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Pe3stome. Tekwupysda kpunmopxuamu 6op bonanap ea ycmupnapda Y xpomocoma AZF deneyusicuHu nonumepas 3aHxup pe-
aKkyusicu maxnuiu Hamuxanapu KypcamuneaH. KpunmopxuamHuHe acopamnu waknnapu 6op bemopnapda maxiun ymka3unaaH: UKKU
momoHnama abdomuHan waknu aHOPXU3M/MOHOPXU3M; KPUNMOPXUSMHUHE MECMUKyna XaxXMUHUH2 Ky4nu ughodanaHaaH kamaliuwiu
6bunaH bupeanukda kenuwu (MUKpOOpXudU3M); KpUNMOPXU3MHUHe aunocnadus bunaH bupeanukda Kywunub kenuwu. Tekwupuw Ha-
muxacuda 7 ma KypukOaH ymka3uneaH bemMopHuHe 4 macuda Y xpomocomaHuHe AZF deneyusicu aHuknaHOu. Monumepa3s 3aHxup
peakyuscu MeKWwupysUHUH2 HKopU uHgopmamugnuau ywby 2ypyx bemopnapda AZF deneyusicuHUHe mapkaneaHnuauHu aHuKmnaw
UMKOHUHU 6epadu.

Kanum cysnap: AZFnokyc, Yxpomocoma Mukpodeneyuscu, 2uno2oHadusm, Kpunmopxusm, 2unocnadus.

Abstract. The study presents the results of PCR analysis of AZF Y chromosome deletions in boys and adolescents with com-
plaints of cryptorchidism. The analysis was carried out in a small group of patients with the so-called complicated forms of cryptorchid-
ism: 2-sided abdominal form anorchism/monorchism; a combination of cryptorchidism with a pronounced decrease in the volume of the
testicles (microorchidism); combination of cryptorchidism with hypospadias. As a result of the study, AZF deletions of the Y chromo-
some were detected in 4 out of 7 examined patients. The high information content of the PCR study indicates the possible prevalence of
AZF deletions in this category of patients

Keywords: AZF locus, Y chromosome microdeletions, hypogonadism, cryptorchidism, hypospadias.

AKTyanbHOCTb UccneaoBaHusA. Y-XpOMOCOMa - OfHa U3 CaMbiX HEDOMbLUMX B TEHOME YEeroBeka, COAEPKUT HEMHOTUM
Bonee 86 reHoB, Hanbonee 3Ha4MMbIM 13 KOTOPbIX ABNSeTCS reH SRY, cryxalluii reHeTUYeCKUM «BKMKYaTeneM» Ans passuTis
opraHu3ma no Myxckomy Tury. B otnuune ot gpyrux, Y XpoMocoma MoABepeHa BbICOKOW CKOPOCTW MyTUPOBAHMS, MpK 3TOM
(heHOTUNNYECKNE NPOSIBREHNS TakX MyTauuil MOryT MPOSBAATLCA OrPAHUYEHHLIMU CUMNTOMaMU, CBS3AHHLIMW C PasBUTUEM
MY)XCKMX MPW3HAKOB Mnu He nposiBnsTbes Boobuwe [1,2,5,6). C 1976 r., korga B AMCTaNbHOM Yy4yacTke AMMHHOrO nneya Y —
XPOMOCOMBbI BbIn ONKCAH FeHHbIN KOMMIEKC MYXCKON (DEPTUNBHOCTH, AeneLuu (NoTepu) aToro fokyca, HasbiBaeMoro yakTopom
asoocnepmun (AZF) akTMBHO mccnepylTcs. PaHee cuuTanoch, Y4To KpoMe a3oocnepMun Apyrix EHOTUMMYECKUX NPOSIBNEHNN
peneunn AZF He umetoT, oaHako psg nybnukauuin B 2017-2021 rr., rae NprBOLAATCA KIMHWYECKUE AaHHbIE HOCUTENEN feneuuii
MOKa3bIBaKT, YTO 3TO [JaNieko He Tak. Y maumeHToB ¢ aeneunsamu AZF HamHOro yale, Y4em y nuy ¢ becnnogmem 6es aeneun,
BCTPEYAITCH KPUMTOPXWU3M, r1nocnagmns, MUKPOOPXMAM3M W runoroHaamam. bornee Toro, cyliecTByeT runoTesa BblCkasaHHas
Skakkebeak B 2001r. 06 0obuiem reHeTM4ECKOM (hakTope pasBWTMS KPUMTOPOXM3MA, rMnocnaaun, asoocnepMun U paka smdka
(TDS-CHOPOM TECTUKYNSPHON ANUCTeHe3nn), MpUCYTCTBYHOLLEM Ha Y- xpomocome [1,3,4,8,9,10].

Llenb uccnepoBanusi: aHanua cTpyktypbl AZF-nokyca Y-XxpoMOCOMbI Yy Manb4MKOB W NOAPOCTKOB C HapyLLEHWEM nomo-
BOrO Pa3BuTHS.

Matepuanbl u MeTofbl UccreaoBaHusA. AHanu3 nposedeH B HEGOMbLLON rpynne NalMeHToB € Tak Ha3blBaeMbIMW OC-
NOXHEHHbIMM hopmamK KpUnTopxuaMa - koraa nocne yrnybneHHoro obcnenosaHns npegnonaranack 2-x CTOPOHHSS abaomu-
HanbHas dopma Kpuntopxuama, nubo OTCYTCTBME OZHOTO UMW 0BOUX AnYeK (aHOPXM3M/MOHOPXW3M); MPW COMETAHUW KPUNTOP-
XM3Ma C BbIPaXEHHbIM YMEHbLUEHMEM 0BbeMa TECTUKYN (MUKPOOPXWAM3M); KOr4a KpUMTOPXM3M COYETancs C 9KTon1en pacnoso-
KEHWS ypeTpbl - rnocnagmeit. Beero n3 120 obpawermnin 8 PCHIMLL no noBogy 0TCYTCTBUS MYeK B MOLLOHKE B TeveHun 2022
rofa Ha Takue OCrOXHEHHble Cryqaun npuwnock 7 HabnogeHni (tabn.1). MpoeeaeHo obLieknuHnieckoe, oblee v cneumanbHoe
aHOpOMnorMyeckoe UCCrneoBaHue .
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Xankapo unmuii-amanui KoHepeHLms

OueHka ¢huanueckoro passutus obcredyembix NPOBOAUNIOCH NO LaHHBIM AHTPOMOMETPUYECKX M3MEPEHUIA, KOTOpbIE
MPOBOAMNMCh NO YHUULMPOBAHHO METOAMKE MyTeM pacnpefeneHus No LEHTUMbHbIM Tabnuuyam B COOTBETCTBUM C BO3PacToM
v nonom. MHaekc maccel Tena (MMT) onpegensncs B cooTBETCTBUM ¢ pekomeHaaumusmu BO3 (1998) [7]. O6bem suvek, onpege-
nanu, ucnonb3ays opxuaometp Mpagepa. Monosoe pasBuTHE OLEHMBANOCH B COOTBETCTBIUM C Knaccudukalen craguin nonosoro
co3pesaHus no TaHHepy B moandmkaumn [.M.Ckopogok, O.H.CasueHko (1984) [7].

FOpMOHanbHOE MCCMeNOoBaHWE - OnpefeneHne TeCToCTepoHa HONMMKYNOCTUMYMMPYIOLLETO U MIOTEUMHNU3NPYIOLLENO Top-
MOHOB NPOBEAEHO UMMYHOXVMUYECKM METOLIOM.

[ns onpeneneHus nokanusaumm 1 obbema TECTMKYN npu HeobxoaumocTW npoBedeHo Y3W opraHoB mManoro Tasa,
MarHUTHO-pe3oHaHcHas Tomorpadust abaoMUHansLHoM obnacTy.

Tabnuua 1. PesynbTathl yrnybneHHoro obcreoBaHNs ManbYMKoB M MOAPOCTKOB C HAPYLLEHUSMM MOMOBOMO Pa3BUTUS U aHanu-
30M MuKpogeneuui Y xpoMocoMmbl, BKIKOYas aHanus cTpykrypbl AZF-nokyca

['OpMOHanbHOe UccnefoBaHue
Maupen, [eneuns [leneTnpoBaHHbIi Tecro-
Ne|  KnuHuve- [unarHos KapuoTun Y MaDKe CTEpOH oCr nr-
CKMI cTaTyC pKep (Hmonb/ | (MMe/mn) (MMe/mn)
n)
A4r. 11 sY86, sY84,
mec 2-X CTOpPOHHWI K, sY615 ,sY127,
SDS pocra - | CocrosiHue no- 45X, sY134,sY142 0.51
1 1.7 cne opxuonekcum | (40%) ﬁé:ﬁ‘; sY1197 ,sY254 Hopwma gfsma E|.§5ma
Viestes2 | lunonnaanatec- | 46Xdel |50’ | sY265,5Y1291s 0.10- | o Py 8 |0 i 3
ml Tukyn , Mmnocna- | (Y)(qter). sY1125, sY1206 1.12) - o
penis 2 sm avs sY242
G1 (del AZF a—c)
W., 11 net6
Mec ,
SDS pocra ip’; ﬁ:gg;::“:'” a'gpma 0.71 096
2| +10 - ’ 46 XY AZFc sY1291 (0.10- HopMma Hopma (0.1-
V testes - 6 9 é7 (0.4-46) |78)
abs penis 3 obowux TecTukyn 37)
sm G1
P 18 meT CoctosiHre no- 0.60 0,47
p P | cne 2-x CTOPOH- ) HopMma 0,66
3 | 80sm Hew opxuonek- | 46 XY oreyrer- Hopwa (1.55- HopMa
V testes -2 BYyeT (0.98- '
cuu. Tvnonnasus 12.4) (1.7-86)
G1 38.5)
obowux TecTukyn
['mnoroHago- 0,38
C., 18 ner TPOMHbIN rUNOro- AZFa sY86 0,087 HopMma 0,4
4| P-8sm Haavam 46X | azFp sY134 Hopma | &g HopMa
V testes -3 gh+ (0.98- '
Tunonnasus AZFc sY1197 12.4) (1.7-8.6)
G1 38.5)
TECTUKYN
M.1.5 ropa
fg’? PoCTa | 5y cropoHHMi 031 1 043 052
5. KPUMTOPXM3M 46 XY oTeyTeT- HOPMA 1 |1 opma Hopma
testes -abs , oy ByeT (0.10- 0228) | (01-13)
penis 3 sm akopx3m (?) 1.12) - o
G1
M, 4 ropa 2
Mec. CoctosHue no- 0.4
SDS pocta | cne 2-X CT OpOH- H'o a 043 0.81
6 [ +0.1 Heil opXxuonek- 46 XY AZFc sY242 (0 F1)O- Hopma Hopma
testes -abs, | cun.Kpnntopxms 1 '12) 0.2-2.8 (0.1-1.3)
penis 3 sm M '
G1
2-X CTOPOHHMI 0.09 0.84 135
7| M. 5mec | KPUMTOPXMIM, —f ygyy | OTOVTCT HOPMA 1 opma | Hopma (0.1-
JKToAepmanb- ByeT (0.10- 0228) | 13)
Haa aucnnasus 1.12) - '

I'Ipvlmeanme. B Ta6nmu,e npencrasrieHbl CpeaHne 3HavYeHna and AaHHOro Bo3pacrta
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Bcem nauueHTam npenBapuTensHO NPOBEAEHO CTaHAAPTHOE LMToreHeTudeckoe obcnefoBanue ¢ auddepeHLmansHoi
G oKkpackoi XpoMOCOM.

MonekynsipHO-reHeTU4eCKkUin aHanns ans BoiseneHus AZF geneuuin Y XpoMOCOMbI NMPOBOAWICS WUCCNeoBaHUeM cre-
pytowmx STS-mapkepoB: AZFa: sY86, sY84, sY615; AZFb: sY127, sY134, sY142; AZFc: sY242, sY254, sY255, sY1197, sY1206,
sY1125,sY1291, meTogom nonumepasHoi uenHoin peakuyum (MLUP) B peansHoM BpemeHn kommepyeckum Habopom OO0 «HIMO
[OHK-TexHonorusa» (Poccns) B nabopatopun GENTEX-SERVIS.

PesynbTtathbl u obcyxaenue: Pesynbtatom MNLP nccnegosaHus ctano Boisienenune y 4-x u3 7 o6cnefoBaHHbIX nauueH-
ToB AZF fieneumin Y xpoMocombl (1abn.1). Mpn UMTOreHeTUYECKM YCTAaHOBNEHHbIX aHoManmsx Y y 6onbHbIx, MLP nccnegosanmne
NOATBEPAMIIO NPUCYTCTBUE CTPYKTYPHBIX M3MEHEHNA Y:

e cnyyan 1, naumeHT A. - KapuOTUNMPOBAHWEM YCTaHOBMEH MO3auuHbli kapuotun 45X/46X,del (Y)(qter)
(40%/60%), MUP uccnenosaHne BbISBUMNO NOMHOE OCTYTCTBME BCEX UCCREAyeMbIX MapKepoB a, b 1 ¢ nokycos
AZF (tabn.1);

e cnyyail 3, nauueHT P. - uuToreHeTMYeckn Habnoganock yBenuyeHue 6noka retepoxpoMaruHa B ANHHOM nie-
de Y - 46,XY gh+, a npu MUP nccneposaHny BbisiBNEHbI feneunn B a, b u ¢ nokycax AZF, MapkmpoBaHHbIX
sY86, sY134, sY1197.

B 2-x gpyrux cnyyasx geneunn AZF BbiSIBNEHbI Y NALMEHTOB C HOPMarbHbIM 46, XY kaproTunom:

e  cnyyai 2, naument LW. - neneuus AZF c-nokyca ¢ mapkepom sY1291;

e  cryyai 6, naumeHt M. - peneuus AZF c-nokyca ¢ Mapkepom sY242.

KnnHuyeckume aanHble y Bcex 06Cnef0BaHHbIX MOMNEKYNSPHO-LMTOrEHETUYECKMI METOAAMM NALMEHTOB BbIn CXOAHBIMM
(Tabn. 1), 3a UCKNKOYEHMEM naumeHTa A., y KOTOPOro OTMevanach 3afepxka pocTa, xapakTepHas 4nis npucyTcTaus 45,X KIoHa, a
Takxe runocnagus.

CoenaTb kakoe-nnbo cyxaeHne 0 KoppensaLmmn KIMHUYECKMX AaHHbIX C YCTAHOBMEHHbIM Y NaLWeHTOB reHeTUYeckuM CcTa-
TYCOM, MOKa MPELCTaBMSETCH BO3MOXHbIM, BBUAY HeOOMbLOro yucna HabnoaeHuin. daktop BbisBneHns AZF peneuuin Gbin
YYTEH B NPOrHO3e W TaKTUKe AanbHEeiLero BeAeHNs NauueHToB, MOCKOMbKY M3BECTHO, YTO Aeneuun AZF reHoB NpuUBOASAT K
rOPMOHaINLHON HecocTosTeNbHOCTU kneTok Jleraura u Ceptonu B CTPOME M CEMEHHbIX KaHarbLiax fnyek 1 X UCKyCCTBEHHast
CTUMYNALMS HexenaTenbHa. 3TO HECOMHEHHO CriefyeT Y4nUTbIBaTb NPKU FOPMOHaMNBHOM KOPPEKLMM HapyLLEHMIA NONOBOro passi-
THs. T.0., B K&XIOM Clyyae, Hanuuue geneunin Y y nauueHTa aano BO3MOXHOCTb NeauaTpy-3HOOKPUHOOTY, XUPYPry 1 aHaporo-
ry 6onee TOYHO BbIHECTM CykaeHMe 0 naToreHese K, onpeaenuTb TakTiKy BefeHUs G0NbHOTO M MPOrHO3 ero COCTOSHMS.

BuiBoabl. B o6cnegosanHom rpynne GonbHbIX aHanua cTpykTypbl AZF-nokyca Y okasancs BbICOKOUHGopMaTuBHbIM. OH
no3BONSET LEeTanu3npoBaTh [aHHble LMTOreHeTUYecKoro obCnenoBaHns npu yke BbISBEHHbIX aHoManusx Y, 0B0CHOBbLIBATL
NPOrHo3 1 onpefensTb AanbHeillee nevyeHne nauneHToB. Boicokas vacTota BbisBneHus AZF perneuuin - cBUOETENbCTBYET O
BO3MOXHOW pacnpoCTpaHEHHOCTU MUKpOaHOManui Y y iaHHON KaTeropii BonbHbIX.

YuuTbiBas MOMyyeHHble AaHHble, Mbl MPOJOMKAM WCCMEOOBaHWS B AAHHOM HampaBneHWM U OAHO3Ha4YHO bygem
peKOMeHA0BaTh TECTUPOBaHKe Ha MuKpoaeneumn AZF nokyca Y XpOMOCOMbI B OCAIOXKHEHHBIX Cry4asx KpUnTopxuama.
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AZF [JENIELMN Y XPOMOCOMbI Y JETEA U NOJPOCTKOB C KPUMTOPXNU3MOM
Cynmaroea L. T., ®posiHueHko I"A.

Pe3stome. VccnedosaHue npedcmagnsem cobol pe3ynsmamsi [NLP aHanu3a deneyuli AZF Y Xxpomocombl y Manb4yukog U nod-
POCMKO8 C Xanobamu Ha Kpunmopxusm. AHanua nposedeH 8 HebombLWOL epynne NayueHmoe ¢ maK HasbiBaeMbIMU OCIIOXHEHHbIMU
hopmamu Kpunmopxuama: 2-x CmopoHHsS abOoMUHarbHasi hopMa aHOPXU3M/MOHOPXU3M,; CoYemaHue KpUNMopXU3ma C 8bIPaXEeHHbIM
YMeHbWeHUeM 0bbema mecmukyn (MUKpoopxudu3m); coyemaHue Kpunmopxusma ¢ aunocnaduell. B pesynsmame uccnedosaHus y 4-x
u3 7 obcrnedosaHHbIX hayueHmos 8bisgneHbl AZF deneyuu Y xpomocombl. Bbicokas uHgopmamugHocms LP uccnedosaHus caude-
menibcmeyem 0 803MOXHOU pacnpocmpaHeHHocmu Oeneyuli AZF y aHHOU kame20puu 60s1bHbIX

Knrouesnbie cnosa: AZF-nokyc, mukpodeneyuu Y XpOMOCOMbI, 2Un020Hadu3M, Kpunmopxu3m, aunocnadus.
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