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Pesiome

HapyweHne dopmupoBaHus nona y naymeHToB C Kapuotunom 46,XY ABNAeTcs reHeTu-
YeCKM reTeporeHHbIM COCTOAAHMEM, CBA3aHHbIM € reHamu SRY, AR, SRD5A2 n SOX9. MNauun-
€HTbI NPEeNMYLLECTBEHHO NMEIOT XKEHCKU peHOTUMN, COLManbHO afanTUpPOBaHbl, CO3A4at0T
CeMbU 1 NNAHMPYIOT AeTopoxaeHure. [laHHaa rpynna nauMeHToB HY>KOAaeTCa B MeQUKo-
reHeTMYeCKOM KOHCYNbTUPOBAHUW, OOMOMHUTENbHbIX FeHETUYECKUX WCCNefoBaHNAX,
3aMeCTUTENIbHOW FOPMOHOTEPANMN U MPOBEAEHNN SKCTPAKOPNOpPanbHOro OnjogoTBO-
peHns ¢ QOHOPCKUMU AluekneTKamn. CpefHuin pocT 06c/iefoBaHHbIX NaLMeHTOK (n=35)
6bin 174,5 (164,0-178,0) cm npu macce Tena 55,0 (52,0-61,0) Kr. IHaeKC macchbl Tena cooT-
BeTCTBeHHO cocTaBun 19,6 (17,6-20,2). CpegHuii BO3PacT KapUoTUNMPOBaHMA OKa3ancsa
11,8+7,09 (ON 8,9-14,6) roga. Y 62,5+9,88% naLUMeHTOK C HapyLleHreM GOpMUPOBaHMsA
nosia AOCTOBEPHO Yvalle onpeaenannicb Tectukynbl, p<0,05. Y 46,7+12,88% nauneHTOB
MaTKa OTCYTCTBOBasa, B 2 Cilyyasnx bbiia pyauMeHTapHas, B O4HOM NpefCcTaB/ieHa TAXeM.
Taknm obpazom, y 66,7+12,17% nauneHTOK NpoBeAeHNe 3aMeCTUTENIbHOM FOPMOHOTepa-
nun ObINo HelenecoobpasHbIM B CBA3N C PYAUMEHTAaPHOW MAaTKOW UK ee OTCYTCTBUEM.
Matka onpepensanacb y 33,3+12,22% »eHwuH, p>0,05. CpegHne pasmepbl MaTKM COCTa-
Bunun 26,8+16,14 (41 10,07-39,6) mm, 15,6+11,07 (6,9-27,1) mm, 19,3+£10,19 (6,3-24,9) mm.
Hamwn pa3pabotaH anroputm obcnefoBaHus 1 neyeHns naumneHtok ¢ HOM 46,XY, Bknto-
YaloLwunin nccnegoBaHrie Ha Hannume reHa SRY, ocMOTp opraHoB Manoro Tasa C UCNoMb30-
BaHVMEeM COBPEMEHHbIX METOOB BM3yanun3aunn, ANarHOCTMYECKYH Nlanapockonuio, Npo-
BeeHne MONEKYNAPHO-TeHETNYECKOro NCCNef0BaHNA CMHAPOMA HEYYBCTBUTENBHOCTA K
aHgporeHam (reH AR) 1 3KCTpakoprnopasbHOe OniIof0TBOPEHNE.

KnioueBble cnoBa: HapylueHe GOPMUPOBAHUSA NMOJIA, HEUYBCTBUTENBHOCTb K aHApore-
HaM, TeCTUKYJIbl, 3aMeCTUTE/IbHasA FOPMOHasbHaA Tepanua, SKCTPaKoprnopasnbHoe omno-
LOTBOpEHNEe
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Abstract

Disorder of sex development in patients with karyotype 46, XY is a genetically
heterogeneous condition associated with genes SRY, AR, SRD5A2, and SOX9. Patients
predominantly have a female phenotype, are socially adapted, create families and plan
childbirth. This group of patients needs medical genetic counseling, additional genetic
research, hormone replacement therapy and in vitro fertilization with donor eggs. The
average height of the examined patients (n=35) was 174.5 (164.0-178.0) cm, with a body
weight of 55.0 (52.0-61.0) kg. The body mass index, respectively, was 19.6 (17.6-20.2). The
average age of karyotyping was 11.8+£7.09 (Cl 8.9-14.6) years. In patients with impaired
sex formation, testicles were significantly more often determined, in 62.5+9.88%, p<0.05.
In 46.7+12.88% of patients, the uterus was absent, in 2 cases it was rudimentary, in one it
was presented by a heavy one. Thus, in 66.7+12.17% of patients, hormone replacement
therapy was not advisable due to the absence or rudimentary uterus. The uterus was
detected in 33.3+12.22%, p>0.05 women. The average size of the uterus was 26.8+16.14
(Cl 10.07-39.6) mm, 15.6£11.07 (6.9-27.1) mm, 19.3+£10.19 (6.3-24.9) mm. We have
developed an algorithm for the examination and treatment of patients with NFP 46, XY,
including a study for the presence of the SRY gene, examination of the pelvic organs
using modern imaging methods, diagnostic laparoscopy, a molecular genetic study of
the androgen insensitivity syndrome (AR gene) and in vitro fertilization.

Keywords: violation of sex formation, insensitivity to androgens, testicles, hormone
replacement therapy, in vitro fertilization

B BBEJAEHWE

C Kaxablm rogom Bce 6osiee 3HAUMMON MPOOGIEMON CTaHOBUTCA XKeHCKoe becno-
[ve, STUOJNIOTMA KOTOPOro B HacTosLlee BPeMs akTUBHO M3yyaetcs. LLnpoko obcyxpaa-
€TCA MOHATVE 0BAPMANIbHOIO pe3epBa M ero NPOrHOCTUYECKOW 3HAUMMOCTY ANA BbIbopa
METOAA NeyeHns, [MarHocTuyeckas 3HauMMOCTb OTAE/NbHbIX MAaPKEePOB B onpefesieHnn
bYHKUMOHANbHOTO COCTOAHMA AMYHMKOB. TakKe M3BECTHO, YTO aHOMaNMK KapuoTtuna —
ofHa 13 BaXKHeNLWnx NnpuiuunH 6ecnnogus. HapyweHnus dopmuposaHus nona (HOM) npeg-
CTaBASIIOT COOON LUMPOKNI CMEKTP OTHOCUTENBbHO PeaKNX reHeTUUYECKMX 3ab0eBaHni ¢
pa3HO0OpPasHbIMU KIUHUYECKMMU MPOABNEHUAMN 1 ONPEAENAIOTCA KaK «BPOXAEHHble
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COCTOAHNA, NPU KOTOPbIX Pa3BUTVE XPOMOCOMHOrO, FOHafHOro UAM aHaTOMUYECKOro
nosna ABNAETCA HETUNUYHbIM» [1].

YacToTa BPOXKAEHHbIX HapylleHnn GopMMPOBaHUA Nona B NOMNyNALMU COCTaBAAET
1:1000 [2]. YacToTa aHOManuim pasBUTUA HapPYXHbIX NMOMOBbIX OPraHOB CPeAN HOBOPOXK-
AeHHbIX — 1:4500 [3]. OgHako Tonbko y 20% nauymeHToB ¢ HOI ycTaHaBnnBaeTCA MoseKy-
nApHbIN pedekT [2].

leHeTMyecKkui non npegonpeaenseT CTaHOBMIEHMEe FrOHagHoOro nona (bopmmnpoBaHue
MY>KCKUX MO0 »KEHCKNX NOSTOBbIX »Kenes). B cBoto ouepeib, roHagHbIM Nos obycnosnmsaeTt
CTaHOBNeHWe peHOTUNMYEeCKoro nosna (GopmrpoBaHre NONOBbIX MPOTOKOB U HaPYKHbIX
MONOBbIX OPraHOB MO MY»CKOMY MO0 Mo »eHckoMy Tuny). MNonosasa anddepeHuUmnpos-
Ka MOXeT HapyLlaTbcA Ha Ntobom 3Tane. HapyLueHna moryT ObiTb Bbl3BaHbl abeppaLmamm
MONOBbIX XPOMOCOM, MyTaLMAAMU F€HOB, y4aCTBYIOLLMX B CTAHOBAEHWUN FOHAAHOTO 1 GpeHo-
TUNNYECKOTO MONa, a TakXKe HereHeTUYeCKUMN NpuirHamy (Hanpumep, NPMeMom BUpU-
N3MPYIOLLNX NIeKapCTBEHHbIX CPefCTB BO Bpems bepemeHHOCTM) [4].

B ocHoBe HapyuweHnii GopMMPOBaHUA NosIa MOTYT NieXKaTb Kak XPOMOCOMHbIe, Tak U
reHHble aHomanuu. B coBpemeHHon Knaccudbukaumm, npeanoxeHHon 8 2006 r. [5], HOM
paszeneHbl Ha 3 rpynnbl: xpoMmocomHoe HOM, HOIM 46,XX n HOIM 46,XY, kaxzgoe u3 Koto-
pbIX BKJIIOUAEeT OTAeNbHble Ho3osornyeckue Gopmbl (cm. Tabnuuy).

Mporpamma pa3BuTrA SMOpPrIOHa aBTOHOMHO HanpasnieHa Ha ¢pemunHm3zaumoo. OcHo-
BOMoOMaralLWmnm NPUHLKMNOM ABAAETCA TO, UTO AnAa GOPMUMPOBAHMA MY>KCKOro Mopdono-
rMyeckoro nomna HeobxoAmMMa NonHOLEHHasA My»KCKas roHaga, a Ana GopMrMpoBaHA XeH-
ckoro mopdosIornyecKoro nosa »eHckas roHaga He Tpebyetca.

MeHoTMNNYECKOE Pa3BUTUE MYXUMH MOXKHO paccMaTpuBaTb Kak ABYX3TamnHbIA Npo-
uecc [6]. Ha nepsom 3Tane npoucxoaut GopmMupoBaHne CEMEHHUKOB 13 MPUMUTUBHbBIX
roHag nop BO3feCTBMEM MY>KCKOTO XPOMOCOMHOIo Habopa — nosioBas feTepMmnHaLms.

[JeTepmnHauma nona NPONCXOAUT B ABYXMNOTEHLMANbHOM rOHaAe Ha 4-1 Hepene pas-
BMTMA 3MOPMIOHa Nof BO3AeNCTBUEM SKCNpeccum B cnefytowmx reHax: WT1, NR5A1, M33,
Lhx9, Lim1, GATA4, FOG2, DMRT1, EMX2. Ha 7-11 Hefiene pa3ButuA amMOproHa sKkcnpeccmsa
reHa SRY B kneTkax Ceptonu akTnBmpyeT aKkcnpeccuio reHa SOX9, Kotopas co BpemeHeM
yBENUUMBaeTCA B pe3ynbTate cnHepruyeckoro B3ammopenctsna NR5AT (reH ctepoungo-
reHHoro ¢akTtopa 1) 1 SRY, uto NnpmBOAUT K AnddepeHLMpPOBKe KneTok CepTonu, Nnpeao-
npegenas pasBuTUE NoMa NO MyXCKOMY TUMY, 1 NOAABAET XXEHCKN NyTb pa3suTuA. Ecnn
SRY oTcyTcTBYeT, 6UNoTeHUanbHasa roHaAa Pa3BnBaeTCA Mo XXeHCKOMyY Tuny. Takum obpa-
30M, HapyLleHVe AeTepMrHaL MK Nnosa — 3To HeCoBMNaZeHre XPOMOCOMHOro nosna u chop-
MMPOBaHHbIX FroHag (MHBepCKA nona).

Ha BTopom 3tane npowucxopnt auddepeHumnpoBka nona — GopMmpoBaHue nog Bo3-
[EeNCTBMEM NOSIOBbIX FOPMOHOB BHYTPEHHMX U HapPY»>KHbIX MOSIOBbIX OPraHOB COOTBET-
cTBytowero nona [6, 71.

OnddepeHumauua — oTHocuTenbHO Gonee nmpocTol npouecc. Me3soHedppuueckme
(BonbdoBbl) 1 NapamesoHedpryeckme (MIONNIEPOBbLI) NPOTOKK, MPUCYTCTBYIOLME Y NI0AA
KaK MY>KCKOrO, TaK U XeHCKOro nona, 6epyT Hauyano B nepegHeb0OKOBOM 3MMUTENUN MoYe-
nonosoro rpebHA. AHTMMIoniepoB ropMoH (AMr), cekpeTupyemblii kKneTkamu Ceptonu
ANYKa, BO34ENCTBYET Ha CBOM peLienTop B MIONIEPOBbIX MPOTOKAX, Bbi3blBasA X perpecc.
TecTtocTepoH, cekpeTnpyemblii KneTkamu Jleigmra CeMeHHMKOB, AeCTBYET Ha peLenTo-
pbl aHAPOreHoB B BONbGOBCKMX NMPOTOKaX, Bbi3biBas obpa3oBaHMe NPUAATKOB AWNYKaA,
CEeMABbIHOCALLNX NPOTOKOB N CEMEHHbIX MY3blpbKoB [6, 8]. Hapy»Hble reHnTanuu nnoga
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a

Knaccnpumkaums HapyweHnin ¢opmmpoBaHma nona [5]
Classification of violations of sex formation [5]

AHOManum nonoBbIX
XPOMOCOM

46,XY HOM

46, XX HOM

A. 45X (1 BapuaHTbl)
(c-m TepHepa)

A. HapylueHune GopM1poBaHma My»,CKNX FrOHaf
MonHasa ancreHesna roHap
[oHafgHasa/TecTMKynApHana perpeccus
OsotecTukynapHoe HOMM

OgapuanbHoe HOI

A. Hapywwenue popmuposaHus
YKEHCKMX roHag

[lncreHesns roHag
TectnkynapHoe HOMM
OsoTectukynapHoe HOIM

B. 47, XXY (1 BapuaHTbI)
(c-m KnaiHdpenbtepa)

B. HapyLueHwne cuHTe3a 1 akTUBHOCTUN aHAPO-
reHoB

1. HapyweHue cnHTesa

vnonnasua/annasusa Kn-k Jlenaura

C-m CmunTa - Jlemnn — OnnTtua

BpoxpaeHHaa nunovaHaa runepnnasua Hagno-
YEYHUKOB:

nedekr reHa STAR

HepgocTaToyHOCTb 20,22 gecmonasbl
HepocTtaTouHOCTb:
17a-ruppokcunasbl/17,20-nnasbl
3B-rugpokcrcTepons fernaporeHasbl 2
17B-rngpokcncTepona aerngporeHasol

P450 okcnpgopenykTasbl

5B-penyKTasbl 2

2. HapylueHns akTBHOCTY

C/HAPOM HEUyBCTBUTENbHOCTA K aHAPOreHam
JlekapcTBeHHble 1 cpefoBble MOAYNATOPbI

B. M36bITOK aHApPOreHOB

1. OeTanbHbIN
HepocrtaTtouHocTb:
21-rmapokcunnasbl
3B-ruppokcucrepons Aervapo-
reHasbl 2

11B-rmgpokcmnassbl

P450 okcnpopepyKTasbl
MyTaunn reHa peLentopa rioKo-
KOPTUKOWN[O0B

2. ®eTONNaLeHTapHbIN
HepocTaTouHOCTD:

apomatasbl

P450 okcnpopepyKTasbl

3. MaTtepuHcKmm

Onyxosb y matepu
AHApOreHHble nekapcTea

C. 45, X/46,XY
(cmewaHHas gucreHe-
31A roHaf, OBOTECTUKY-
napHoe HOM)

D. 46,XX/46,XY
(xMmepm3m, oBOTECTU-
KynapHoe HOM)

C. Apyrue

C-M nepcmcTeHLMm MIoSINIEPOBbIX MPOTOKOB
BpoxaeHHbIN rmnoroHafoTPONHbIA rMnoro-
Hafn3m

Kpuntopxusm

M3onupoBaHHas runocnagma

CrHApoMarbHble accounaLmm:

AHOManum Knoaku, c-mbl PobrHoBa, Aapckoro,
«KUCTb-CTOMNa-MaTKa», MOAKONEHHOrO NTepu-
rmyma

CpepnoBble pakTopbl

C. Apyrue

AreHe3usa/runonnasua Mmonnepo-
BbIX CTPYKTYpP

ATpesua Bnaranuiia

AHOManun pasBuUTA MaTKm
CpalleHvie nonoBsbIX ry6
CuHapoMasnbHble accoumalmnm

bopmMmpytoTca 13 KNeTok Me3eHxrMbl. Mo Bo3aencTBnem aHAPOreHoB CKNaaKu ypeTpbl y
MY>KUUH, BYropKy NONOBbLIX OPraHOB NPVBOAAT K 06pa3oBaHMIo ry6yaToro Tena n nprmm-
TUBHOW ypeTpbl, HabyxaHuio dannoca 1 MOLWOHKM COOTBETCTBEHHO. DTOT NPOLIECC ONoc-
pepyeTca TeCTOCTEPOHOM, KOTOPbIN JeCTBYET Ha PeLienTop aHApOoreHa npeacTaTenibHON
Xenesbl M HapyXHbIX MOJIOBbIX OPraHOB, YTO MPUBOAMT K UX MacKynmHu3zaumu [9, 10].
Takum obpa3om, HapylieHne gudpdepeHLMPOBKN Nona — 3TO HECOBMafEHUE (XPOMOCOM-
HOro) roHagHoro nona u cdopmMrMpoBaHHOro nosnosoro ¢eHotuna (MopdoTmna) [11].

Kak BraHO 13 Tabnuubl, HapyleHne GopMrMpoBaHMA Nona ¢ KapnoTmunom 46,XY Mox-
HO pa3fennTb Ha 3 rpynmnbl: HAPYLUEHWE Pa3BUTUA FOHa, HapyLUEHWE CMHTe3a/AencTBuA
aHAPOreHOB U Apyrue NPUYnHbL. B KNMHMYeCKON NpakTuKe 0co60e 3HauYeHne NMeET CUH-
[APOM HEUYBCTBUTENIBHOCTU K aHAPOreHaM.

CMHOPOMOM HeYyBCTBUTENIbHOCTM K aHApOreHam Ha3blBaloT reHeTUuyeckoe CoCTos-
HVe, BO3HUMKalolee B pe3yfbTaTe MyTauuid reHa aHaporeHHoro peuentopa (AR). Peuen-
TOP aHAPOreHa PacronoXeH Ha ANMHHOM nieye X-xpomocombl (Xq11-q12). MNockonbky
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nedekT B reHe AR cBA3aH ¢ X-XpOMOCOMOW, BCE IMOPUOHDBI C KapnoTunom 46,XY, KotTopble
nmetoT X-xpomocomy ¢ fedpekTHbIM reHoM AR 1 HOpMasbHYH0 Y-XPOMOCOMY, MPOABAAIOT
pasnunyHyto cTeneHb BbipaxeHHocT HOM.

CrHapoM xapaKkTepusyeTca npusHakamy GemmHM3aLmnmM Hapy»KHbIX MOJIOBbIX Opra-
HOB NPW POXAEHWM, aHOMaNbHbIM BTOPWYHbIM MOMOBbIM Pa3BUTEM B MEPUOA NOSIOBOrO
co3peBaHuA 1 6ecnnogmem. JaHHbIN CMHAPOM MOXKeT 6blTb pPa3feneH Ha TPY OCHOBHble
rpynmnbl: CMHAPOM MOJIHOWN aHAPOreHHOW HEUYBCTBUTENIbHOCTU, MPY KOTOPOW Hapy»KHble
MonoBble OpraHbl UMeT HOPManbHOE CTPOEHKE MO XKEHCKOMY TUMY; CUHAPOM YaCTUYHOM
aHAPOreHHON HeYYBCTBUTENIbHOCTU, NMPU KOTOPOM CTPOEHME Hapy»KHbIX reHUTanunin otTpa-
XaeT pasfInyHyo CTerneHb HapyLIeHNA MacKynMHM3aUnm; CUHAPOM NEerkom aHgporeHHom
HeuyBCTBUTENIbHOCTU, KOTOPbIV NPOABAAETCA HEJOCTAaTOYHbIM Pa3BUTMEM NMOTOBOIO OBO-
NOCeHuA, TMHeKOMacTrel B nepuoge nybepTaTta 1 TAXeNbIM HapyLLUeHeM criepMaToreHe-
3a (a3oocnepmuen) [12].

B MATEPWAJIbl U METObI

B Pecny6nmkaHCcKomM HayuyHO-MpaKkTMyeckom LieHTpe «MaTb 1 AnTA» Ha AMcnaHcep-
HOM yueTe cocToAT 84 nauuweHTkn ¢ HOIM 46,XY. ChopmumpoBaHa rpynna naymeHToK ¢
H®IM 46,XY, 3aMHTepecoBaHHbIX B 06CIefoBaHNM U MPOBEAEHN BCMOMOraTeNIbHbIX pe-
NPOAYKTUBHbIX TexHonorui (BPT), Bkniovatowan 35 KnMHUYecKknx HabnwopeHuin. Luto-
reHeTnyeckune, GMOXMMMYECKUE, MONEKYNAPHO-TeHeTMYeCKe aHanu3bl BbIMOMHANNCH
KNUHUKO-AMArHOCTUYECKON (reHeTnueckon) nabopatopuen PHIML «MaTtb 1 anta», MUHCK.
KapuoTtun 3anvcbiBanca B COOTBETCTBUM C NPaBMiaMy MeXayHapoaHOM HOMEHKNATYpbl.

MpoBoamnack oLeHKa aHTPONOMETPUYECKMX AAaHHbIX C BbIYMC/IEHUEM MHAEKCA MacChl
Tena (MUMT). Bblumcnanm ero nytem geneHna maccobl Tena B KMorpammax Ha KBagpat pocTa
B meTpax (MMT = kr / m?). YnbTpa3BykoBoe nccnegoBaHuve (Y3M) npoBogmnoch Ha cKaHe-
pax Voluson 730 (GE) ¢ ncnonb3oBaHnem TpaHCabaoMUHaANbHOIrO KOHBEKCHOTO (5 MIu) n
TpaHcBarnHanbHoro (7 Mlu) gatumkoB. CTaTUCTUYECKUIA aHaNN3 NPOBOAWM C MOMOLLbIO
nakeTa npuknagHbix nporpamm STATISTICA 6.0.

B PE3YNbTATbl U OBCYXOAEHNE

MonekynapHo-uuToreHeTnyeckoe TectmposaHue SRY reHa BbinonHeHo y 15 m3 35
naumeHToB. Bo Bcex 15 (100%) cnyuasax oH o6Hapy»eH Ha Y xpomocome. CpefiHMIn pocT
naumneHToK 6bin 174,5 (164,0-178,0) cm, npu macce Tena 55,0 (52,0-61,0) kr. MlHAeKc mac-
Cbl Tenla cooTBeTCTBEHHO cocTaBun 19,6 (17,6-20,2). CpeaHnin BO3pacT KapuoTunmpo-
BaHWA okaszanca 11,8+7,09 (AN 8,9-14,6) roga. OCHOBHOW NPUUYNHON ANA NPOBeAeHNsA
LMTOreHeTNYeCKoro UccneaoBaHna Oblia NepBuUYHas aMeHopes, B CBA3M C YeM Moche
obpalleHus K Bpauy-negmaTpy NpoBefeHO reHeTuyeckoe nccnegosarue. M3 29 nayu-
EHTOK cTaplue 16 et AaHHble O HaIMYKK UK OTCYTCTBMM NPUAATKOB Obin y 24. TecTu-
Kynbl OTCYTCTBOBaNW y 7, 4to coctaBuno 29,1+9,28%, onpegenanuco y 15 (62,5+9,88%,
p<0,05), 6binn npeacTaBneHbl TAxamu — 1 (4,2+4,08%) cnyyait, 1 pesynbTaTbl UCCNeAo-
BaHMWA 6binn HeofHO3HAuHbI — 1 (4,2+4,08%). Takum 06pa3om, y NaLUUEeHTOK C HapyLUeHU-
eMm GoOpMUPOBaHUA Nosia JOCTOBEPHO Yalle MPUCYTCTBYIOT TeCTUKynbl. Y 46,7+12,88%
naumMeHTOB MaTKa OTCYTCTBOBasa, B 2 cCiyyasax Oblia pygMmeHTapHas, B OLHOM npej-
CTaBnieHa TaxeM. Takum obpasom, y 10 (66,7+12,17%) naumeHTOK NpoBeAeHne 3amecTu-
TenbHol ropmoHoTepanuu (3I'T) 6bino Helenecoobpa3sHbIM B CBA3M C OTCYTCTBMEM MATKM
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U pyaumeHTapHon matkon. MaTtka onpegenanacb y 33,3+12,22% »keHwuH, p>0,05.
CpegHue pa3smepbl MaTKK coctaBunm 26,8+16,14 (AW 10,07-39,6) mm, 15,6+£11,07 (6,9-
27,1) mm, 19,3£10,19 (6,3-24,9) mm.

Mbl pazpaboTanu anroputm obcneoBaHNA 1 eyeHnsa naumeHTok ¢ HOMM 46,XY.

Mpwu BbIABNEHUM KapuoTuna 46,XY 1 }eHCKoM GpeHoTUMne NPOBOAUTCA MONEKYNAPHO-
LMTOreHeTnYeCcKoe UccregoBaHme Ha Hannuyme reHa SRY. Bcem nauyeHTKam BbINonHAETCA
Y3/ opraHoB Manoro Ta3a, NaxoBblX KaHasoB, NMOMNOBbIX I'Y6 C Liefibio BbIABNEHWA TECTUKYI
1 OLIeHKN HannuuA 1 pasmepoB MaTKMu.

Mpwn otcytcTBUM reHa SRY (46,XY, SRY-) nauueHTKa € annasven maTku HanpasnseT-
CA ANA KOHCYnbTauMW K Bpauvy — aKyllepy-TMHEKOsory OTAeneHMsA BCMoMoraTenbHbIX
penpoayKTMBHbIX TexHonorun (BPT) ana pelweHna Bonpoca 0 BO3MOXHOCTU nNpoBefe-
HWA 3KCTpakoprnopanbHoro onnogotsopeHusa (AKO) ¢ AOHOPCKMMU AMLEKNeTKaMn 1
NPUMEHeHNA NPorpaMmM CypporaTHoro MatepuHCTBa. [py Hannuum rmnonnasnum mMmaTku
Ha3HauaetcA 3T Ha 12-24 mecAua. 3aTem NPOBOAUTCA KOHTPONbHOe Y3W ana oueHkm
AVHAMUKN NPUPOCTa MaTKM Y NPU AOCTUXKEHUW MOCnefHen CpefHMX nonynauNOHHbIX
3HaYeHUN NauMeHTKa HanpaBnAETCA K Bpauy — akyluepy-rimHekonory otaenexua BPT ana
peLLeHnsa Bonpoca 0 BO3MOXHOCTU nposedeHna KO ¢ JOHOPCKNMU ANLEKNeTKamu.

Mpwn Hannumm reHa SRY (46,XY, SRY+) naumeHTKe npoBoguTca akcnepTHoe Y3U n mar-
HUTHO-pe30HaHCHoe nccnegoBaHune (MPT) opraHoB manoro Tasa. [auneHTka Hanpasna-
eTcs B r’MHeKonornyeckoe otgenerve PHIL «MaTb v guTta» ans Xupypruyeckoro ygane-
HUA TeCTUKYN W/MAM ANarHOCTMYeCKon nanapockonuun. Matepman yganeHHbIX TeCTUKY
HanpaBnAeTCA Ha MMCTONOrMYECKOe NCCNef0oBaHNE ANA NCKYEHUA roHago6nacTombl U
nocneayioLlen KOHCYNbTaLuy Bpava-oOHKOOra no pesysbrataM nccnefoBaHus.

MNocne yganeHna TeCTUKyn Npu anaasvyv MaTku NauueHTKa HanpasiAaeTca ANnA KOH-
CynbTaLuMm K Bpaudy — akyllepy-rmHekonory otaeneHua BPT ana pelweHma Bonpoca o BO3-
MOXHOCTW npoBefeHnAa JKO ¢ JOHOPCKUMU ANLEKNeTKaMn 1 NPUMEHEHNA NMporpaMm
CypporaTHOro MaTepuHCTBa.

MNocne yganeHna TeCTMKyn Npy rmnonnasnum MaTkn HasHavaetca 3T Ha 12-24 meca-
ua. 3aTeM NPOBOANTCA KOHTPONbHOE Y3 Ana oueHKn ANHaAMUKN NPUPOCTa MaTKK U Npu
LOCTVXKEHMMW NociefHen cpefHuX NoNynALMOHHbBIX 3HAYeHNN NaLmneHTKa HanpaBnaeTca
K Bpauy — akyllepy-rmHekonory otaeneHua BPT ana pelweHuna Bonpoca 0 BO3MOXHOCTHU
nposegeHnA KO ¢ LOHOPCKMMU ANLEKNEeTKaMN.

OHK-uccnepoBaHua: npu Hanuuuy TeCTUKYN UAW NoAaTBepXAeHnn uHpopmaumm obd
yAaneHn NaxoBblX FPbK B AeTCTBE NPOBOAUTCA MONEKYNAPHO-TeHeTNYeCKoe nccneno-
BaHVe CMHAPOMa HeYyBCTBUTENbHOCTU K aHAaporeHam (reH AR). Mpwu BbiABNEeHUN HOCU-
TenbcCTBa reHa AR npu cnHApome HeuyBCTBUTENIbHOCTM K aHApOreHam (X-cuensieHHbIn
BapviaHT HacnefoBaHMA) peKoMeHyeTcAa NpoBeAeHne KIMHUKO-NnabopaTopHoro obcne-
[lOBaHUsA BCex cnbcoB npobaHpa »KeHCKoro nosa. PoacTBeHHOe JOHOPCTBO ANLEKNIETOK
BO3MOKHO TONIbKO NOC/IEe NCKNIOYEHNA HOCUTENbCTBa reHa AR (CM. pUCYHOK).

B 3AKJTIOMEHUE

Mpwn BbiABAEHUM TpaHCNoKaumMm X;ayTocoma pekomMeHAoBaHO npumeHeHue BPT ¢
MCMoMb30BaHNEeM [OHOPCKON ANLEKNETKN WA NpoBefeHne npeabiMmnaaHTaLMoHHOro
reHeTUYeCcKoro TeCTUPOBaHKA.
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HapyLueHrie dopmupoBaHus nona 46,XY. Anropntm o6c/iefoBaHUA U NeYeHus

MNMEPBUYHAA AMEHOPES: KapuoTtnupoBaHue

\J
46,XY 1 KeHCKni GeHoTmn

\J

46XY,SRY- <« Mcc"e”;f::"'e R > 4eXVSRV+
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NHcTpymeHTanbHoe nccnepgoBaHmne opraHos manoro Tasa (Y3U, MPT, KT)

v Y y v

Matkun HeT Martka ectb Matka ectb Matku HeT
TecTkyn HeT TecTkyn HeT TecTuKynbl ecTb TecTuKynbl eCcTb

’

3rT <—— OnepaTrBHOE yfaneHvie TeCTUKY
KO ¢ npumeHeHrem ¢
CyppOraTHOro maTepuHcTBa l l
1 JIOHOPCKMX NPOrpaMm
3KO c npumeHeHnem KoHcynbrauua
AOHOPCKMX MPOrpaMm OHKofora

AnropuTtm nogrotoBku K KO nawuneHToK ¢ HapylweHnem ¢opmMmupoBaHus nona
Algorithm of preparation for IVF for female patients with gender formation disorder 46, XY
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