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CIIEKTP MHKPOI{EJI]@IIHFI Y XPOMOCOMBI, BKJIIOYAS PAKTOP
A300CHEPMUM (AZF) Y JETEU 1 IOAPOCTKOB C HAPYIIEHUAMMU ITOJIOBOI'O
PA3BUTUSA

‘Cynmanosa L. T., *Oposanuenko I A., Uanumosa I'A., ‘Anuesa /].A.

'"Pecrry6mmmkanckuii CiennanusupoBaHabiil Haydano npaktudecknii Mennumackuit LlieHTp
OupoxpuHonoruu uM. akagemuka E. X Typakymosa.
Tamkentckoro ['ocy1apcTBEHHOTO CTOMATOJIOTMYECKOro MHCTUTYTA. Y30eKucTan

v’ Pestome

Beseoenue. Ilpoonema uzyuenus muxpooeneuyuit Y xpomocomel, eéxouas 10kyc AZF y oemeii u
nOOPOCMKO6 AKMyaibHa, OOHAKO 6 Jumepamype COOMEEemCmEYIOuUX UCC1e006aHUNl KpailHe
Mano.

Lenv uccnedosanun — uzyuums cnekmp mukpooeneyuii Y Xpomocombvl, 6KII0YAA AHAIU3
cmpykmypol AZF-noxkyca u deneyuu 2ena SRY y manvuuxoe u noopocmkoe ¢ 0Cn0HCHEHHbIMU
dopmamu kpunmopxusma (K).

Mamepuanst u Memoosvl uccieooganus. Y S Maib4uKko8 U NOOPOCHIKOE NPOBEOCHO
o0ueKnunuuecKoe, odujee U CneyuanIbHoe AHOPOI0UYECKOoe UCCe006anue, yumozenemuiecKoe,
MONeKyAapHo-zenemuueckoe oocnedosanue (I1I[P), maznumno-pe3oHancnas momozpagus

Pesynomamut uccneoosanun. Bvicoxaa pezyrnomamuenocms (6 3-x u3 5 cayuaeg) eviagieHus
mukpooeneyuit. Y xpomocomwl ¢ Oeneyuamu AZF noKyca y npeocmasneHHvIX nAyueHmos
ceudemenbCmeyem 0 HeoOX00UMOCHU RPOOOJIHCEHUA UCCTe008AHUIl 6 OAHHOM HANDPAGIEHUU U
PEKOMEHOAuUU pacuiupenus NOKA3anuil K mecmupoeanuro na mukpooeneyuu AZF nokyca Y
XPOMOCOMbBL MATLYUUKOG U NOOPOCHIKOG C HAPYULEHUEM HON06020 PA3CUMUAL.

Bb16o0bt.  Bvicokasa pezynbmamugHocmy 6viasiienus mukpooeneuyuit Y y npeocmaeieHHbx
RAUUEHMOE CEUOCMENbCHEYEm O HEe0OX00UMOCIU NPOOOINHCEHUA UCCTACO008AHULI 6 OAHHOM
HANpagieHuu U PeKOMEHOAUUU PACUIUPEHUA NOKAZAHWIL K MECHMUPOBAHUI0 HA MUKDPOOeneUuu
AZF nokyca Y Xpomocombl ManbyuKos u nOOPOCMKO8 C HAPYUieHUeM NOI06020 PA3GUNIUSL.

Knioueevie cnosa: AZF-nokyc, Y Xxpomocomwvl Oenreyuu, 2UNOZOHAOU3M, KPURHOPXU3IM,
depmunvrocme.

Y-XROMOSOMALARNING MIKRODELECIYASINING SPEKTRI, SHU
JUMLADAN BOLA VA O'SMIRLARDAGI AZOOSPERMIYA OMILLARI (AZF)

! Sultanova Sh.T., *Froyantchenko G.A., ' Dalimova G.A. , 'Alieva D.A.

10'zbekiston Respublikasi SSV Akad Y. Turakulov nomidagi. Respublika
ixtisoslashtirilgan ilmiy-amaliy Endokrinologiya” Markazi
2Toshkent Davlat Stomatologiya Institutini

v Rezyume

Kirish. Y xromosoma, jumladan, bolalar va o'smirlardagi AZFning mikrosodeliyalarini
o'rganish muammosi dolzarbdir, ammo adabiyotda tegishli tadgiqotlar juda kam.Tadgigotning
magsadi xromosomalarning mikrododeliyalarining spektrini, shu jumladan, inftorchidizmning
murakkab shakllari bo'lgan AZF -lokusning tuzilishi va o'g'il va o'spirinlardagi o'g'rilar
singanligini tahlil gilish.
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Marerial va metodlar.5 o'g'il va o'smirlardagi materiallar va usullar umumiy klinik, umumiy va
maxsus andrologik tadqig, sitogenik, molekulyar tibbiy ko'rikdan o'tkazildi (PCR) magnit
rezonansni tekshirish

Natijalar Yuqgori samaradorlik (5 holatdan 3tasi) AZF Lokusomalardagi AZF Lokusesining
mikrododeliyasini aniglash ushbu yo'nalish bo'yicha tadgiqotlar va AZF Lokus Y-ning sinovini
kengaytirish zarurligini bildiradi O'g'il bolalar va o'smirlarning jinsiy rivojlanish buzilishlari bilan
Xromosoma.

Hulosa. Tagdim etilgan bemorlarda Y-xromosomaning AZF lokusning mikrodeleciya
moddalarni aniglashning yugori samaradorligi ushbu yo'nalish bo'yicha tadgigotni davom ettirish
zarurligini va jinsiy rivojlanishdagi o'g'il bolalar va o'spirinlarning xromosomlarining sinovlarini
kengaytirish zarurligini bildiradi.

Kalit so'zlar: AZF-lokus, Y xromosoma, gipogonadizm, kriptorxizm

THE RANGE OF MICRO -DELICIA OF THE Y CHROMOSOMES,
INCLUDING THE AZOOSPERMIA FACTOR (AZF) IN CHILDREN AND
ADOLESCENTS WITH SEXUAL DEVELOPMENT DISORDERS

! Sultanova Sh.T., Froyantchenko G.A., ' Dalimova G.A. , ‘Alieva D.A.

'Republican Specialized Scientific and Practical Center for Endocrinology of the Republic of
Uzbekistan named after Acad Y.Kh. Turakulov.,
Tashkent State Dental Institute

v" Resume

Introduction. The problem of studying the microdelias of Y chromosome, including AZF's locus
in children and adolescents, is relevant, however, there are very few corresponding studies in the
literature.The purpose of the study is to study the spectrum of microdelias of the chromosomes,
including the analysis of the structure of the AZF -Lokus and deletion of the SRY gene in boys and
adolescents with complicated forms of cryptorchidism (K).Materials and methods in 5 boys and
adolescents conducted a general clinical, general and special andrological study, cytogenetic,
molecular genetic examination (PCR), magnetic resonance imaging The results. High
effectiveness (in 3 out of 5 cases) detection of microdeleciya of Y chromosomes with AZF Lokus
deeds in the presented patients indicates the need to continue research in this direction and
recommendation to expand the testing of the AZF of the AZF Lokus Y chromosome of boys and
adolescents with sexual developmental disorders . Conclusions. The high effectiveness of detection
of microdeleciya in the presented patients indicates the need to continue research in this direction
and recommendations for expanding the testimony of testing AZF Locus Y Chromosomes of boys
and adolescents with puberty developmental development.
Key words: AZF-Lock, Y chromosome of deletion, hypogonadism, cryptorchidism, fertility.

AKTYaJIbHOCTH
WKpoJenenuy Y XpoMOCOMBI, 3aTparuBaroiye JIokyc ZF, BBISBIAIOTCS ¢ 4acToTOW OT 5 10
M 15% cpenu My>4rH ¢ OeCIUIOIMEM U U3MEHEHUEM TI0Ka3aTelell CriepMorpamMM ¢ 3aBUCHMOCTBIO
MEXy CTEIICHBIO HAPYIICHUH cliepMaToreHesa (0T OJUTo J0 a300CIIEPMUH) U JIOKAIHM3AIUEH Jenernii
[4,5]. TIpu atom uccneaoBanus MUKpoaenaeuii Y OOMbIIeii 4acThiO COCPEIOTOUYCHBI HA CPaBHEHUM
MY>KUMH ¢ HIAOTIATHIECKUM OectutioaueM (6e3 aHOMaIBHBIX aHAPOJIOTHYECKIX JAaHHBIX) C KOHTPOJIEM
13 GEePTUIBHBIX JUI WA OOIICH MOMmyJsiuei, MOCKOJIbKY CUYHTAETCs, UYTO BIUsSHHE Aeneiuil AZF-
JIOKyca Ha MYXKCKOH ()EHOTHUNI OrpaHWYCHBl HapyIIEHHEM CliepMaToreHe3a. Mexay Tem, aHaiu3
OMBITAa KPYIHBIX KIIMHUKO-TEHETHUECKUX uccaeaoBanuii AZF nenenuil He gaeT Takol OJHO3HAYHOCTHU
B TPaKTOBKE KIMHWUYECKUX TMpOsSBIeHUH. Hapsmy ¢ wucciemoBanusMu, He (HUKCHPYIONTAMU
JIOCTOBEPHBIX Pa3lIM4YMii YacTOTHl MHKponenenuid Y B TpyNIax MYXYWH C HMIUONATUYECKUM U
HEHIUOMATHICCKUM mopakeHueM siuek [1,4,6,7], ecTh AaHHBIC O MOBBINICHHON YaCcTOTE HAPYIICHUH
MOJIOBOTO Pa3BUTHs (THUIIOTUIA3MS SUYEK, MOHAPXW3M, THIIOTOHAIWU3M W BApHKOIICNIC) B TPYIIIS

N

162 ISSN 2181-712X. EISSN 2181-2187 «TuG6uémda sweu kyn> 10 (482022 NS




BBIBJIICHHBIX Hocutenedl nenmemmit AZF [10 ]. Takue pasnmuuus B OLEHKE (HEHOTHIMYECKUX
KOPpENALUN JIETKO OOBSICHUMBI METOJUKAMH OTOOpa WM OOCIIeIOBaHMs JIMI Ui AuarHoctuku AZF
JIOKyca, HO TIPH ATOM T€ K€ aBTOPHI 0CO00 OTMEYAIOT BAXKHOCTh CKPHHHWHTA MHKpOAeNenwid Y mpu
OYCBHUIHBIX MPUYMHAX TTOBPEKICHUS SMUCK, YTOOBI H30€kKaTh HEHYKHOTO JICUCHUSL.

Brisenenne Mukposenennit Y U XpOMOCOMHBIX aHOMaiwii B AZF pernoHe y B3pOCIbIX MAIeHTOB
CTaJI0 KIMHUYECKH BAXKHBIM IIOKa3aTeleM M YCIEIIHO BHEAPSETCS B MPAKTUKY BCIIOMOTATENbHBIX
PENPOAYKTUBHBIX TexHosoruil. Ho mpuBegeHHble BbImie wucciaenoBanus [5,6,7,10] mo3BosioT
CUMTaTh, 4YTO aHAJIM3 MUKpoJenenuid Y MOXKET OKa3aThCsl IEPCICKTHBHBIA MOIXOIOM B
muddhepeHnranbHON AUarHOCTHKE HApYIIEHUH TOJIO0BOTO Pa3BUTHA W CPEld JETeH W ITOJPOCTKOB.
YuuTeBas TeTEPOTeHHOCTh JTHUOJIOTHYECKHX (DAaKTOPOB TaKWX HAPYUICHUH, OIpeneiIeHne pOIr
MUKPOJICNICIUH TP HAPYIMICHUSIX TIOJIOBOTO Pa3BUTHUS MO3BOJWIO ObI CIENIaTh TOPMOHAIBHYHO HITU
XUPYPTrUUECKYI0 TEpanui0 y TaKWX MAlMEeHTOB 3THOIATOTEHETHYeCKH Oojee oO0ocHOBaHHOU. T.0
mpobiieMa M3ydeHUs MUKpozenenuii Y XpoMOCOMBI, BKIodas Jokyc AZF y nerell W mOIpPOCTKOB
ABJISIETCSl aKTYaJIbHON, OTHAKO B JINTEPaType COOTBETCTBYIOIINX HCCIEOBAHUIA KpaliHe MaJlo.

Ilo manubM aBTOpOB M3 Kopew, mukponenenuu Y-XpOMOCOMBI SIBIISIOTCS BaXHOW NPUYHHOMN
HUIUOMIATHIECKON OJINTO- WIIH azoocnepmun. Mukponeneruu B reHoMHo# JIHK wabmonanmcs B 8 u3
50 cmydaeB, B 3 — c azoocmepmueii, B 1 — ¢ TsKenoil omurocrnepmueit u B 4 — C
onurocnepmuei. O6mas gactora ymanenus coctaBuna 16,0% (8/50). Jenenuonnbie obnacty ObLIN
cocpemoToueHsl Ha AZFd m AZFc. ABTOpPHI clieiain BEIBOJ, YTO BO H30ESKaHHE TIepeIadd MMOTOMCTBY
MUKPO/JIENENH MAUEeHTHI C HINOMATHIECKON OJIMTO- WIIH a300CTIEPMUEH JOIKHBI OBITH 00CIIETOBAHEI
Ha HaJIMYMe MUKPOJENICIMI Y -XpOMOCOMBI TIepe/] JedeHreM oecruroaus [12]

Kak oTmeTwnu wuccienoBaTeny, BBINONHUBIINE MHOIOCTpaHOBoe wuccieaoBanue B 2020 r
(Ounnsaans, AprearuHa, Typuus), Kpunropxusm cBsi3aH ¢ PHCKOM HH3KOTO KadecTBa CIEPMBI U
MOBBINICHHBIM PUCKOM OITyXOJel 3apoblieBbiXx KIeToK suuka [13]. OHM HIOTUEpKHYNIH, UTO
HUMCIOTCA JAaHHBIC, IOATBECPKAAOIINUC, YTO KPHUIITOPXHU3M CBA3aH CO CHHXKCHUCM Bblpa6OTKI/I TOPMOHOB
ar4yKka B 0oJee MO3IHEM Bo3pacTe. bhlto moKa3aHo, YTO KPHUIITOPXHM3M YXYIIIIAeT IOJITOBPEMEHHYIO
¢ynkuuio kiaetok Ceproiy, HO MOXKET TaKke MopaxkaTh KieTku Jlelaura. ['mmoroHaansm MoxkeT
6]:ITI) HpH‘IHHOﬁ WA CICACTBUEM KPUIITOPXU3MA. COCTOSIHI/ISI, CBA3aHHBIC CO CHMJKCHHEM YPOBH: WK
JIEHCTBYSI aHPOTEHOB, MOTYT MPOSBISATHCS OJHOCTOPOHHUM HITH JIBYCTOPOHHUM KpurTopxmmoM. C
JIPYTOH CTOPOHBI, TUTIOTOHAIN3M MOXET OBITH CIEJICTBHEM KpHIITopxm3mMa. HeckobKo nccieqoBannit
MOKa3aJM, YTO KPHUITOPXH3M, OCOOCHHO JIBYCTOPOHHHUU KPHUIITOPXHM3M, CBSI3aH CO CHH)KCHHBIM
CTIIEpMAaTOTeHe30M U ypoBHeM MHrHOWHA B u moBbimeHHbIM ypoBHeM DCI' Bo B3pociiom Bo3pacTe. .
[13].

B HEKOTOpBIX MCCIIEIOBAHUSIX aHAIOTHYHBIE TOPMOHAIBHBIE U3MEHEHHsI HAOIIONAINCh BO BpEMSs
MUHH-TIOJIOBOTO CO3PEBAHMS U MTOJIOBOTO co3peBaHms. HeCKoIbKO MCCIeIOBaHMI TOKa3alli CHIDKEHUE
¢yakmm kinetok Jleiinura B mepuoa MUHU-IIyOEpTaTHOTO TEpHOJa, MO KpalHel mepe, mpu Oolee
TshKeTbIX hopmax kpuntopxuzma. HeoOXo MBI TOTIOTHUTENBHBIE UCCIIEIOBAHUS CBSI3M MEXILy Oojee
no3aHer (QyHKIMeH sudek, 0COOEHHO SHAOKPUHHON (DYyHKIMEW, U BO3PACTOM OIEPALMH WU THIIOM
KpunTopxusma. bonee TOro, HEOOXOAMMBI HWCCIIEOBAHUS, W3YYarOIllne OCHOBHBIE MEXaHU3MBI
KPHUITOPXH3Ma, KOTOPBIE BBI3BIBAIOT CHIDKEHHE BHIPAOOTKH TOPMOHOB siMuka. HakoHell, He0OX0IUMBI
JIOTIOJTHUTENbHBIE UCCIIEOBAHNUS, U3YUalOIIle MPEANKTOPH THIIOTOHAAM3Ma BO B3POCIOM BO3pPacTe U
MepBI 110 CHIKEHHIO PUCKa THHoroHaau3ma. [13, 14].

EBpomneiickas acconuaiusi yposioroB u EBporietickoe 00IIecTBO JSTCKUX YPOJIOTOB OMYyOJIMKOBAIH
PEKOMEHAINH 10 BEJIEHUIO HE OMYyCTHBIIUXCS sudeK. OHM PeKOMEH0BAJIM TOPMOHAIBHOE JIEUeHHE
LH-RHa (AroHnCTBI TOHAIOTPONUH-PUITM3UHT-TOPMOHA ) JIJIsl COXPaHEHH s TIOTEeHIMaia (GepTUILHOCTH
MaJIbuUKOB C JIByCTOPOHHUM Kpunropxusmom [ 14]. Tlo pesynapratam paHIOMHU3UPOBAHHOTO
KOHTposmpyemoro wuccienosanus (JIutea, IIBeiimapusi), omy6mmkoBanHoro B 2018 1, ObLIO
ycraHoBleHO, uyTo Tepamusi LH-RHa kxoppektupyer HapylieHHe MHHHU-TIOJIOBOTO CO3PEBAHUS Y
MaJIbuMKOB C JIByCTOPOHHUM KPHIITOPXHU3MOM. PexoMeHytoTCs tasibHe e uccnepoBanust. [ 15 .

Bwmecte ¢ Tem, ocTaeTcsi 10 KOHIIA HEM3yYEHHBIMH MHOTHE BOIIPOCHI KaK OTHOCHUTEIHHO MPOTHO3a
OecIutoins y OIPOCTKOB, TaK U paHHEW JIMarHOCTUKY U JICYeHUs 3a00JIeBaHusI.

Bce BrIIeykazaHHOE MOCTYKHIJIO IPUYMHON [T HACTOSAIIETO UCCIIEJOBAHNS.
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Ieab wuccaenoBaHus - H3YUYUTh CIEKTp MHKpozenenuil Y XpoMOCOMBI, BKJIIOYas aHaJIU3
ctpykTypsl AZF-nokyca m nmenenmn reHa SRY y ManbuyMKOB W TMOAPOCTKOB C OCIOKHEHHBIMHU
¢dopmamu kpuntopxuzma (K).

Marepuaj u MeToAbI

B uccienoBanre ObLIM BKIIFOUEHBI IETH H ITOJAPOCTKHA MYXKCKOTO Toj1a B Bo3pacte oT 11 mec x0 18 xer,
oOcienyeMble IO TIOBOAY THIOTOHAIW3Ma, Yy KOTOPBIX BBIBISJIMCH OCIOXHEHHBIe ciydan K: 2-x
CTOpOHHsI1 abnoMuHanbHas Qopma, couderanue K ¢ yMeHBIOICHHEM O00BEMa TECTHKYN, AHOPXH3M,
coueranue K ¢ runocmaguen.

BceM G0BHBIM MTPOBOIMIIOCH OOMIEKIMHHYECKOE UCCIIeIOBAaHNE, BKITFOYABIIICE:

1) OOmekIMHIYeCKre, ONOXUMUYIECKUE UCCICIOBAHMS - OONIMI aHAU3 KPOBU, MOYH, JIAITHITHBIN
cnektp (Tpurnunepunsl, OX, JIITHIIL, JITIBIT), AJIT, ACT, 6wiupyoun

2) Topmonanbhbsie Metombl ucciemoBanus kposu (CTI, HW®P-1, TTI, npomakrtun, JII, ®CT,
CBOOO/IHBII TECTOCTEPOH, CBOOOIHBIN TUPOKCHH, MPOJAKTHH, KOPTU30JI — B CHIBOPOTKE KPOBH, IIPOBOIMIN
B paguonMMyHHOH nabopatopun PCHIIMIL DOupokpunonsorun M3 Py3 um. akaa. E.X. Typakynosa,
ucnione3ys Haboper Gupmbl «IMMUNOTECH» Pecniyonuka Yexwus.), mposemenwe mpob ¢ XI' mpu
HEOOXOAMMOCTH JJISl BBISIBJICHUS BTOPUYHOTO TUIIOTOHAIU3MA.

3) AHTpONOMETpHUYECKUE U TEHUTOMETPUUYECKHE UCCIIe0BaHuUs (00BEM TECTHKYJ ONPEIEIISIIH C
oMol opxumomerpa [Ipangepa), mosoBoe pa3BUTHE OICHHBAIN B COOTBETCTBHH C TAOJIUIIAMH CTaIHN
nosioBoro cozpeBanust Tanner J. (1980) B moguduxauuu .M. Cxopoaok, u H.Capuenko (1984) [8].

4) OKT', Y3 nojoBbIX OpraHOB

5) Perrenonorndeckue METOIBI NCCIETOBAHUS:

-PeHTreHOrpaMMa KHCTH ¢ ONpeie]ICHHEM 30H POCTa U KOCTHOTO BO3pacTa

-KT wnu MPT typenkoro cemiga — ¢ LEJIbI0 HCKIIOUEHHS OOBEMHBIX OOpa30OBaHW THIIOTaIaMoO-
runodu3apHoi 00JIacTH.

-MPT abpgoMuHambHOW OOJIACTH JUIA JIOKQJIM3AalMH a0JOMHHAIBHBIX (OpPM KPHUIITOPXH3MA |
nuddepeHInanIbHOro JUarHo3a aHOpXyU3Ma WM MOHOPXHU3MA.

6) IluToreHeTHYECKOE UCCIIEAOBAHHE MPOBOIMIOCH M0 CTAHAAPTHON METOAUKE C KYJIbTHBHPOBAHHEM
nepudepuueckoit kpou (0,5 mi) B TeueHue 72 yacoB W aHau3oM G-03HIUHTA MeTada3HBIX XPOMOCOM.
MornekynsapHO-TeHETUYECKU aHanu3 uisl BblIsABIeHHA AZF neneuuit Y XpOMOCOMBI POBOJWIICS
uccienoBanuem ciuenyronmx STS-mapkepos: AZFa: sY86, sY84, sY615; AZFb: sY127, sY134, sY142;
AZFc: sY242, sY254, sY255, sY1197, sY1206, sY1125, sY1291, meromoM NOIMMEpa3HOW IIEMTHOU
peaxiuu (ITLP) B peanbHOM BpeMeHu komMmepueckum Habopom OO0 «HITO THK-Texunonorusy (Poccus).

ITonyuenHble maHHBIE OBUIM 00pabOTaHBI C HCIMOJIB30BAHMEM KOMIIBIOTEPHBIX Hporpamm Microsoft
Excel u Statistica 6. Pa3nmuuns MexXIy TpylIiaMd CUHTATUCH CTATUCTUYECKH 3HaunMBIMH Tipu p <0,05.
Cpennue 3HaueHus (M) OBUTH pacCYUTaHBI, CTAHAAPTHBIC OTKIOHESHUS CPEIbl (M)

Pe3syabTaT 1 06cyxkaeHne
OCHOBHBIE KJIMHUKO-TA00paTOPHBIE TAHHKIEC MAIIMEHTOB MIPEJICTABICHEI B Tabaune 1.

Tadauua 1. Knuauveckuii U cTaTyc NallMeHTOB

IMoka3arenb M=SD (min-max)
Yuciio nanueHToB 5
o (My>x/xkeH) S/Her
Wzomuposanssi gepumur CTT/MATA Het/ na (JIT', ®CT)
[NacmopTHBIN BO3pACT, TOABI 9,9+0,7 et (11 mec-18,0)
KocTHBIi1 Bo3pacT, rojsl 6,7+0,5 (10-15 ner)
KB/TIB 1,5+04
Poct, cMm 151,0 +7,8 (ot 80 cM 10 172 cm)
Bec, kr 35,0 +6,3 (ot 10 xr 10 62 KT)
SDS pocra 2,4+0,6 (ot -1,7 mo +3,0).

Ipumeuanue: CTI- comamomponnuwiti copmon, MJII'A — mHodxcecmeennvlil dedhuyum 20pMOHO8
aoenozunogusa
N
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Kak BugHo wu3 Tabmurpl 1, WMeENOCh JIOCTOBEPHOE OTCTaBaHWE KOCTHOTO BoO3pacta y
0o0ceIoBaHHBIX TAITMEHTOB. [Ipy 3TOM, Y TIAaIMEeHTOB OBLIO OOHApYXeHO HOpMailbHBIe ypoBHU CTT
Ha (oHe gocToBepHO HI3KUX KoHeHTpanuii JII', ®CI (p < 0,05).

B tabmure 2 nano pacnpezaeneHue 00apHBIX 10 5 ctaausm nmyoeprata Jx. Tannepa

Tabauna 2.
Pacnpenenenne 00JabHBIX 10 S cTagusam nyoeprara k. Tannepa.
Crannu Ilyboeprara Bo3spacr, jaer, o cragusam Bcero n=5
no Tannepy nyoeprara no Tannepy
| npemyodepTar 5
| 11,7+ 1,3 mer -
Il 13,2+0,8 ger -
v 14,7+ 1,1 ner -
\V 15,5+ 0,7 mer -
Bcero -5

Kak BugHO M3 TabmuIpl 2, y Bcex 5 manueHTOB Oblta BhIsiBIeHa | cragus mybeprara mo TaHHepy,
XOTA y 3X MallMeHTOB CpeIHUI Bo3pacT pocturai 18 ner.

Cpenu 5 oOcieqOBaHHBIX TMAIUEHTOB C OCIOKHEHHBIMH ¢opmamu K, B AByx ciydasx
LUTOT€HETUYECKUM M MOJICKYSIPHO-TEHETUYECKUM HCCIEJOBaHHEM aHOManui Y XpOMOCOMBI
BBISIBUTH HE YJIAJIOCh, HO Y TPEX MAaIlMEHTOB aHAJIN3 OKa3ayics HH()OpPMaTUBHBIM (Tabnuia 3).

LluroreHeTn4eckre U3MEHEHHsI Y XPOMOCOMBI YCTAaHOBIICHBI B 2 HAOMIOACHUSX:

- B KapUOTHUIIE MAalKEHTa A. YCTaHOBJEH MO3auLU3M C NpUCYTCTBUEM 45,X KJIETOYHOro KJIOHA
(40%) u kI0HA KIIETOK ¢ TepMUHATIBbHOM aenermeit Y xpomocomsr 46X,del (Y)(qter);

- y marenTa C. BoisiBiieH Bapuant nosnumopdusma Y xpomocomsl — kapuotui 46, XY gh+.

MounekynapHO-TeHETHYEeCKHI aHalIu3 BBIABHI MHKpojeiennu jokyca AZF Y xpomocoMmsl y 3-x
NaIMEHTOB!

- JleNnenM MapKepoB Bcex permonoB Jsokyca AZF (del AZFat+b+c ) y mammenta A ¢
UTOTEHETUYECKN UIEHTU(DUIHPYEMOH Jienereid Y XpOMOCOMBI;

- JIeNIeluH OTICIbHBIX MapKepoB @, b u € pernonoB AZF nokyca y maiueHTa ¢ noJauMophu3MomM
xpomocombl Y (Y gh+) (Tabmn.1);

- neneruio peruona AZFc —sY1291 y manumenta I, ¢ HopMansHBIM KapuoTunom 46 XY.

Bce 3Tu HapyieHus mpeacTaBieHsl B Tabnuie 3.
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Ta6auna 3
Kinunndeckue faHHbIe NALUEHTOB, 00CIeJOBAHHBIX C AHAJU30M MUKpoaeaenuii Y
XpPOMOCOMBI, BKJIIOUYAS aHATU3 CTPYKTYpbl AZF-10Kyca u gejenuu rea SRY y MaJb4nKoB H
MO/APOCTKOB € OCJI0KHEHHBIMH (pJOPMaMH KPUIITOPXH3MA

Ne | TTanuenr, Juaruos kapuotu | [deneun | JenerupoBaHHBI I'opmoHnanbHOE
KITMHIYCCKUN I aY i Mapkep HCCIICIOBAHNE
CTaTyc Tecroc | ©CI'(n | JII'-

TEpOH 9.0- (n
(n0-38 30.0 1.7-
HMOJIb/ | MMe/M 8.6
1) 1) MMe/
MIT)

1 | A.4r. 11 mec 2x cr K, | 45X, AZFa sY86, sY84, 0.51 0.63 0.45

SDS pocra— 1.7 | Cocrosiaue (40%) AZFb sY615 ,sY127,
V testes 2 ml | mocxue 46X, del AZFc sY134,sY142
penis 2 sm G1 opxuomnekcuu | (Y)(qter). sY1197 ,sY254

lumomnazust sY255,sY1291s
TECTHUKYII , sY1125,
T'unocnangus sY1206

sY242

(del AZF a—c)

2 |, 11 jmer 6 | 2xcTK, 46 XY AZFc sY1291 0.7 0.71 0.96
Mec T'unorumaszus
SDS pocra + | oboux
1.0 TECTUKYII
V testes -abs
penis 3 sm G1

3 | P, 18 ner p 8,0 | Cocrosiaue 46 XY 0TCyTC 0.60 0,47 0,66
sm mocie 2-X CT TBYET
V testes -2 G1 K. Tumormr-s

oboux
TECTHKY

4 | C., 18 ner T'umoronanotp | 46,XY AZFa sY86 0,087 0,38 0,4
p—8sm OITHBIH gh+ AZFb sY134
V testes -3 G1 TUIIOTOHAIN3M AZFc sY1197

T'unorutazus
TECTHUKYII

5 | M15roma SDS | 2-x cr K, | 46 XY 0TCyTC 0.31 0.43 0.52
pocra +0.1 a”Hopxu3M (?) TBYET
testes -abs
penis 3 sm G1

3akil0ueHue

B Hacrosimiee BpeMsi NpOJOJDKAeTCs MHTEHCHBHOE HM3YYE€HHE XPOMOCOMHBIX AHOMAJIHMH, B TOM
quciae aHoMamii Y XpOMOCOMBI, MUKpoaenerui, nenemuii AZF nokyca Y B 3THOJOTUHA MY>KCKOTO
6ecrutoaus u runoronaausma [1,3,5,10,11].. B To *e Bpems, 10 psiay OObEKTHBHBIX MPHYHH, POJIb
3THUX COCTOSIHUH B I'eHE3e HapyLICHUH MOJOBOTO Pa3BUTHU Yy A€Teil M MOAPOCTKOB HE OIpenesieHa U
TpeOyeT MpOoBeACHUS aKTUBHBIX HccienoBaHuid. Hactosmass pabGoTa mpeicTaBiseT coOOd aHan3
CJIydaeB HapyIICHUs] MOJOBOTO Pa3BUTHSA Y MAILYMKOB W TOJPOCTKOB, HAONIOJAEMBIX IO MOBOIY
OCJIO)KHEHHBIX (OPM KPHUNTOPXU3Ma, NPOBEIACHHBIH C MCIOJb30BAHUEM LUTOTEHETHYECKUX U
MOJIEKYJISIPHO-TEHETUYECKUX METOJIOB. Pe3ynbTarsl  KIIMHUKO-TEHETUYECKOTO HCCIEAOBAHHA Y
MAIMEHTOB OKAa3aJIUCh BBHICOKOMH()OPMATUBHBIMU M TIO3BOJIMIIM YCTAaHOBHTh B 3-X M3 5 ciydaeB
NPUCYTCTBHE Y TALIMEHTOB Pa3IMYHbIX MUKpoJenenuid Y XxpoMocoMsl ¢ Aenennsmu AZF igokyca.

Takum 00pa3oM, ompeneseHHne MUKPOAEICHUH MOXKET OKa3aThCs MEPCHEKTHBHBIM IOIXOAOM B
T PepeHInaTEHON THArHOCTHKE, YTO MO3BOJIUT 3THONATOTEHETHYECKH Ha3Ha4YaTh TOPMOHAIBHYIO
WIN XUPYPrHYECKYIO TEPAIUIO Y MALUEHTOB C HAPYIIEHUSIMU TIOJIOBOTO PAa3BUTHSL.

N
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BBIBOIIBI: Bricokas PE3YJIbTAaTUBHOCTL BBIABJICHUS MI/IKpO,Z[eJ'ICLII/If/i Y Yy OpCACTaBJICHHBIX

MAIIMEHTOB CBHJIETEIBCTBYET O HEOOXOMMOCTH MPOIOIDKEHHS UCCISIOBaHUN B JAHHOM HaIpaBlICHHN
¥ PEKOMEHJAIIMN DPACIIUpeHUs] IMMOKa3aHWH K TECTHPOBaHMI0O Ha Mukposmenenun AZF mokyca Y
XPOMOCOMBI MAJIBYUKOB M TIOJIPOCTKOB C HAPYIICHUEM ITOJIOBOTO Pa3BUTHSI.
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