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acTOTy OeCIUIONHBIX OpPaKOB B pa3HbIX CTpaHax,

B TOM uucie, Poccuu, olleHUBAIOT B Mpeaeiax

10—20%, 1o 45% cnydaeB U3 HUX CBSI3BIBAIOT C
HaJu4YMeM MYXCKOro (paktopa, 4YTo SIBJISIETCS aKTyallb-
HBIM BOTIPOCOM aHIPOJIOTUU, YPOJIOTUU, PEMTPOITYKTUB-
Hoii MmeaguuuHLI [1]. [eHeTMYecKre MPUYMHBI HApYIIIe-
HUS PENPONLYKTUBHOM (DYHKIIMW Y MYXKUMH TIpeICTaBIIe-
HbI Pa3IMYHBIMU U3MEHEHUSIMU TeHOMa, OTAEIbHBIMU
U coyeTaHHbIMU. K 4acThIM reHeTUYEeCKUM (aKTopam,
CBSI3aHHBIM C OECIUIOAUEM Y MYXUYUH, OTHOCST XpO-
MOCOMHbIe aHoManuu (cuHapombl KnailiHdenbstepa,
IUCOMUU Y, TOHOCOMHBI MO3aMIIM3M, CTPYKTYPHBIE

MepecTPORKU XPOMOCOM [2], U MOJIEKYJISIPHO-TEHETH -
yecKkue MPUYUHBI (MUKPOAEJCIUM AJUHHOIO Tlieya
Y-xpomocomsl (Jiokyc AZF); myTauuu v noaiuMmopdus-
Mbl B reHe CFTR, «ITUHHBIE» ajllleid B 3K30He | reHa
AR). HecMoTps Ha 6osiblIO€ KOJIMYECTBO UCCEA0BAHUIA,
OCTaIOTCSI MaJIO U3YYEHHBIMU COUETAHUS Pa3IMIHBIX Te-
HEeTUYeCKUX (DaKTOPOB, CHUKAIOIIUX (hepTUIBHOCTD, UX
KJIMHUYECKHE MOCIenCcTBUS U heHoTunnueckue apdex-
Tol. Lleap uccienoBaHus: U3y4YeHUE YacTOThI BCTpeya-
€MOCTU U Pa3IMYHBIX COYETAaHUN TeHEeTUYeCKUX (pak-
TOPOB OeCIUIONUs Yy MY>XKUMH, UX BIUSHUE Ha CriepMa-
TOTEHE3.
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KPATKWE COOBLLEHNA

MaTepvlanbl n metoabl

O6cnenoBano 396 myxuuH ¢ 6ecrutogneM. Ilo pe-
3yJIbTaTaM [IUTOTEHETUIECKOTO aHAI3a BRIOOPKA pacIipe-
neeHa Ha 3 TPYIBL: Tpynia I — My>KUMHBI ¢ YMCIIOBBIMU
aHoMaJusIMK roHocoM (n=136); rpymmna 11 — MyX4uHbI
€0 cbaTaHCHPOBAHHBIMU CTPYKTYPHBIMHU TTePECTPOKaAMU
xpomocoM (n= 60); rpymnma 111 — My>KuMHBI ¢ HOpMaJIbHBIM
kapuoturnioM (n= 200). VY manmeHTOB BBIITOJHEH MTOMCK
MuKponenaennit Y-XxpoMocoMbl (19 MapkepoB), MyTalmii
rena CFTR (22 mapkepa) u aHanu3 CAG-TIOBTOPOB 3K30-
Ha 1 reHa aHmporeHoBoro perienrtopa (AR). CTaHmapTHHIN
CIIEpMHUOJIOTUICCKUI aHaJIU3 BRITIONHSIA COTJIacHO Py-
koBoncty BO3 [WHO, 2010].

Pesynbratbl

B rpyrine nanueHTOB ¢ aHOMAJIMSIMU TOHOCOM 00CIe-
JOBAaHO 136 MyXUYMH C Pa3IUYHBIMU (B T.4. MO3aMYHbBI-
MU) BapuaHTamMu cuHapoma KialiHdenbTepa, nucomun
Y. CriepMHOJIOrMYecKOe UCCIeoBaHNe IPOLLIU 88 maiu-
eHToB. HapyleHus ciepMaToreHesa pa3iMdyHOM CTEIIEH!
TSDKECTH BBISIBIIEHBI Y BCeX OOC/IEAOBAHHBIX MMALIMEHTOB:
azoocriepmust y 71 (81%), onuroacteHOTEpaTo300CIep-
must (OAT) Tskenoit ctenenu y 12 (14%), acteHoTepa-
to3zoocnepmusi y 4 (3%), acrenozoocrepmus y 1 (1%).
ITpu MoutekyIsipHO-TeHeTU4YeCcKOM aHajuse y 23 (19%)
13 123 06ciief0BaHHbIX MALIMEHTOB IPYIIIbI 1 BBISIBIICHBI
pa3iuyHble FTeHEeTUYEeCKKME U3MeHeHus1. Y 15 mauueHToB
9TO OBUIM YaCTUYHBIC Iejeiiun pernoHa AZFc (b2/b3, gr/
gr). ¥ 21 manmeHTa ¢ cuanpoMmoM KaitHpenprepa ooHa-
pyXeHO yBennueHHoe (> 28) mmbo ymeHbiIeHHoe (<17)
konmmuecTBo CAG-TIOBTOPOB B 5K30HE 1 reHa AR.

B rpynne naumentoB (n=60) co CTPYKTYpHBIMU Iiepe-
CTpOKaMU Y OOJIBIIMHCTBA BbISIBJIEHBI PELIMIIPOKHbIE TPAHC-
nokaumu ( 24 yen./47%), pobepTCOHOBCKUE TPAHCIOKALIUMN,
yaitie ¢ BopiiedeHueM 13 u 14 xpomocom (23 uen./40%), pe-
K€ 0OHAPYKMBAIMCh MHBEPCUU, KOMILIEKCHBIE XPOMOCOM-
Hble repecTpoiiku. CIiepMUOIOrMYeCcKOe UCCIEI0BAHKE BbI-
nonHeHo 40 mauueHTaM, MaTo300CIePMHUS TUArHOCTUPO-
BaHa y 38 (95%) nauueHTos: azoocnepmust y 9 (24%), OAT
y 18 (46%), acteHotepaTo3ooctiepmus y 11(25%) myxxunH
rpyrmsl 1. 'V 2 manmmeHToB ¢ poOepTCOHOBCKOI TPaHCIIO-
KallMeii BeIsiBlIeHa HopMo3ooctiepMust. [1pu MojieKysipHO-
reHeTH4ecKoM uccienoBanuu y 12 (18%) maiuneHToB 00-
Hapy>KeHO COYeTaHUE CTPYKTYPHBIX IIEPECTPOEK XPOMOCOM
C IPYTUMU TCHETMUSCKUME (haKTopaMK (MUKpoIeIeun Y
XPOMOCOMBI — ITOJIHbIE ¥ YacTU4Hble — y 8(13%) nanueH-
toB, MyTauuu reHa CFTRYy 3(3,5%) nauueHToB, «[UIMHHbIE»
CAG—noBropsl reHa ARy 1(1,5%).

B rpymimy 111 Bonm 200 My>KYMH ¢ pa3IMIHBIMU Hapy-
LICHUSIMU CIIEPMATOreHe3a U HOpMaJIbHbIM MY>KCKHM Ka-

pUOTUIIOM. B CTpYKType CriepMHOIOTMUYECKUX 3aKTI0OUSHU I
y 186 (93%) naumeHToB oTMedeHBI azooctiepmust, OAT,
y 13(6,5%) nmauueHTOB — acTeHO-/TepaTo300cIiepmus, y 1 ma-
LIMeHTa — HopMo3ooctiepMus. [1pr MoJIeKyIsIpHO-TeHEeTH -
YeCKOM UccliemoBaHuN y 56 (28,7%) malmeHTOB TUarHOCTH -
POBaHbI pa3IMYHbIC TeHETUUECKIE (PaKTOPhI My>KCKOTO Oec-
monust: neneruu AZF pervioHa 'y 24(43%) MyXuuH, B TOM
yuciaey 1 B coueranuu BapuaHToM IVS8-5T rena CFTR B re-
TEPO3UTOTHOM cOocTOsSTHUM. MyTanuu B reHe CFTR nuarHo-
CTUPOBaHBI y 5(9%) MalMeHTOoB, TIPY 3TOM Y 2 00HApYKEHO
COUYETaHUE C «IJTMHHBIMU» aJUTeIsiMU reHa AR.

Cpenu BBISIBJICHHBIX CIy4aeB COYETAaHUST TeHETUYE-
CKUX (haKTOPOB MYKCKOTO OECITIONMS BO BCEX TPEX IPyII-
nax npeoodjaganu TsoKeable GopMbl TATO300CTIEPMUM:
y 100%, 70%, 94,5% myxuun rpymm I, 11, I1I coorBer-
CTBEHHO. Y TAIlMEHTOB C COYeTaHWEM TeHETMUECKMX (DaK-
TOPOB OECIIIONMST HE OTMEUEHO U30JIMPOBAHHOI TEPATO30-
OCIIepMUU, HOPMO300CTIepMUU. TakuM o0pa3oM, MpU co-
YeTaHWM Pa3TUYHbBIX TeHETUIECKUX (DAKTOPOB, BIUSIONINX
Ha (hepTWIBHOCTh, MOXKET YCWJIMBATHCSI HETaTUBHOE JIeii-
CTBUE MAaHHBIX TEHETMUECKUX HAPYIIICHUI BCIICACTBUE all-
nutuBHOTO 3(hdexra. Ecnu reHeTrueckue GakTophl BbISIB-
JITIOTCS B KOMOWHAIIMY APYT C IPYTOM, TO, KaK IPaBuIIoO,
TIPUBOIT K YTSDKEJEHNIO (PEHOTUTTMYECKUX TTPOSIBIICHMIA.
[anpHeiiiee u3ydeHue 3Toro BOIpoca MMeeT BaKHOe 3Ha-
YeHMe TIPY MCIToNIb3oBaHUM MeTonoB BPT mist moctikeHust
0OepeMEeHHOCTU. 3HaHUE ITUOJOTUM PA3TUIYHBIX DOPM Ha-
pyueHus1 (pepTUIbHOCTU, KITMHUYECKUX 39 (HEKTOB HEOO-
XOIMMO JIJIST OTIPEIe/ICHST ONITUMAIbHOM TAKTUKY JICUSHUSI.
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