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MpeomeToM ucCnefoBaHUA MeOULUHCKON reHeTu-
KU ABAAOTCA HaC/eACTBEHHblE W BPOXAEHHbIE 3a-
6oneBaHuA, aTakXKe reHeTMYecKasa COCTaBRAKOLLAA
mynbTudakTopmnanbHon natonorum. CnogobHbIMK
3aboneBaHNAMY B MPaKTUYECKON AeATENbHOCTY CTan-
KnBaeTca Bpay nobol cneumanmsaumm. Ocoboe me-
CTO reHeTUYecKme acneKkTbl 3aHUMalOT B aKylLlepcTBe
N TMHEKONOrNN, MOCKOMbKY HapylleHre penpoayk-
TUBHOrO 30POBbA B ONpeAesIeHHOM NPOLEHTe Ciy-
yaeB 00OYCNOBMEHO M3MEHEHMEM HacCneACTBEHHOrO
maTepurana unu y cammx Cynpyros, Uiv y noTOMCTBa.

OpgHowm u3 BeoywWwmnX NPUYUH HanpasieHUA NauuneH-
TOB aKylepaMu-TMHEKOJIOraMN Ha MeQUKO-reHeTu-
yeckoe KOHCYNbTMpPOBaHME SABNAETCA HapylleHne
penpoayKTMBHOW YHKUMM B Cynpy>KeCcKon nape:
nepBrYHOe becnnogmne, NpMBbIYHOE HEBbIHALLVIBaHNE
6epeMeHHOCTN, yKasaHWe B aHaMHe3e Ha Hanunuue
BPOXAEeHHbIX NopokoB pa3sutua (BIP) y nnoga. JaH-
HbIM CEMbAM NMOKa3aHO NPOBefeHMe onpeaeneHHOro
Komnnekca ob6cnenoBaHmsa C NPUMEHEHMEM LUTOre-
HETUYECKMX U MOJNEKYIAPHO-TeHETUYECKNX MEeTOLOB
ONA ANarHOCTUKN NPUYUH HapyLeHWA penpoayKumnm
W peLleHns BONpPoca O BO3MOXKHOCTU ETOPOXKAEHNA,
a TakXe 0 BblOOpe TaKTUKN NNaHUPOBAHWSA 1 BEAEHMWSA
nocnegyouien 6epeMeHHOCTN.

B HacToAwwee BpemA B DIBY «MBaHOBCKMI Hay4YHO-MC-
CnefoBaTeNibCKUN UHCTUTYT MaTepUHCTBA M AeTCTBa
umeHwu B. H. TopoakoBa» MunH3gpaBa Poccnn cembam
C HapyLUEeHHOWN penpopyKTUBHOW GQYHKUMER npo-

BOAOMTCA UCCNefoBaHMe KapuoTuna KacCuyeckum
UMTOreHeTMYeCKMM MEeTOAOM  C UCMOJSIb30BaHNEM
MeToauKkn anddepeHLmanbHOM OKpPackm XPOMOCOM,
a TaKXe pAg MONeKyNAPHO-TeHeTUYECKMX NCCreoBa-
HWI, @ UMeHHO, TecTupoBaHue: AZF-nokyca Y xpomo-
COMbI; FEHOB CUCTEMbl FeMOCTasa M reHOB, KOHTPOU-
PYIOLLMX TOHYC COCYQUCTON CTEHKU; reHoB GponaTHOro
umkna; reHoB cuctembl HLA 1l knacca (DRB1, DQAT1,
DQB1).

bazoBbiM 06CnefoBaHNEM, KOTOPOE MOKa3aHO BCEM
CEMbAM C HapyLUEHHbIM AETOPOXAEHUEM, ABNAETCA
KapuoTUNMPOBaHMe — NCCriefoBaHNe XPOMOCOMHOIo
Habopa, KOTOPbIN XapakTepusyeTcsa YNCIIOM U CTPOe-
HMEM XPOMOCOM. YncneHHble aHOManuu, KoTopble
MOTYT ObITb BbIIBNEHbI B CEMbSAX, MaHNPYOLWKX Ae-
TOPOXKAEHWe, 3aTParnBaloT TONbKO MOJIOBblE XPOMO-
combl (45X - cuHpgpom LlepeweBckoro — TepHepa
(CLUT); 47 XXX - cungpom nonu-X; 47, XXY — cuHapom
KnanHdenotepa (CK); 47,XYY - cnHgpom nonu-Y)
W NPUBOAAT K HapyLLeHuto penpogykuum [1].

MoHocomua X onpepenseTt areHe3nio roHag 1, CoOoT-
BETCTBEHHO, MEPBUYHYIO aMeHOopelo 1 HeobpaTumoe
XeHckoe becnnogue. MauneHTKaM peKkoOMeHZOBaHa
3aMecTuTeNIbHasA rOPMOHOTepanmaA Kak C Lenbio Nncu-
XONOTrMYeCKON MOMOLYM, TaK W ana npodpunakTmkm
NpPeXaeBpeMeHHOro CTapeHua opraHusma. [locrta-
HOBKa BOMPOCa O BO3MOXHOM AETOPOXKAEHUN Y KEH-
wmHbl ¢ CLUT onpaBdaHa TONbKO B C/lyyae Hannums
y Hee Tak Ha3blBAae@MOro MO3aUYyHOro BapuaHTa CYH-
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OpOMa, Npu KOTOPOM B pa3HbiX KfeTKax OpraHmama
COAEPKUTCA pa3HbIi HABOP XPOMOCOM, MPUYEM 340-
pPOBbIN KNOH 46,XX 3aHMMaEeT B NPOLLEHTHOM OTHOLLIe-
HUKN CywecTBeHHoe MecTo (45,X/46,XX), unn npu ge-
NEUNOHHOM BapuaHTe, KOTOPbIM XapaKTepusyeTcA
NPUCYTCTBMEM B KapuoTune naumeHTKn AByX X Xpo-
MOCOM, 13 KOTOPbIX O4HA HEM3MEHEHHas, a B fpyrom
nMeeT MeCcTo Aeneums — noteps yyactka KOPOTKOro
unun gNuHHoro nneva [2]. B gaHHom cnyyae y nauwm-
€HTKW, KaK MpaBwio, HabnwogaeTca aucreHesns ro-
Hal, XapaKTepusyowwanca CHUXeHnem obbema any-
HUKOBOW TKaHW W NpemMopamnanbHbiX (ONINKYNoB,
HO MnonyYeHne ANLEKNETOK BO3MOXHO. bonbHbIM no-
Ka3aHo neyeHue 6ecnniogmsa C NPUMEHEHUEM BCMO-
MoraTeslbHbIX pPenpoAyKTMBHbIX TexHonorun (BPT)
c ob6A3aTeNbHbIM BbINO/IHEHNEM MPENMMIAHTaLMOH-
HOrO reHeTUYECKOro TeCTUPOBaHMA SMOPUOHOB C Lie-
NIbIO UCKIIOYEHNA XPOMOCOMHOWM NAaTONOIK — aHey-
nnoungum (MNIT-A). Hawwn gaHHble noaTBEp»KAaloT TOT
bakT, uto Hanbonee yacto BbisBAemon dopmon CLUT
ABNAETCA NOMIHAaA MOHOCOMUA X, Ha KOTOPYIO MPUXo-
anTca 6onee 80 % cnyyaeB AMArHOCTMPOBAHHONM Ma-
Tonornn. 3 CTpyKTypHbIX nepectpoek X XpOMOCOMbI
B TeueHue nocnegHux natu net (2017-2021 rr.) 6binu
OTMeYeHbl 130XPOMOCOMa MO ASIMHHOMY Mievy 1 ge-
NeynoHHble BapUaHTbl MO KOPOTKOMY W ANVHHOMY
nneyam. KnuHmyeckum nposABfieHMeM AaHHbIX XPo-
MOCOMHbIX aHOManuii 6bIIO Hanmume Yy NauueHToK
HapyLleHWsA MeHCTPYanbHOro LMKa Mo Ty orncome-
Hopewn C Noc/iefyoWUM pa3BuTrneM BTOPUYHOW ame-
Hopewn n becnnoaus.

Tpucomua no X xpomocome OTMEYaeTCA C YaCTOTOM
1:1000 HOBOpPOXKAEHHBIX AeBoYeK. B nogasnaowem
OONbLUMHCTBE C/lyYaeB AaHHasA aHeYNIoMANA He UMe-
eT peHoTUNNYECKOro NPOABNEHNA, BCIEACTBME YEro
OCTaeTcA HeBbIABNEHHON. KNnuHYecKmne nposaBneHus
3ab0neBaHNA UYpe3BblYaliHO pPa3HOObpPa3Hbl U MOTYT
BapbUpOBaTb OT NPUCYTCTBUA B PEHOTUMNE >KEHLLMHDI
HeKOTOpPbIX CTUIM Au3aMbpuoreHesa (runepreno-
PW3M na3s, aNUKaHT, KNMHOZAKTUAUA) [O Pa3INUHbIX
BapVAHTOB HapyLeHUsA MeHCTpyanbHOM GYyHKLMM
N HeBblHaWMBaHNA 6GepemeHHocTn [1]. LutoreHe-
TUYecKass cnykba WHCTUTYTa YKasblBaeT Ha OfHO-
KpaTHOe B TeYeHue nocnedHux naTu et BbiABNeHne
Tprcomum no X Xpomocome Yy naumeHTKN C HEBbIHa-
WMBaHMEM GEPEMEHHOCTU, UTO COMNAcyeTcs C nuTe-
pPaTypPHbIMW AAaHHbIMW O HEBbICOKOM YacToTe AMarHo-
CTUPOBAHUA JAHHOW NAaTONOrN.

MpuumHon 6ecnnogHoro 6paka MoXkeT ObITb a300-
CrnepmMmnA UM OINFO300CMePMUA TAXKENION CTeneHn
y Mmya. 1o gaHHbIM nuTepatypbl, B 10-12 % cnyyaes
NPUYNHON HapylleHua crnepmaToreHesa fABMAAETCA
XpoMocoMHasA natonorua — nonancommsa X (CK) [3]. Kak
npasuno, cnHgpom KnanHdenbrepa ABnaeTca npuymn-

HOW HeOBPATUMOTO MYXCKOro becnnogmsa 1 obycnos-
nvBaeT BpayebHble peKkoMeHAauumn no NPUMEHEHWIO
BPT c goHOpckon rameTon. B nocnegHue pecAtune-
TMS pa3pabaTbiBalOTCA CNOCOObI NOSyYeHUs TecTu-
KYJIAPHbIX CNEpPMaTO30MA0B U3 CEMEHHbIX KaHalb-
LeB MeTOAOM MUKPOXMPYPIrMYeCKOW 3SKCTpakuuu
CNepmaTo3oMaoB M3 TKaHM AmuKka (microdissection
testicular sperm extraction, mukpoTECE) [4]. U3 nuTe-
pPaTypPHbIX MCTOYHMKOB N3BECTHO, YTO HE MEHee Yyem
y 60 % myxuunH c CK cyliecTByeT BepOATHOCTb Nony-
YyeHUA CNepMaTo30MI0B C MOMOLLbIO TEXHUKN MUKPO-
TECE 1 BO3MOXHOCTb UCMOIb30BaTb X B NpOrpamme
IKO-UKCK (ICSI - intracytoplasmic sperm injection —
WHTpauuTonnasmaTnyeckasd MHbeKUMAa CrnepmMmaTo30-
naa) [3]. Mo Hawum AaHHbIM, YacToTa BCTPEYaEeMOCTH
CKy naumeHTOB ¢ TAXenbiMy popmamm NaTto3oocnep-
MUK coctasnsaeT 22,3 %, YTO 3HauUTeNbHO NpeBbILla-
eT AaHHble nuTepaTypbl. 10 Hawemy MHeHMIo, CTOMNb
BbICOKMI MOKa3aTeslb CBUAETENbCTBYeT 06 OYeHb
3HAYMMOM MPOLEHTE MPOBOAMMOrO KapnoTUnmnpoBa-
HUA B pervoHe naumMeHTam ¢ MyXcKum 6ecrnnogunem.

Pepnkon HaxogKkow B NPaKTUKe MeANKO-reHeTUYeCKo-
ro KOHCYNbTUPOBaHMWA ABNAETCA cuHApPom nonu-Y [1].
Hannune BTOpOI Y-XpPOMOCOMbI B OOJIbLUMHCTBE CITy-
yaeB He BefET K KaKUM-MO0 PpU3MUYECKUM OTKIIOHE-
HUAM U1 HapylweHuAM depTunbHocTn. OfHaKo B page
CflydaeB MOryT HabnogatbCsa pasnuyHble BapUaHTbl
naTo300CnepMum, YTo 1 onpegenseT Myxckoi dak-
Top GecnnogHoro 6paka. JaHHbI CUHAPOM B Teye-
HWe nocnegHNx NATH NeT HaMmu 6bl AMArHOCTUPOBAH
OQHOKpAaTHO Yy MauuMeHTa conurosoocnepmmen 3-in
cteneHu (puc. 1). Cemba obpaTtunach B otaeneHne BPT
no noeogay 6ecnnogHoro 6paka. Mocne npoeBegeHHO-
ro obcnefoBaHmA 6biM faHbl pekoMeHZauun no Bbl-
nonHeHuio [IT-A SMOPUOHOB, MOAYYEHHbIX B NPO-
rpamme VMKCU c ucnonb3oBaHvem rameTt nauueHTa,
unu nporpammbl BPT ¢ goHopcKom cnepmon.

MaumeHTam € maTto3oocrnepmMuen nocie KapuoTunu-
POBaHUA U UCKIOYEHNA XPOMOCOMHOWN MaTosnoruu
nokasaHo TectupoBaHue AZF nokyca Y XpOMOCOMblI
(dpakTOp aszoocnepmumn), KOTOPbIA NPeACTaBAET Co-
60 KOMMJIEKC reHOB, KOHTPONIMPYIOWNIA CrepmaTo-
reHes. B cnyyae BbifiBNeHMA muKkpogeneuumn — Bbina-
JeHuAa yyactka monekynbl HK - anarHoctmpyetca
reHHas ¢popma Myxckoro 6ecnnogus (puc. 2).

Mo paHHbIM NuTepaTypsl, geneunn AZF-nokyca o6Ha-
pyxunBatoTcA B cpegHem B 10-15 % cnyyaeB npwu a3o-
ocnepmun 1 B 5-10 % — npr 0NnMro3oocnepmmmn Taxe-
nown crteneHn. Kak nNpasuno, y NauMeHToB C TAXKeNon
ONnro3oocnepmmnen efMHCTBEHHbIM LLAHCOM Ha 3aya-
Tve ocTaeTca ncnosnb3osaHue BPT. [MonyunTb KuBble
cnepmaTto3omnabl, ChocobHble K OMNoAOTBOPEHUIO,
MOXHO NMyTeM U3BJIeYeHMA NX U3 CEMEHHOW XNAKOCTN
WIN K€ M3 CaMOWN TKaHW ANYKa, MONYyYEeHHON nyTem
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ero 6uoncun. B HacToswee Bpems Hapagy ¢ MKCU nc-
nonb3ytotca metoabl MMCU (IMSI - Intracytoplasmic
morphologically-selected sperm injection, nogpas-
ymeBaeT oTbop Hambornee KayecTBEHHbIX criepmaTo-
30MI0B C NocneayowyM BBeAEeHNEM VX B LMTOMa3-
my sanueknetkun) n MUAKCU (PICSI — Physiologic Intra
Cytoplasmic Sperm Injection — meTog BCcnomoraTesnb-
HOW penpoayKLumMn, KOTOPbIN NCNOSIb3yeTCA B paMKax
nporpamm DKO v npepctaBnsieT cOO0M JOMONHEHHYIO
Bepcuio MKCU oTbopom cnepmato3ounga Ha oCHoBe
dur3monormyeckmnx mexaHnsmos) [5].

KaprotunupoBaHue B ceMbAX C NPUBbIYHBIM HEBbI-
HalwmBaHMeM 6epemMeHHOCTM 1 Hanuumem BIMP nnopa
B 7-10 % cnyuaeB BblfiBNAET HocuTenen cbanaHCcnpo-
BaHHbIX XPOMOCOMHbIX NepecTpoeK — TPaHCIoKaLun
1 uHBepcuid. MNpu Hannumu nNopobHbIX MNepecTpoek
B KapuoTune HeT W3MEHeHUA KonmyecTBa Hacnen-
CTBEHHOro MaTtepuana, No3TOMy eAUHCTBEHHbIM be-
HOTUMUYECKNM NPOABAIEHNEM JaHHON XPOMOCOMHOM
abeppaunn ABNAETCA HapylleHMe PenpoayKTUBHOWM
byHKUMKM Y ee HocuTenA. MNpy NHBepPCKAX 1 TPaHCOo-
KaumMAX HapyLlLAeTCA eCTeCTBEHHbIV XO4 rameToreHesa
1 B onpepeneHHOM NpoLeHTe cnyyaes GopmMmnpyoTca
AHOMaJIbHble raMeTbl, a CefoBaTeNIbHO, FeHEeTMYECKN
aHoMasibHoe noToMcTBO. CTeneHb reHeTU4ecKoro

AncbanaHca amObpuoHa/nnoga Hanpamyto onpegens-
€T ero *n3HecrnocobHoCTb U ANUTENIbHOCTb TeYyeHnA
6epemeHHocTM. CaMOMNpPOM3BO/IbHOE MpepbiBaHMe
6e|DEMeHHOCTI/I B JaHHOM Cfly4dae ABMAETCA OTpa<e-
HVYeM [eiCTBUA CTabuNn3npyIoLero eCTeCTBEHHOro
oTb6opa [6].

MNpw BbIABAEHMM XPOMOCOMHOWN MEepPecTporiKn Yy of-
HOrO U3 CynpyroB, TakTMKa falbHeNlero BefeHus
JaHHOW CYNpY»KeCKOWM Mmapbl MOXeT ObiTb ABOAKON.
OavH 13 BapmMaHTOB NofpasymeBaeT MiaHUpPOBaHUe
3a4aTUA eCTeCTBEHHbIM MyTeM U BbINOJIHEHNE WHBa-
3MBHOW ANarHOCTMKM (B1ONCUN XOPMOHa, aMHUOLLEH-
Te3a, NaueHToueHTe3a) Npu HacTynneHum bepemeH-
HOCTU C Lenblo KapuoTunupoBaHua nnoga. OnHako
pa3BuUTME M MOBCEMECTHOE BHeApeHue B MPaKTuKy
METOAO0B NPENMMaHTaLMOHHON ANArHOCTUKA B NO-
cnefHve rofbl AaenatoT 6onee NpeanoYTUTENbHBIM
BTOPOW BapuWaHT, NPW KOTOPOM PeKOMEHZYIOT Mpo-
rpammy DKO n npoBefeHne reHeTMYeCKoro TeCcTupo-
BaHMA 3MOPVOHOB C LEeSIbl0 UCKITIOUEHNA aHeyno-
MAHbIX OPraHM3MOB W MNepeHoca B MOMOCTb MaTKU
3MOPUOHOB 6€3 XPOMOCOMHbIX aHOManui [7].

DaKToOpOM purcKa HapyLleHUsA PacXoXKAeHUA XPOMO-
COM B XOf€e rameToreHesa 1 KIeToYHbIX MpOoLeccoB,
nexawmx B oOCHoBe ambpuroreHesa (geneHvie n gnd-
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depeHUNpPOBKa KNETOK, K/ETOYHbIE MUTPaLUN 1 13-
6upaTenbHas COPTUPOBKA, dr3nonornyeckas rubenb
KIeTOK), ABNAETCA NPUCYTCTBUE HU3KODYHKLMOHANb-
HbIX anfenen BreHax ¢onatHoro umkna. B gaHHOM
cnyvyae Hapywaetca npouecc metunmposaHua JHK,
KOTOpbIN ABAAETCA OAHUM M3 MEXAHU3MOB peryns-
LU aKTUBHOCTU FreHoB. Kak 13BeCTHO, B Xxofe aMbpu-
OHAJIbHOrO Pa3BUTUA BCE MPOLECChbl Ha KNETOYHOM
N TKAHEBOM YPOBHAX NPOXOAAT Mo reHHbIM KOHTPO-
nem. HapyweHuve aktuBaumm reHoB KpaHe HeraTus-
HO CKa3blBaeTCA Ha Npoueccax popMMpoBaHMA rameT,
OMJIOAOTBOPEHUSA 1 BHYTPUYTPOOHOro pa3sutus [8].

Ha 6aze nabopaTopun KIMHUYECKOW OGroXnummnm
nreHetnkn OIbY «MeaHoBckmn HUM matepuHcTBa
n petctea umeHn B.H. fTopogkosa» ¢ 2002 roga npo-
BOAUTCA TeCcTUpoBaHMe reHoB GONaTHOro UMKna
B CYNpY»KeCcKnx napax ¢ HapyLweHHOW penpoayKTus-
Hom ¢yHKuMen. B HacTosAwee BpemA uccneayoTca
nonumopdnsmbl  reHoB  MeTuneHTeTparugpodo-
natpegyktadbl MTHFR C677T (rs1801133), MTHFR
A1298C (rs1801131), METUOHMH-CUHTA3bl-pelyKTa-
3bl MTRR A66G (rs1801394), reH MeTUOHUH-CUHTA3bI
MTR 2756A>G (rs1805087) meTogOM NonnmepasHom
LEMHON peakuun B peXxume peanbHOro BpeMeHU.

Onpenenexune neneunn AZF nokvca merogom NUP
B pPeXUMe peanbHOro BpeMeHH!.

leHeTHKa HacneACTBEHHbIX 3a6oneBaHun.

Aara 3 Centalbps 2021, 15:46:20
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NaenTuduxarop obpasua: Bnagumup_Esrenbesny . rene‘f::: Groxumnn
Ne Haasanue mapképa Nokyc Peaynbrar
1 sY86 AZFa O Hopwma
2 sY84 AZFa O Hopwma
3 | sY615 AZFa [ Hopma
4 sY127 AZFb O Hopma
5 | sY134 AZFb O Hopma
6 sY142 AZFb O Hopma
7 sY1197 AZFc a Hopma
8 | sy254 AZFc O Hopma
9 sY255 AZFc [} Hopma
10 | sY1291 AZFc B Aeneywnn
11 | sY1125 AZFc O Hopma
12 | sY1206 AZFc 0 Hopma
13 | sY242 AZFc 0 Hopma

Puc. 2. Pe3ynbTaT MukpogeneumoHHoro aHanusa AZF nokyca Y xpocomocombl. Mukpogeneumsa nokyca AZFc sY1291. FeHHas

dopma myxckoro becrnnogus



36 Mepnmko-reHeTMYeCKoe KOHCYNbTUPOBaHKE CYnpY»KecKkrx nap

loka3aHo, YUTO NPUCYTCTBME B reHOTUNax Cynpyros
HU3KOPYHKLMOHaANbHbIX ansenen BreHax donaT-
HOro unkna asnseTca GakToOpoM prcKa HeBbIHALWN-
BaHVA 6GepeMeHHOCTM, aHIM6proHUK 1 GopMUpo-
BaHuA BIP nnopa. Mo Hawemy MHeHMIO, B ceMbAX
C HapyLUEHHbIM JeTOpPOXAeHNeM B paMKax MpPeKOoH-
LUenuMoHHON NpoGUNAKTUKN MOKa3aHO TeCcTupo-
BaHMe reHOB JaHHOro cemencTBa oboum cynpyram
1 B cnyyae onpepeneHna reHotuna MTHFR 677TT,
npuv KOTOPOM aKTUBHOCTb depMeHTa MeTuneHTe-
Tparngpodonarpenykrasbl CHUXaeTca Ha 65 %, no-
Ka3aHO Ha3HayeHuWe npenapartos, BKNIOYAOLWMX aK-
TMBHYIO dopmy ponmeBor KUCAOTbl — MeTaponuH
B TeUeHue Tpex MecsALeB JO OTMEHbl KOHTpaLenumm
N fanee >KeHLWMWHe B TeuyeHMe MepBOro v BTOPOro
TpuUmecTpoB bepemeHHOCTH [9].

OpHoW 13 aKTyasnbHbIX Npo6sieM B COBPEMEHHOM
aKyllepcTBe ocTaeTcA npobnema runepTeH3MBHbIX
paccTponcTB Npu 6epeMeHHOCT — NOMBaKTOPHON
natosiorny, pasBuTMe KOTOpPOW onpepenseTca Co-
BMECTHbIM [eCTBUEM HebnaronpuATHOro reHeTu-
yeckoro ¢oHa nauMeHTKU U HeraTuBHbIX $aKTopoB
BHelHen cpepbl [10, 11].

B HacToAwee BpemMA naumMeHTKaM C OTArOLEHHbIM
aKyLLepCKO-TMHEKONOMMYECKMM aHaMHe30M MpOoBO-
OWTCA TECTUPOBaHNE FeHOB CUCTEMbI remocTasa (pak-
TOPOB CBEPTbIBaHMA KpoBu 2, 5, 7, 13, dnbpurHoreHa,
AHTaroHMcTa TKaHeBOro akTuMBaTopa Mla3MMHOreHa
1 TPOMOOLMTAPHBIX PeLEenTOpPOB K KonnareHy v ¢u-
OPUHOreHy) U1 TreHOB, YYacTBYIOLWMUX B PEryNALMM
TOHYCa COCYAUCTON CTEHKM (aHrMOTEH3MHOreHa, pe-
LenTopoB 1-ro n 2-ro TUNOB K aHrMoTeH3uHy ll, anbao-
CTePOHCMHTa3bl, SHAOTENNANBHOIM CMHTa3bl K OKCUay
a3oTa), C nocnenyoLell KOHCyNbTauuen Bpaya-reHe-
TMKa. MokazaHnAMK K NpoBefdeHnto gaHHoro obcne-
[OBaHMA ABNAITCA yKa3aHWA B aHaMHe3e MeHLMHbI
Ha HeBblHalWMBaHWe 6epeMeHHOCTN, aHTeHaTaNbHY
rmbenb nnoaa, NPesKNamncuio, Hanuune y NauneHTKm
N ee pOACTBEHHUNKOB 1-2-11 CTeNeHN poAcTBa apTepu-
anbHoW runepTeH3un. [prucyTCTBUE B reHOTUME XeH-
WWHbI Tpex W bosiee HeraTMBHbLIX NOMMOPPU3IMOB
Mo YKa3aHHbIM JIOKycaM NO3BONAET fMarHOCTUPOBaTh
HacnefgCcTBeHHylo TpoMbodunnio n onpeaenntb Co-
OTBETCTBYIOLMNI KOMMJIEKC neyebHo-npodunakTnye-
CKux meponpuAaTin [111.

CynpyeckumMm napam C MPUBbIYHbIM HEeBbIHALLMBA-
Huem 6epeMeHHOCTN NoKa3aHO TeCTUPOBAHME FrEHOB
rMaBHOrO KOMMeKca rucrocosmectmumoctn — HLA
Il knacca (DRB1, DQA1, DQB1), koTopbli yyacTByeT
B KOHTpO/Ne MMMYHHOIO OTBeTa, pacno3HaBaHWUN aH-

TWUIeHOB 1 Perynaunmn B3aMMogencTBNA UMMYHOKOM-
NeTeHTHbIX KNeTOK opraHun3mMa. MonaratoT, 4to 605b-
LIOe Yncno cosnagarowmx aHtureHos HLA y cynpyros
NPUBOANT K HEAOCTaTOYHON VMMMYHOCTUMYAALMNM
OpraHusma maTepu aHTUreHamu oTua, B pe3ynbTaTe
yero cHmaeTca BbipaboTKa 6NOKMpPYOLWMX aHTUTEN,
NPOUCXoQUT 3anyck T-xennepHoro oTBeTa Mo nep-
BOMY TWMy, MOBbIWAETCA BblpaboTKa MpoBoOChanu-
TENbHbIX LNTOKMHOB, KOTOPblE aKTUBMPYIOT LUTO-
ToKcuyeckne ceorictBa NK-knetok n paroumtapHyio
aKTMBHOCTb MaKpodaro, UYTO OKa3blBaeT MpsAMoe
noBpexpgawlee penctBMe Ha Tpodobnact. Takum
obpasom, yem 0Oosiee CXOAHbI CyMnpyrn B UMMYHO-
NOTYECKOM OTHOLIEHUK, TeM Bonblie PUCK OCNOX-
HeHuUl 6GepemeHHOCTU. pu AMArHOCTUKE BbICOKOM
CcTeneHu COBMAaAeHUN y CYNpyros Mo afnensam reHos
HLA Il knacca nokasaHa UMMYHU3aUMA XeHLWnHbl T-
1 B-nnmdboumntamn cynpyra, 4uto no mepe noAsieHus
aHTuTen K HLA-aHTUreHam my»a npuBOAUT K BOCCTa-
HOBNEHNIO GEPTUABHOCTUA U POXKAEHWNIO [OHOLIEHHbIX
neten [12].

Heobxoanmo noayepKkHyTb TOT $aKT, UTO pasnmya-
0T ABa MPUHUMMMANBbHO pPa3HbiX BUAa MeAUKO-Te-
HETUYECKOro KOHCYNbTUPOBAHMWA: MPOCNEKTUBHOE
N peTpOoCneKTNBHOE. PeTpoCneKTMBHOE KOHCYNbTU-
poBaHMe npegnonaraeT BCTPeUY Cyrnpy»Keckol napsbl
C BPauyoM-reHeTKOM Mocie poxaeHusa 601bHOro pe-
6eHKa WM Pa3NNYHbIX OCJIOXKHEHWI GepeMEHHOCTM.
B naHHOM cnyuyae 3alauet reHeTuKa ABMAETCA BbIAC-
HeHWe NPUUYNH NPOU3O0LIEALWNX PENPOAYKTMNBHbIX He-
y[ay v Mo BO3MOXXHOCTM onpefesnieHre nnaHa peabu-
NUTaLMKN CYNpYy>Keckor Mapbl C Uenbio JanbHenwen
yCNeLwHon peanun3aumm penpoayKTMBHON GYHKUUN.
OfHaKo B JaHHOM CJlyyae 3a naevyamm CynpyroB ocTa-
I0TCA HeraTMBHble MOMEHTbI, KOTOPbIE MOTYT OCHOX-
HATb TeueHWe cnepytollein bepemMeHHOCTH, a B page
CNlyvaeB — U AeTU C TAXKENbIMU WHBANMAU3NPYIOLL M-
MU 3a6oneBaHMAMM. AKYyLIEPCKO-TMHEKOormyecKas
N MeAUKo-reHeTnyeckasa cny»kbbl JOMKHbI OTAaBaTb
NPUOPUTET Y NPOBOANTL AKTUBHYIO arMTaLUOHHYIO
paboTy Ha ypoBHe ambynaTOpPHOro 3BeHa (KeHcKue
KOHCYNbTauun) 3a yBeNiMyeHne fonv NpoCcnekTUBHO-
ro KOHCYNbTUPOBaHUA CEMbU JO POXAEHWA NEPBOro
pebeHKa, >KenaTeNlbHO B paMKax MperpaBrgapHoOn
noarotoBku. KoHCynbTMpoBaHMe ceMenHoW napbl
[0 HAacTynneHms nepBol BGepemMeHHOCTU B pAge
CflydaeB Ha OCHOBE aHanv3a [JaHHbIX reHeanoruu,
COMATMYECKOro, MMHEKONOrMYeCKOro W aHaponoru-
YecKoro CTaTycoB MO3BONIAT Bpavy onpeaennTb no-
BblLUEHHbIE PUCKN PENPOAYKTUBHbBIX HEYAAY C Liesblo
CBOEBPEMEHHON X NPODUNAKTIKM.
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WORKING DAYS OF OBSTETRICIANS-GYNECOLOGISTS: QUESTIONS TO THE GENETICISTS

I. N. Fetisova, A. l. Malyshkina, N. S. Fetisov, S. Yu. Ratnikova

ABSTRACT Some research methods which are used in medico-genetic consultation practice are described (karyotype
study by cytogenetic method, molecular genetic studies); chromosome abnormalities and the peculiarities of some
groups of gene polymorphism which determine reproductive function disorder are characterized. The importance
of retrospective and prospective medico-genetic consultation of married couples is underlined.

Key words: reproductive function, karyotype, chromosome, gene, polymorphism, mutation, assistive reproductive
technologies.



