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B Hacrosimiee BpeMs MHOTMMH HCCIEAOBAaTEISIMH COOOIIAETCS O CHIKEHUU
(bepTUIBPHOCTH MYXUMH BO BceM Mupe. Takke HaONMIOmaeTcs TEHIEHIUS OCIa0JICHUs HOPM
deprunproro sskynara. B 2010 rony Bcemupnas Opranuszanus 3apaBooxpanenus (BO3)
BHECIa M3MEHEHHS B pedepeHCHBbIC 3HAueHUs IMoKaszareneil dskynsta. CormacHO 3ToMy
MIPOTOKOJY 00BEM ISKYJIATA, TPUHUMAEMBIN 3a HOpMY CHH3WJCS ¢ 2 il B 199% no 1,5 m,
MUHUMAJbHBIE TIOKA3aTeIM KOHIICHTPAIlMH CIePMATO30UI0B, NPUHUMAEMOW 3a HOPMY,
camzunack ¢ 20 mutH./Mut 1o 15 motH. /Mot

Hapymennst cnepmarorene3a MOryT ObITh OOYCJIOBIEHBI Pa3IMYHBIMU MPUIMHAMH,
CpeIu KOTOPBIX BaXXKHYIO POJb UIpaioT reHeTuueckue nedektsl. Ha ceropnsmuuii neHb
BBISIBJICHO MHOTO TEHETHYECKHX (AKTOPOB MYKCKOTO OCCIUIONUS: KOJIWYSCTBCHHBIE U
KaueCTBCHHBIC aHOMAaJWW KapwOTWUIIa M TeHHble HapymieHus. Cumraercs, uro B 7-30%
CIIy4aeB MPUYNHONW HEOOCTPYKTUBHON a300CTIEPMUU U TSKEIIOW OJTUT0300CIIEPMHH SIBIISIFOTCS
JCIEIMA  DyXPOMATHHOBOTO paiiloHa IMHHOrO Iuteda Y-xpomocombl (YQll). Poub
yacTUYHBIX Mukpozenenuit AZFC nokyca Y-XpomMocombl IOKa A0 KOHIIA HE YCTAHOBJICHA.
Xots yactuuHele AZFC Mukpojenenuu MOryT ObITh HaWJeHBbl U y 30POBBIX MY)KUYHH, C
OoJbIIel 9acTOTOW OHM OOHAPYKMBAIOTCA Yy TMAIMEHTOB C HApPYIICHHEM CliepMaTOreHe3a.
BonbmIMHCTBO uccaeqoBaTeneld acCOUMMPYIOT MAaHHBIM TUN JEJIEHUA CO CHUKEHUEM
(bepTUIBFHOCTH MYXKYHHBL. BBIIEISIOT HECKOIBKO THMOB YacTHUHBIX AZFC-MUKpomenenuii:
gr/gr, b2/b3, b1/b3.

Bonbmoit UHTEpEC MIPEJICTABISIOT MOMYJISIIIHOHHBIC UCCIICTOBAHUS
pPacIpoOCTPaHEHHOCTH YaCTUYHBIX MHUKpOJEICHHA Y-XPOMOCOMBI, C LIENbI0 BBISBICHUS HUX
BKJIaJla B MOTCHIHAIBHYIO (EepPTHIBHOCTh MYKYMH, MPOXKHUBAIOIIMX HA TOW WIM HHON
TeppuTopuu. Jl0 HACTOAILIETO BPEMEHHM HCCIEAOBAHUS PACHPOCTPAHEHHOCTH YaCTHYHBIX
mukpozaenennii AZFc-nokyca Y xpomocomsl B CHOMPCKOM peruoHe He MPOBOAUIIHCH.

Lento maHHOW pabOTHI SBISUIOCH MCCIENOBATh YaCTOTY YACTHYHBIX MHUKPOJEIEHUN
AZFc-nokyca Y-XpoMOCOMBI B OMYJISILIMKM MY>KUMH IpOXHUBaroux B I. Kemeposo.

MarepuaJjbl 1 METOABI

Habop kimHHMYeckoro martepuana mpoBoAmics Ha 0Oa3ze MHCTUTYyTa IIUTOJIOTHH U
renetukn CO PAH r. HoBocuGupcka. O0bekTOM wHcchnenoBaHuss ObutM 268 MOIOABIX
MY’KUMH, HE UMEIOLIUE IETEH U HE 3HAIOIIKME CBOM PENPONYKTUBHBIN CTATyC, IPOKUBAIOLINE
B T. KemepoBo He MeHee msaTu JieT. Y KakJA0ro MCIBITYEeMOro Opaii BEHO3HOIO KPOBB, M3
kotopoii Beraensuin JJHK meTonom ¢enon-xmopodhopMHON IKCTPaKITUH.

AHanmu3 yacTUYHbIX MuKpojenenuit AZFc-nmokyca Y XpoMOCOMBI MPOBOJWIIA B JIBa
stama. Ha mepBom stane uccnegoBanuck Jokychl SY1191 u sY1291, a tak ke renst AMG u
RY nns waeHtudukanuu mnoja. Ha BTOpom 3Tame MpOBOAMIOCH HCCIIEIOBAHUE JIOKYCOB
SY142, sy1161, sY1197, sY1201, sY1206, sSY1258 nnsi Tex MYX4YMH, Y KOTOPBIX ObUIH
BBISIBIICHBI Jeerun JIOKycoB SY1191 u/umm SY1291 Ha nepBom stane. [Ipu nocranoske TT1P
UCTIOJIb30BAIH TIOJIOKUTENbHBIE M OTPHUIATENbHBIE KOHTPOIH. [10J0KUTENBHBIN KOHTPOIIb —



oopazenr JIHK, marommit B III[P wu3BecTHBIl pe3ynpTaT. B KadecTBe OTpHUIATEIHHOTO
KOHTpoJId, He coaepxaiiero JJHK, ucnonb3zoBanu 1eMOHU3UPOBAHHYIO BOJTY.

Herexumro [IHP-npoaykToB mnpoBogwmu B 7% TOJMAKPWIAMHIHOM Telie€ B
npucyTcTBUHM Mapkepa mojeyisipHoro Beca PUC19/Mspl.Okpamennsie kpacutenem GelRed
r'eJId MPOCMATPUBAIIK C MIOMOIIIBIO Tellb-I0KyMeHTupyomei cuctembl GelDoc (BioRad).

O Hanmuuuu J1enenuu KOHKPETHOTro JIOKyca cyauiu no orcyrcreuio IIIP-nponykra B
JIBYX MOBTOPHOCTSX. /J[JOCTOBEpPHOCTh pa3nuyuil MeXay YaCTOTAMH OLIEHUBAJIM MO METOLY XU-
KBaJpar B mporpamme «CTaTUCTUKA.

Pe3yabTarsl M UX 00Cy:KIeHHE

Ananmu3 renoB AMG u SRY. moaTBepaArsI MyKCKOH TTOJI BCEX HCCIEAyeMbIX 00pasIioB
JIHK.

Cpenu 263 00cie10BaHHBIX MYKYWH, YaCTUIHBIC MUKpoaenenuu Tokyca AZFc Obum
oOHapyxkeHbl y 11 gemoBek, uto coctaBmio 4,18%. Ham pe3ynpTaT OMM30K K JaHHBIM
MOJIYYCHHBIM JIPYTUMHU YYEHBIMHU JJIs1 TPynn (epTUIbHBIX MYKUUH: 6% 1 cyOQepTHIBHBIX
myxxunH 3,7%.

B cTpykType 4acTHUHBIX MUKPOEICIMIA Hanboiee YacTo BCTpeUaanch gr/gr aeneuun

45,45%) u b2/I8B (45,45%) g 9,09%cny4uaeB Habaronanuce b1/I3 nenenuu (puc.l).

W gr/gr
M Db2/b3
M b1/b3

Pucynok 1 — Yactora BCTpE4aeMOCTHM OTHAEIbHBIX TUIIOB 4YacTHuHBIX AZFC
MHUKpOJeNielni B nomyisiuuu . Kemeposo.

B wamem wucciaemoBanmm Qr/gr genenuu ObUTM OOHApYXEHBI y 5 uenoBek, 4TO
cocraBiusier 1,9% , b2/B taxxke BouiBieHsl y 1,9%,a b1/3 neneums nerextupoBana y 1
yenoseka (0,38%).

B Tabmuue 1 npuBeneH cpaBHHUTENIbHBIN aHAIN3, MOJYYEHHBIX HAMH PE3YJIbTAaTOB C
JTAHHBIMH JIUTEPATYPHI.



Tabmuma 1 —PacnpocTpaHeHHOCTh Pa3IMYHBIX THUIIOB YacTUUHbIX AZFc nenmenuii mo

JTAHHBIM PA3HBIX UCCIENOBAHUN.

Uccnenosanue N Yacrora AZFcC nenenuu
ABTOpBI I'pymms gr/gr b2/b3 b1/b3
Noordam et al, | cyodeprunsusie myxunnsl | 840 2,62% 0,48% | 0,12%
2011 p=0,02
Giachini et al, MATOCIIEPMHUS 150 5,33% 1,30% 0%
2005 p=0,04
HOPMOCIIEPMUS 189| 0,53% 0,50% 0%
Hcnamosa,2007 1aTO300CIEPMHUS 125 19% 2% 0%
p<0,001
bepTunpHbIC 304 17% 0,30% 0%
p<0,001
Ho-su Sin et a300CIePMUS 254| 35,04% H/1 H/1
al,2010 p<0,001
OJIUTO300CTIEPMHSI 141| 28,37% H/1 H/1
p<0,001
bepTHIIbHBIE C 377 3,45% H/1 H/1
HOPMO300CIIEpMUEH
Hucklenbroich et MaTO300CIEPMUS 348| 4,02% 0,57% 0,29%
al,2005 HOPMa300CTIepPMHUsI 170 1,77% 2,94% 0,59%
Haum MY>KYUHBI C 263 1,90% 1,90% 0,38%
pe3yIbTaThI HEYCTaHOBJICHHOM
r.KemepoBo (bepTHILHOCTHIO
P - JOCTOBEPHOCTh pa3aM4yMi 4acToThl AZFC MuUKpOJENEHUH B IMOMYNIANUH

r.KemepoBo OT TUTEpaTypHBIX JaHHBIX; H/Jl — HET JaHHBIX.

CpaBHeHHE MOJYYCHHBIX HAMU IAaHHBIX C JIAHHBIMH JIUTEPaTypbl IOKa3bIBAET, UYTO
pacmpocTpaHeHHOCTh Qr/gr nmenmermii B momyisinuu ropoja KeMepoBo He oTiaM4aeTcst OT
AQHAJIOTHYHBIX TOKa3aTeleil TpH HopMo3oocrepMud U cyOdepruinbHOCTH. VCKIIOoueHne
COCTaBJISIFOT ~ JIaHHbIe  [ICIaMOBOi, KOTOpbIE JIEMOHCTPUPYIOT  BBICOKYIO  HYacTOTY
cyomukpoaenenuii (17%) B rpynme ¢epruiabHbIX MyxuuH. YacTora gr/gr menenuii Harei
IPYIIbI MYXXYHH C YaCTOTON B IPYIIaX HUKE, YeM aHAIOTMYHBIN ITOKAa3aTellb B PYIIIAX C
HapYIICHUSIMU CIIepMaTOreHe3a.

Bcerpeuaemocts b2/b3mukponenennit y ucciaegyemMpix HaMd MY>KYMH HE OTJIMYANIACH
oT OOJBUIMHCTBA 4YaCTOT, IPEICTABICHHBIX PA3IUYHBIMH  HCCIICIOBATEIAMH  UIS
KOHTPOJIBHBIX TPYIIIl M TPYNIl ¢ marocnepmued. Pacnpocrpanennocts D1/b3 menenmii B
HallIeM HCCIICIOBaHUU TaK)Ke HE UMeNa JOCTOBEPHBIX OTIMYHMI KaK OT TPYII KOHTPOJIS, TaK
¥ OT MAIMEHTOB C TTATO300CHEPMHEH.

BriBoabI

1Yactuunbie mukponenenuun AZFC nokyca Y XpoMOCOMBI ObUTM OOHApy>KEHBI y
4,18%myxunn ropoaa Kemepono.

2. B crpykrype wacTuuHbIX Mukponenenuid AZFC nokyca gr/gr u b2/b3 nenerun
cocrasmwm 1o 45,5%, b1/b3 — 9,09%.



