery from
the patient with a nonmosaic form of Klinefelter’s syndrome.

Keywords: nonmosaic Klinefelter syndrome, pregnancy, in vitro fertilization (IVF), intracytoplasmic sperm injection (ICSI),
azoospermia, hypergonadotropic hypogonadism.
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