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crembl. [Ipumenenne MeToanku ¢GaroTUNMPOBaHMS MO3BOJIUT
MCIMoJb30BaTh GakTepruodary B KayecTBe Tepanuu peLuan-
Bupytowux VIMI, a Takske y 60JIbHBIX, HAXOASLIMXCS HA CTa-
LMOHAPHOM JIeYeHMH, MOJBEPriIMXCs BO3ZENHCTBUIO arpec-
CMBHOM HO30KOMHMaJbHOI1 ¢priopbl. Bakrepuodaru 6e3onacHsl
ans GosbHbIX, Hyskaawumxces B npopunakriuke UMIL Bugo-
creunduiHOe sieiicTBIEe paroB obecrneynBaeT CTabUIbHOCTD
KULLIEYHO (PIIopPbIL.

3AKTIOYEHUE

[po6iema UMII B yponoruu Bceraa siBasiiach KpaiiHe
aKTyaJIbHOI M 10 CMX MOP OCTAEeTCs B MOJIE 3PEHHs Cleln-
JIMCTOB BO BCeM Mupe. B Hacrosiiee Bpemst B CBSI3M CO
Bce OoJ1ee 1 60J1e€e Bo3pacTaiollieil pe3aCTEHTHOCTbIO K aHTH-
OakTepuasbHBIM TpenaparaM afeKBaTHOe U paLuOHaIbHOe
MX NpUMeHeHe nprobperaeT 0coOeHHO 6OIbLLIOe 3HaUeH e
KaK JJIs1 JIe4eHHs1 1 yyy4dlleHns] KauecTBa KU3HN ypOJIoruie-
CKOTO MalMeHTa, TaK M [ 300POBbs MONYJISLMU B LIEJIOM.
OnHako Ha OaHHbBIE MOMEHT B COBPEMEHHOM KJIMHUYECKOMI
MpaKTHUKe 3TO SBJISIETCS CJIOXKHOM 3ajaueir, U OT creuua-
JMCTOB TpeOyeTcst Kak COOJIONeHe OCHOBHBIX MPHUHLMIOB
1 pekoMeHpauuit B auardoctrke VIMII, Tak u yeTkoe cneno-

BaHKWE NPUHSATBIM aJITOPUTMaM JIeYeHUsI. Bce sTo B COBOKYII-
HOCTH NMO3BOJIMT 3HAYUTEJIbHO CHU3UTb POCT PE3NUCTEHTHO-
CTH ypOIaTOTreHoB.

Pabora Bbinonxena npu nopaepxkke PH®, cornaruenne Ne 19-15-00379.
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XX-TeCTUKyApHasa $opMa HOpPYLUEeHUS
dopMUNPOBAHUS MOAQ: peAKasd opMa MYXCKOro
6ecnaoana. KAMHMYeckoe HabAlopAeHne

K.M.H. 9.B. Mpokonbes’, K.M.H. E.}O. AHTponosa’, A.Mm.H. M.1. Masutoea’, K.M.H. U.B. Katouapos?

KIMA — dunnan @recy Ano PMAHMO MuHzapaea Poccuun, KasaHs

2PrAQY BO KDY, KazaHb

PE3IOME

B Poccuu yacmoma becniodHbix Opakos 8 pasnudHuix pecuoHax konebnemes om 8% 00 17,2%. 3HadumensHas 4acmy HapyweHuli ¢popmupo-
8aHUS NOJIA U N0I08020 PA3BUMUS, MANCETbIE POPMbI HAPYWIEHUS PenpoOyKyuL, uOUONamu4eckoe 6ecnaodue MyMICHuH U HCEHWUH, NPUebld-
Hoe HegblHAWUBAHUe bepeMeHHOCMU 00YCI081eHbl UMEHHO 2eHemuyeckumu pakmopamu. Hapywerue popmuposatius nona — amo cocmo-
SHUE, C6513AHHOE C KJ'ILIHLIKO—6LIOXUMLI‘1€CKUM nposeieHueM Hecoomseemcemeus Mef}t{()y 2eHemu4ecKuM, 20HAOHBIM U (peHOITIlII‘ILI“IECKUM noJjiom
pebenka. B cmamve npedcmasneHo knuHudeckoe Habn00eHue, deMOHCmMpuUpyowee OaHHYo namoaoeuto. Llenvio demoHcmpayuu Huxce
npedcmagieHHo20 KUHUHECKO20 CYHAs A6A8emcs YKA3aHUE HA 8ANCHOCMb KAPUOMUNUPOBAHUS Npu JeHeHuu uduonamu4ecko2o becnaoous

Y MYMCHUH.

Tenemuyeckoe KOHCYIbMUPOBAHUE S8719emCs OOHUM U3 NPUOPUMEMHbIX Memooo8 8 penpoOykmueHoti meouyute. OHO 0COOEHHO aKmyab-
HO npu uouonamuyeckoM mMyncckom 6ecnioouu, m. K. e20 pe3yibmamsl MO2Yym NOMO4s 8 YCmaHosaeHUuU OUdeHO3d, onpedeatims npozHo3
U C80e8PEMEHHO HA3HAHUMb adekgamHoe Jedenue. [Ipakmuka nokasvieaem, 4mo 0€3 Kapuomunupo8aHus My»ICiuHbl ¢ UOUONAMUHECKUM
Oecnnioouem mMo2ym OUMENbHO U 0€3pe3ybmamHo 06C1e008ambCs, NOAYHAMb HENCENAMENbHbIE UHBA3UBHbIE NPOYEOYPbI U HEAOEKBAMHYIO

mepanuio.

KitoueBble cioBa: uouonamuuieckoe Myxcckoe becniooue, HapyweHue GopMUPOBAHUS NOAA, 2EHEMUHECKOE UCCIE008AHUE.
Hns untupoBanus: [Ipokonees A.B., Aumponosa E.I0., Masumosa M.H., Kntouapos HU.B. XX-mecmukynspHas popma Hapywierus popmupo-
8aHus noaa: peokas Gopma myxcckozo becnaoous. Knunuieckoe nabnioodenue. PMXK. 2019;11:26-28.
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ABSTRACT
XX testicular disorder of sex development: rare variant of male infertility (case history)
Ya.V. Prokop’ev’, E.Yu. Antropova', M.I. Mazitova!, I.V. Klyucharov?

'Kazan State Medical Academy — Branch of the Russian Medical Academy of Continuous Vocational Education
?Kazan Federal University

In various regions of Russia, 8% to 17.2% of couples are infertile. Most disorders of sex development and abnormal sexual development, severe
reproductive disorders, idiopathic male and female infertility, and recurrent miscarriage result from genetic factors. Disorders of sex development
are characterized by clinical biochemical manifestations of the discrepancy between genetic, gonadal, and phenotypic sex. The paper addresses
case history which describes this disorder to emphasize the importance of karyotyping when managing idiopathic male infertility.

Genetic consulting is one of the prior methods in the reproductive medicine. It is of special importance in idiopathic male infertility since
its results may help verify the diagnosis, determine the prognosis, and prescribe early adequate treatment. Daily practice demonstrates
that in the lack of karyotyping men having idiopathic male infertility generally undergo numerous unsuccesstul examinations and receive

unnecessary invasive procedures and inadequate treatment.

Keywords: idiopathic male infertility, disorders of sex development, genetic testing.
For citation: Prokop’ev Ya.V., Antropova E.Yu., Mazitova M 1., Klyucharov I.V. XX testicular disorder of sex development: rare variant of male

infertility (case history). RMJ. 2019;11:26-28.

BBENEHUE

[lo HeKOTOpbIM NaHHbIM, 3auaTie B TeueHue 1 rona He npo-
ucxomut y 15% ceKkcyanbHO aKTMBHBIX Map PenpORYKTMBHOTO
BO3pacTa, He npuberarolyx K KoHrpaueniyi [1]. B Poccun ya-
croTa 6ecryIofHbIX OPaKOB B PasJIMUHBIX PErMOHAX KOJebeTcs
ot 8% 1o 17,2% [2—4]. Becrinonye — 310 3a0071€BaHNe, XapaKTe-
pu3ytoLLieecs: HEBO3MOXKHOCTbIO IOCTHYb GEPEMEHHOCTH TOCTIe
12 mec. peryssipHOii 10J10BO 5KM3HM 6e3 KOHTpALENL1K BCTlen-
CTBME HApYLUIEHWs] MHAMBUYaJbHOI MO0 COBMECTHOI C map-
THEPOM CIOCOOHOCTH CyObeKTa K penponykumu [5]. AHomanuu
¢$hopMHpOBaHKs 10712 3aHMMAIOT TPeTbe MECTO B CTPYKTYype Mo-
POKOB pasBUTKS y 4esoBeKa. [eHeThueckre uccnefoBaHust o-
CJIE[IHUX JIET CBUAETENbCTBYIOT O TOM, UTO 3HAUMTeEsIbHAsl YacTb
HapyLIeHWi pOPMHUPOBaHKS 11071a W MOJIOBOTO Pa3BUTHSI, TSIKe-
7ible hOpMbl HapyLLEHHs! penpoayKLMH, UAKONaTHIecKoe bec-
TUIOZiie MYSKYMH U SKEHLUMH, NPUBbIYHOE HeBbIHALLMBaHKe Oe-
PEMEHHOCTH 00YCIOBIIEHbI IMEHHO reHeTHYeCKUMU (PaKTOpaMK
[6]. laHHas Tema 3acCiy>KMBaeT MPUCTAIbHOTO BHUMAHHS CMEsK-
HBIX CIELMaNUCTOB, TAKUX KaK 3HAOKPMHOJOIH, YPOJIOTH, aH-
I pOJIOTH, TMHEKOJIOTH, FeHETHKHU, ICUXUATPBIL.

Bo BpeMmsi poliecca orionoTBOpeHus TPOUCXOANT XPOMO-
COMHasl JeTepMUHaLysl, IPU 3TOM Y-Xpomocoma obecreun-
BaeT Mocjeayolliee reHeThIeckoe pa3BUTHe MY>KCKOTO Moa.
B nucranbHO yacTM KOPOTKOro miaedya Y-XpOMOCOMBI pac-
nonaraercst SRY (Sex-determining Region Y — Y-cueruien-
Hblil TeH), KOHTPOJMPYIOLIWit AUpPepeHLIMPOBKY TECTUKYJ
Y IETePMUHUPYIOLLMIt My3KCKO# 1071 [ 7]. Bosbluas uacTb reHOB
IJIMHHOTO Tleya Y-XpOMOCOMbI 4ejloBeKa BOBJI€U€Ha B KOH-
TPOJIb CO3PEBaHMSI MY>KCKMX MOJIOBbIX KJIETOK M OTBEYaeT
3a criepMarorese3 1 GOpMHUpPOBAHNE MYKCKOTO OeCIIonus.
Jrot yuacTtok HaseiBaercst AZF (Azoospermia Factor, «pakTop
asoocrepmun») [8].

3aksazKa siM4eK y ueroBe4eckoro aMOpPUOHA MPOUCXOIUT
Ha 28-30-e cyT aMOpuoreHesa B BiJie apHbIX yTOJLLEHHI] Lie-
JIOMHUUYECKOTO 3MUTENHSl Ha MeJMOBEHTPaIbHOI MOBEPXHOCTU
TIepBUUHbIX MOYeK, WK Me30oHeppocoB. [lo 8-it Hen. BHYTpU-
YTPOOHOrO Pa3BUTHSI HANTH PasIMuMsl B MYXKCKUX M JKEHCKHX
TIOJIOBBIX OpraHax HeBO3MOXKHO. KpuTuueckuii nepuon passu-
THsl SMOPHMOHA C 3TOI TOUKHM 3peHunst — 3To 45—50-i feHb (8-
Hejl.), IMEHHO Ha 3TOM CpOKe MPOMUCXOAMT nosioBast Audde-
penuupoBska [9].

Hapyiienune ¢popmuposanus nosna (HOIT) cBsizaHo ¢ KIMHM-
KO-OMOXMMHYECKUM HECOOTBETCTBHEM MEKIY FeHEeTHUECKHM,
FOHAZHBIM M peHoTUIHYecKUM nosiom peberka [10]. Yacrora

XX-uHBepcuM nosna, Wiv cMHApoMa XX-My>kunH, XX-TeCTUKy-
J1s5pHO#1 ¢opMbl HapyLleHns: GOpPMUPOBaHKS N0J1a (CHHAPOM
ne ns Ulanenns) cocraensier 1 Ha 20 Tbic. myskunn [11, 12].
B 85-90% cnyuaeB arta marosnorus oOyClOBJeHA HaJIMuM-
eM reda SRY. [lpyunHOil pasBUTHSI CMHAPOMAa MOXKET ObITb
CKpBbITbIIt MO3anLM3M 1o Y- unu no SRY+ X-xpomocome, B T. u.
B roHaznax [13]. bonbluas yacTb reHOB JUIMHHOTO Mleya Y-Xpo-
MOCOMbI BOBJIEYE€HA B KOHTPOJIb CO3PEBAHMSI MY>KCKMX TOJIO-
BbIX KJIETOK. BcrenctBue oTcyTcTBUS reHoB jlokyca AZF (oT-
BevaroLLKx 3a 11 PepeHLIMPOBKY MYKCKUX M0JIOBbIX KJIETOK),
Hanmuust XX-CLerieHHbIX TeHOB Y XX-My>KUMH JIMarHoCTrpy-
10TCs1 a300cnepmust 1 Gecrtonve [14, 15].

Lesnblo 1eMOHCTPALMK HUXENpPeCTaBIeHHOTO KIIMHUYe-
CKOTO CJyuast BJISI€TCS yKa3aH!e Ha BaXKHOCTb KapUMOTUITUPO-
BaHUSI IPH JIEYE€HNH UAMONATUUECKOTO OECIIONNS Y MY3KUMH.

KJIMHWYECKOE HABJIIOEHUE

Ha npuem k ruHekosory obpatuiach Cynpyskeckast napa pe-
NPOAYKTMBHOrO BO3pacTa C 3kanoboii Ha OTCyTCTBIE OepeMeH-
HOCTHU B TeueHHe 3 JIET peryisipHoii oJ10Boi sku3Hu (2—3 pasa
B Hezeno). B pesynbrate o6cnenoBaHKst ObUTH BbISIBJIEHbI Ha-
pYLUEeHHsl CO CTOpPOHbI MapTHepa, KOTOpbIi Obll HampasieH
Ha KOHCYJIbTALMIO K YPOJIOTY-aHAPOJIOTY.

IMpu KMHMYECKOM 00C/IeN0BaHUK ObLIO BbISIBJIEHO: MaLM-
eHT Mysxckoro nona, 1993 r. p. Poct — 170 cMm, Bec — 75 Kr,
MHIIEKC Maccel Tena — 25,95 kr/m? TenocnoxkeHue runepcre-
H1YecKoe (LLMpokue Genpa v rpynHast KeTka, KOPOTKKe HOTH,
PYKH U 11Ies, MOLL{HbIe KOCTH), OJIKO3KHO-KMPOBasi TKaHb Upes-
MepHO pasBuTa B oOnactu Tanuu, Oenep, rpyau. Bosocs-
HOW MOKPOB Ha JMLe, Topce OTCyTcTBYyeT. HapyskHble mo-
JIOBblEe OpraHbl PasBUTbl MPABWIbHO, MO MY>KCKOMY THILY,
cTeneHb MacKyaMHu3auuu — 12 6annos. [Ipu ocMoTpe noso-
BOI1 WleH HOPMaJIbHbIX Pa3MepoB, SIMUKH MJIOTHOI KOHCHUCTEH-
LMK, NaJIbIIMPYIOTCS B MOLLIOHKE, pasmepoM 1,0 x 0,5 cm, 6es-
Oone3HeHHbI py nanbnauuy (puc. 1).

IMocne knvHMYeckoro oOcnenoBaHus MaLMEHTy MpOBeIeH
aHaJIM3 rOpMOHaJIbHOTO (OHA A7l UCCTIeNOBaHMS PYHKLMIA pe-
MPOAYKTUBHOI1 cucTeMbl (Tabmn. 1).

V3 pesynbraToB NpoBeEHHBIX MCCIENOBAaHMI OOpallaer
Ha ceOsl BHUMaHKMe HU3KUI1 YpOBEHb OOLIEro TECTOCTEpOHaA
1 BbICOKMIi ypoBeHb PCI n JII, N0 naHHBIM 3Ke, NOJTyYeHHbIM
B pesyJibTaTe aHauu3a CliepMOrpaMMbl, — OTCYTCTBHE CliepMa-
TO30MIOB B 95IKYJIAATE, B T. U. OCJIE LEHTPUYTHPOBAHMUSI.
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Puc. 1. MaymeHT A.

Ta6bnuua 1. Pe3ynsraTtbl FOPMOHANLHOMO MCCE[0BaHUSA
naumeHTta A.

Moka3artenb PesynbTar Peﬂ;‘f{iﬂ:‘b'e
TecTocTepoH 06LLKiA, HMONb/N 5,30 6,07-27,10
TecTocTepoH CBOBOAHBIA, Nr/MA 11,39 4,25-30,40
?;;’g?)vy'"hz"‘cn‘éc/m“"y””py“’””“ ropmor 30,70 1.27-19,26
JtoTenHuampytowmii ropmon (J1r), MME/mn 17,60 1,24-8,62
Mponaktud, MME/n 213,00 55,90-278,40
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Pwuc. 2. KapuotunmposaHve nauuenTta A.

[lauventy mnpoBeneHbl [OMOJIHUTENbHBIE — FeHETHYecKHue
uccnenosanust: SRY, neneuus nokyca AZF 1 KapuOTUIIMPOBaHHKe.

Ananus Ha onpegenenue reda SRY nokasasn nojgoxuresb-
HbIl pesynbTaT aBaxkabl. [1pu onpenenenun neneunn AZF yo-
kyca meroznoM [P B pexkxnme peanbHOro BpeMeHH BblSIBIIEHbI
neneun B 3 cyOperroHax Bo Bcex 13 mapkepax (sY86, sY84,
sY615,sY127,sY134,sY142,sY1197, sY254,sY255,sY1291,
sY1125, sY1206, sY242). Hanuune cTonb 3HAYMMBbIX M3MeEHe-
HUI1 B 7T0Kyce AZF 3acTaBuIIO MPHOCTaHOBUTD AasbHeliiee 00-
CJlefloBaHKe NalMenTa 10 TOTOBHOCTHM aHajM3a KapyuoTHIa.

PesyrnbTarbl KapUOTUNMPOBAHUS! PEZCTABTIEHb! HA PUCYHKE 2.

3akmounTenbHblii auarHos: kapuotun 46, XX. Jucomus
X-xpoMocombl y MyskunHbl. Cunapom ne ns Llanenns. Pexo-
MEHJI0BaHa KOHCYJIbTaLMs TeHEeTHKa.

OBCYXIEHUE

OCHOBHBIM METOJ,0M OLIeHKH PpepTUIbHOCTH MY3KUKH SIBJISI-
eTCsl MCCTIefloBaHKe TMoKa3aTesieil 3sKysTa. XapakTepucTUKN
CriepMOrpamMMbl SIBJISIIOTCSI BBICOKOBapHabebHbIMU KaK Y OfI-
HOTO MHAMBUAYYMA, TaK U MEXKAY PasHbIMU My>KUMHAMU. Myxk-
UMHBI C HOPMaJIbHIMU MOKA3aTeIsIMU CIIepMOrpaMMbl MOTYT
OKa3arbCsl OeCryIONHbIMU BCTIEICTBUE HApPYLIEHHs OIJIONO-
TBOPSIIOLLEN CIOCOOHOCTH CIEPMAaTO301I0B, FeHETUUECKHX e-
($eKToB M Apyrux GakToOpoOB, NPENITCTBYIOLMUX HOPMATIbHOMY
($opMMPOBAHHIO, Pa3BUTHIO M MMIUIaHTaLMK1 3MOpHoHa. Hapy-
LLIEH/e CTiepMaToreHesa py MyskKCKOM OeCIIoiK MOKET ObITb
o6ycnosneH0 XPOMOCOMHbBIMH aHOMAJIUSIMU U TEHETUYECKUMMU
nedeKTaMH, UX YacTOTa SIBJISIETCS] HauOOJIbLLEl Y NALMEHTOB
C HeOOCTPYKTUBHOI1 a300CTIEpMHUEIL.

JlaHHbII NaLMEHT He HY)XAAeTCs B Ha3HAaueHWM Mpemnapa-
TOB TECTOCTEPOHA, YTO MOITIO Obl ObITb CHENAHO MO aHAJM-
3y ropMOHasIbHOro ¢oHa. Bbin npenioxeHbl BapUMaHTbl MH-
CeMMHaUMK JOHOPCKOI crepmoii, IKO ¢ moHOpCKO¥ criepMoit
WM yCbIHOBJIEHMsT pebeHka. Myskckoe Oecruionue siBisercs
He TOJIbKO MEeJMLIMHCKOI TPOGIeMOiA, HO M CTPECCOBOIi CHTYya-
uueit. Bbisia pekoMeHJ0BaHa KOHCY/IbTaLMs ICUX0JIOTa.

3AKJTIOYEHUE

FeHeTl/I‘{eCKOB KOHCYJIle/IpOBaHMe ABIAETCa OOHUM U3 l'lpI/l-
OPUTETHbIX METOLIOB B PENpPONYKTUBHOI MeauLMHe. OHO 0co-
6eHHO aKTyaHbHO l'lpI/l UONOIIaTUYECKOM MY)KCKOM 6EC1'IJ'IO,Z[VII/I,
T. K. €ro pesyanaTbl MOFYT ITIOMOYb B yCTaHOB)’IeHI/II/l JurarHosa,
onpenenmb HpOFHOS u CBoeBpeMeHHO HA3HAYUTDb aIeKBATHOE
neuenue. [lpakTrka MokasbiBaeT, uto 0e3 KapUOTHUIMPOBA-
HUA MY)K‘-[VIHbl C UOUONAaTUYECKUM 6EC1'IJ'IOZ[VIeM MOFYT IJin-
TEeJIbHO U 6e3pe3yanaTHo 06CJIeZl0BaTbCH, nonyanb HexXela-
TeJIbHbl€ UHBA3VBHbIE Hpouenypbl nu Hea,[leKBaTHy}O Tepanmo.

Jlumepamypa

1. Practice Committee of American Society for Reproductive Medicine. Definitions of
infertility and recurrent pregnancy loss: a committee opinion. Fertil Steril. 2013;99(1):63.
2. Agarwal A, Mulgund A., Hamada A., Chyatte M. A unique view on male in fertility
around the globe. Reprod. Biol. Endocrinol. 2015;13:37.

3. ®ponosa H.JL., benoxpuunukas T.E., Arnoxosa JLU. u up. PacmpocTpaneHHOCTH
¥ XapaKTepyUCTyKa Oecriofus y KeHIIMH MONOKOro (pepTHIbHOTO BO3PACTa, MPOXKI-
Batomux B 3abaitkambckoMm kpae. Acta Biomed Sci. (Bromnerens BCHII COPAMH).
2014;4(98):54-58. [Frolova N.I, Belokrinitskaya T.E., Anokhova L.I. et al. The prevalence
and characterization of infertility in women of young fertile age living in the Trans-Baikal
Territory. Acta Biomed Sci. (Bulletin of the VSNS SORAMN). 2014;4(98):54-58 (in Russ.)].

onnvuii cnucox numepamypol Bvt mosxceme natimu Ha catime http://www.rmj.ru

28

PMJK, 2019 Ne 11




