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OPHUI'MHAABHBIE UCCAEJOBAHHA

Mepuko-reHeTn4eckoe n3y4yeHue
HaceneHusa Pecny6nuku TaTtapcTtaH.

Coob6weHue VI.

[MonynauMOHHO-reHeTUYeCKoe n3yyeHune
3THoreorpaguyeckux rpynn tarap
(ananus gesatn nonumopPHbix JHK-nokycos

A0EepHOro reHoma)

Bacunbesa T.A., MNetposa H.B., TumkoBckas E.E., EnbunHoBa I'.U., 3nH4yeHko P.A., N'uHTep E.K.

depnepanbHoe rocyaapcTBeHHoe 6l0akeTHoe yupexaeHe «Meanko-reHeTUYECKNn HayYHbIn LEeHTP» Poccuiickon akaaemMmm MeaMUMHCKMX Hayk,
Mocksa 115478 yn. Mocksopeube 1; dpakc: (495) 324-07-02; e-mail: renazinchenko@mail.ru

MpoBeneHo n3yyeHne nonynsumm Tatap (n=669) Ha ocHoBe aHanunsa gessaTv noamopdHbix OHK-nokycos (CCR5A32, ID/ACE,
D7523(KM19), STR/THOI, STR/FABP2, STR/ IVS6aGATT(CFTR), VNTR/PAH, VNTR/DAT1, VNTR/NOS3) apepHoro reHoma. B pabo-
TY BKJIOYEHbI TPU THOreorpaduyeckue rpynnel Tatap: kadaHckue (APCKUin n ATHUHCKMIA paioHbl), Muwwapmn (BymHckuia n Opoxoka-
HOBCKUIA) 1 TenTtapu (MycnioMOBCKMIA U AKTaHbBILLCKMIA). [onydeHHble pe3dynbTaTbl CBUAETENbCTBYIOT O 3HAYUTENBHOW FEHETUYECKON
reTeporeHHoCTV nonynsumy Tatap. HanbonbLwmnii ypoBeHb pa3Hoobpasus Ans Tatap No AuannefbHoN CUCTEME YCTAHOBIIEH MO JIOKY-
cy ID/ACE, H,ps=0,4407, no mynbTuannensHoin — no nokycy STR/THOI, Hyps=0,7937. YpoBEHb FeHETUYECKUX Pasinyunii Mexay cy6-
nonynsumamm Tatap Bblwe (Fs=0,0075), yem y uyBalen, mapuiaueB v yoMypTOB, U MPMOBAMXKAETCS K TakoBOMY Yy 6alukup
(Fs7=0,008). CpenHee 3HayeHMe HabnoaaemMol reTepo3nMroTHOCTY Ha JIokyc BapbupyeT oT 0,4213 B AkTaHbickom ao 0,4889 B by-
WHCKOM paiioHax. [onyyeHHas kapTuHa noapasfeneHns cybnonynauunii, B LeSOoM, He NPOTUBOPEYMT UCTOPUM U JaHHLIM STHOreHe3a

Tarap.

KntoyeBble cnoBa: Tatapbl, reHeTn4eckas cTpykrypa nonynaumi, JHK-mapkéepsbl

Beenenne

Tatapsl — BTOpPOI MO YMCIEHHOCTH HApoJI HaceIeHus
Poccun (okomno 4%). B Pecniyonuke Tarapcran (PT) mpo-
KMBaOT TpeactaButean 107 HallMOHAIbHOCTE, OCHOBHBI-
MU SIBJISTIOTCS TaTaphl (52,9%) u pycckue (39,5%). CooTHO-
LIEHUe TaTap U PYCCKUX B pa3HbIx pailoHax PT cyiiecTtBeH-
HO pasnuuaercs [28].

VY Tatapckoro Hapona HeT eIMHOr0 STHUYECKOTo KOpPHSI.
Cpenu ero MpeakoB ObLTM TYHHBI, Oyarapbl, KMITYaKu, HOTaii-
LBl ¥ OpyTHe Hapombl, cHOPMUPOBABIIMECS B IpeBHEUIIME
BpeMeHa Ha 0a3e KyJIbTypbl CKU(PCKUX U APYTUX TJIEMEH 1 Ha-
ponoB. Ha dopMupoBaHrue COBpeMEHHBIX TaTap oOKazaiu
onpeneN€HHOe BIMsSHUE (GUHHO-YIPBI U claBsiHe [27].

BrinensieTcst HeCKOIBKO TOBOJBHO CHJIBHO Pa3IMYaIOIINX-
Cs1 ATHOTEPPUTOPUATTBHBIX TPYIIT TaTap — BOJTO-ypaTbCKasi
(Ka3aHCKKMe 1 KaCMMOBCKME TaTapbl, MUILIAPY U KPSIIIIEHBI), a
TaKKe CMOMPCKUE W KPBIMCKHE TaTapbl. B TaTapckom si3bike
BBIIEJISIETCS TPU IMAJIeKTa — 3araaHblid (MUIIAPCKUIA), Cpem-
HUI (Ka3aHCKO-TaTapCKUil) MU BOCTOUYHBIN (CUOMPCKO-TaTap-
ckuii). Bepyrolue Tatapbl B OCHOBHOM MYCYJbMaHe-CyHHU-
THI, KPSIIEHB — IIpaBOCIaBHBIE [28].

TEJIM TTOYTU BCEX HAPOMOB Kpasi: yAMYPThI, MApUMILIbI, MOPII-
Ba, UyBallly, TaTaphl ¥ OalIKUphl. B HacTos1ee BpeMsi 001b-
IIMHCTBO TENTIpPEil — B COCTaBe TaTapCKOTO Hapoaa, 9acThb
TenTdapeit mpoxusaer B banmkupun [28].

JanHast paboTa SIBJIseTCS MPOAOIKEHUEM CEPUU ITyOIM-
Kaluii, MOCBSAIIEHHBIX TOMYISIIIUOHHO-TEHETUUECKUM MC-
cJemOBaHUSIM HaceJeHMsI, MPOXUBAIOIIET0 Ha TePPUTOPUU
Bouro-Ypanbckoro perviona [1, 2, 3, 7, 10]. Ona HanpaBiie-
Ha Ha M3y4YeHHe MOMyJasuuu TaTtap. [IpoBeneHO M3yuyeHMe
HaceJIeHMsl 1ecTd paiioHoB PT, 4TO MO3BOIMIO OXBAaTUTh
TPU 3THOTreorpamuyecKux TPYIbl TaTap: Ka3aHCKWE TaTa-
PBI, TaTapel-MUIIapH U TenTsipu (6ojee 600 3MOPOBBIX WH-
nuBUaoB). Jist uccienoBaHus TeéHOMOHIOB COBPEMEHHBIX
TTOMYJISIIVI YeJIOBeKa M MEXaHU3MOB, OTIPEICIIIONINX TeHE-
THYECKOe pa3HOoOOpa3ue BHYTPU TMOMYJISLMI W pa3andus
MEXIYy HUMM, TIOMYJISIHIMOHHASI TeHETUKA LIUPOKO UCIOJb-
3yeT NOJUMOPGU3M SIEPHOro reHoMa, YTo AaéT cOajaHCH-
POBaHHYIO XapaKTepUCTHKY TeHO(MOHIa TMOMy/ISLNN, B 1Ie-
JIOM, a TakXe BBISIBJISIET OOBEKTUBHYIO KapTUHY TeHeTu4e-
CKOTo pa3HooOpa3us momysiimii. Bee 6 cyomomysmsiimii ta-
Tap TMPOAHAIM3UPOBAHBI TO JEBITU  MOJUMOPOHBIM
JAHK-nokycam sinepHoro reHoma: CCRSA32, [D/ACE,

B BocTouHoit yactu TarapcTana Ha rpaHulie ¢ baikop- D7523(KM19), STR/THOI, STR/FABP2,
TOCTAaHOM IMPOXKUBAIOT TENTIAPU, B pAHHEE BPEMsI CYILIECTBO- STR/IVS6aGATT(CFTR), VNTR/PAH, VNTR/DATI,
BaHMS 3TOI TPYIIILI B €€ COCTaBe BCTPEUAIUCh IPEICTaBH- VNTR/NOS3, — 4TO, BO3MOXHO, ITO3BOJUT TPOSICHUTH
ISSN 2073-7998 3



OPUTMHAJIbHBIE NCCJIEAOBAHUA

poJib (paKTOPOB MOMYJISILIMOHHOM TMHAMUKY, BIUSIOIINX Ha
dopmupoBaHUEe Tpy3a M CIIEKTpa HaCJIEACTBEHHBIX 0oJie3-
Heii B PT.

Marepuajbl 1 METOABI

Marepuanom sl UCCICTOBAHUS TIOCTYXWIA 00pPa3Ilbl
JHK, BbImeeHHbIE U3 KPOBU HEPOACTBEHHBIX WHIWBUIOB,
npoxupatomux B Pecry6nuke TaTapcTaH M IpuHamjiexa-
MX K TpEM 3THOreorpaduyecKuM TIpyrmaM — Ka3aHCKHe
Tatapbl (ApCKUil 1 ATHUHCKMI1 paliOHbI), TaTapbl-MUILIAPU
(ByuHckuii, Ipox:KaHOBCKMIA) U TaTapbl-Tentsipu (Mycio-
MOBCKMI U AxTaHbickuii) (puc. 1). Ilpu BbIOOpE
pPAallOHHBIX  TOMYJISIWN  YIUTHIBAJIUCH  CTEMEHb  HX
STHUYECKOI TOMOTeHHOCTH: ATHUHCKUM (>99% Tarap), Ap-
ckuii (>93% Tarap), MycmomoBckuii (>90% tatap) 1 AKTa-
HbIckuit (>97% tatap) pailoHbl MPAKTUYECKH MOHO3THH-
yeckuii, B JIpoxskaHoBckoM U bywHckoM >62% Tatap, a
TaKXe YMCJIEHHOCTb HaceIeHUsI.

O0mmii 00BEM UCCIIEIOBAaHHON BBIOOPKM COCTaBUJ
669 yen. JlaHHBIE IO 0OBEMY BEIOOPOK, U3YUEHHEBIX IO JAEBSI-
1 pazmuuHbiM JJHK-mapképam (41 amnens), npeacTaBieHbl
B Tabaunax. O6pasusl JHK cobpansl coTpymHrKkamu 1abo-
patopuy TeHeTHdYecKoi snuaemuonornn DenepaabHOTO
['ocymapcTBeHHOTO GIOMKETHOTO YIpeKIeHUS «MennKo-re-
HEeTUYeCKUII HaydyHbI LIeHTp» PoccuiicKoil akageMuu me-
muiHCKUX HayK B 2010—2012 rr. DTHHYecKast IpUHAIIeXK-
HOCTh (IO TPEThEro TOKOJEHMsI) YCTaHABIMBATACH TIPU
onpoce obcienyeMbiX MHAMBUIOB. Bo Bcex ciyvasix coctaB-
JIEHBI aHKETHI U TIOJIy4eHO MUCbMEHHOE NH(POPMUPOBAHHOE

_ ApckmHii

i
-3

DOACKRAHORB CRHIL

BYHHCKII
p3

coryiacue Ha TIpOBelieHWEe MEIMKO-TEHETUUECKUX UCCIIENO0-
BaHUI.

Brinenenue JIHK mpoBogmiam n3 JeHKOIMTOB BEHO3HOM
KpoBu (4—8 MJI) ¢ MCIoJNIb30BaHMEM Habopa peakTHUBOB
«Wizard Genomic DNA Purification Kit» dupmbr «Prome-
ga» (USA) B COOTBETCTBUM C peKOMEHIAIUSIMU IIPOU3BOIM -
Tes.

AHanmn3 1oaMMop(@HBIX MapKEPOB IIPOBOIWIN METOHA-
Mu nonumepasHoit nenHoi peakumu (ITLP) cuntesa JHK
n aHammsa [1JAP® ¢ ucrnonb3oBaHMeM MpailMepoB U YCIIO-
BMi1, OonMcaHHBIX paHee [1, 2, 3, 7, 10]. Pe3ynbraThl oLeHH-
BaJIM IIyTEM MPOBEICHUsI BEPTUKAJILHOTO 3JIeKTpodope3a B
8% monuaxkpuiaMumaHOM Tene. B Tab. 1 mpencraBieHa xa-
pPaKTEPUCTUKA JEBITH U3YYEHHBIX MapKEPOB.

Craructryeckass oOpaboTKa JaHHBIX BBITIOJIHEHA I0-
cpeactBoM maketa nporpaMm GenePop 32 [26]. TTonyyeH-
HyI0O MaTpully TeHETMUYECKHMX DPACCTOSHUN WCIOJIb30BATU
JUTSI TIOCTPOCHUST (DUJIOTEHETUYECKOTO JiepeBa MyTEM BBISIB-
JIEHMSI KJIACTEPOB C TIOMOIIBIO MepapXUuecKkoil arjomepa-
TUBHOM MPOLIEAYPHI, COCTOSILEN B MOCIEA0BATETbHOM 00b-
€IMHEHUM B KJIACChl «OJIKAMIIMX COCeNeil» MOCpeaCcTBOM
rporpamMmsI Statistica ver.6.

Pe3yabratel u o0Cyxknenne

IMpoBenéH aHanu3 monumopduaMa TpEX MUaUIeTbHbBIX
(D7823(KM19), CCR5A32, ID/ACE) w 11ecTd MYJIbTUAJ-
JIETTbHBIX MapKEpoB (STR/THOI, STR/FABP2,
STR/IVS6aGATT(CFTR), VNTR/PAH, VNTR/DATI,
VNTR/NOS3) snepHoro reHoma y Tatap. JuanienbHble
MapKEpbl TMPeACTaBIeHbl WHCEPLMOHHO-AEIeIIMOHHBIMU

ARTAHBIIICKHIL

‘

Puc. 1. B3aumHoe pacrofioXeHne WecTh n3yyeHHblx paiioHoB Pecnybnvkm TatapcTaH
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nokycamu (CCR5A32, ID/ACE) v OmHOHYKJIEOTUIHOMN 3a-
MeHoit (D7523(KM19)). MynbTuaineabHble MapKEPhI
BKJIIOYAIOT B ce0sl TAHAEMHO OpPTaHW30BaHHbBIE MOBTOPSIIO-
e MOCJIeAOBATEIbHOCTHI MUKPO- (STR/THOI,
STR/FABP2, STR/IVS6a) n munucaremutoB (VNTR/PAH,
VNTR/DATI, VNTR/NOS3). Vicxonst U3 10CTaTOYHO BBICO-
KOT0 3HAUeHUsI FeTepPO3UTOTHOCTU ITUX MapKEPOB B MOIMYy-
JIALUAX, OUYEBUIHA 11eJIECO00Pa3HOCTh MX MCIOIb30BaHUS B
MTONYJIILIMOHHO-TeHETUYECKUX MCCIIeOBAHMSIX.

Jlokyc CCR5A32

HHcepunoHHO-IeTeIMOHHBIN TTONMMMOp(U3M TeHa pe-
renropa XxeMoKMHOB CCRJS SIBSIeTCSI IPUMEPOM TUaJLIEb-
Horo nonumopdusma JIHK. Penentopbl XeMOKMHOB OTHO-
CATCSI K CYNEepCeMEICTBY PeleNTOPOB, CBSA3bIBAIOIIUXCS C
ceprieHTHHOBEIM OenkoM G. Ilokaszano, uto Genok CCRS
SIBJISIETCSI OCHOBHBIM KOPELIENTOPOM Uisi M-TpOTHBIX Iie-
neit Bupyca BUY-1, nepBuuHoii popMbl nepegaun Bupyca,
MOpaxarlluX MOHOUUTHI U Makpodaru. ['eH, Kogupyoimmi
oenmok CCRS5 (CMKBR5) noxkamusyercss B perroHe p21.3
XpoOMOCOCHI 3 4YesioBeka BHYTPU KjlacTepa, BKIIIOYAIOLIETO
TeHbl OOJBIIMHCTBO APYrux penentopoB CC-XeMOKHMHOB
[14].

Henenus 32 m.H. B CETMEHTE I'eHa, KOOUPYIOIIEM BTO-
pyio  9KcTpauemonapHyio — mermo  Oenka  CCRS
(CCR5A32), BepoSITHO, MPEIMSITCTBYET B3aUMOACHCTBUIO
pelenTopa ¢ BAUPYCOM M TeM CaMbIM OTPeNeIsieT YCTOMIM -
BocTh K wuHbpekuun BHY-1 [16]. Yactora Mmyraruu
CCR5A32 B eBpOIEICKUX MOMYISLIMSIX COCTABISIET B CPEI-
HeMm 10%, Bapbupysl OT MaKCMMaJbHOTO 3HAYeHUS B (DUH-
CKOU 1 MopmoBcKo# momyisiiuu (16%) 1 MUHIMAaTbHOTO
3HauyeHust B Capaunuu (4%). To ectb B EBporie HaGmona-
eTCs TpagueHT YacToThl MyTaHTHOTO ajutenss *D (CCRSA32)

C CeBEepO-BOCTOKAa Ha IOro-3amaa. AHajiu3 BBICOKOITOIM-
MOP(MHBIX MUKPOCATEJITTUTHBIX MAapKEPOB, (hJIaHKUPYIOIINX
reH CCRS, c BbICOKOH CTEMEHbIO JOCTOBEPHOCTH MOKAa3all,
YTO UCTOYHMKOM TpoucxoxaeHus myranun CCRSA32 sBu-
JIOCh €IMHUYHOE MYTAllMOHHOE COObITHE, KOTOPOE MpPOU-
301IJI0 HECKOJIbKO ThICSY JIET Haszal Ha CeBepO-BOCTOKE
EBpomnrbl. Bricokas yacrora amutenss *D (CCR5A32) cpemu
€BpOIEOUIOB, TPYAHO OOBSICHUMAS JIUILb CIy4aliHBIM Te-
HETUYEeCKUM ApeiichoM, MOXKET yKa3blBaTh Ha IE€WCTBUE OT-
06opa B MOJb3y TOMO- WJIM TETEPO3UTOTHBIX HOCUTENEH B
MPOILIJIOM MJTY HacTosIeM. OOHapyXeHUe MyTaHTHOTO aji-
nenst *D (CCR5A32) B HeeBpPONECOUIHBIX MOMYJISIIUIX Be-
POSITHO SIBJISIETCSI CENCTBUEM OTHOCHUTENBHO HEIaBHEro
IOTOKA «EBpOIEicKuX» reHoB [14, 16].

M3yyeH WHCEPIMOHHO-ENCIIMOHHBIN TMOIUMOPGHU3IM
reHa peuenropa xeMokuHoB CCRS5 B momnynsiuy Tatap
(Tabax. 2).

Bo Bcex cydonomynsiusx Tatap mpeoodaagaloluM oIpe-
JieJieH TeHOTUN *I/*[, TOMO3UTOTHBII TI0 OTCYTCTBUIO JieJIe-
uuu. Fenotun *D/*D, roMO3UTOTHBIN 110 MYTAHTHOMY aj-
JIEJTIO BBISIBJIEH B YETHIPEX U3 IIECTU U3YUEHHBIX CyOTOMyJIsi-
LIMIA TaTap ¢ YaCTOTOM He MpeBbllaroliein 2%. Y Muinapeit
(Bywnckwit 1 JIposkokaHOBCKMIA paitoHbI) TeHOTUT *D/*D He
o6HapyxeH [TomyyeHHbIE 3KCIepUMEHTaIbHbIE YACTOTHI T'e-
HoTunoB Jiokyca CCRS npoBepsiiv Ha COOTBETCTBUE PABHO-
BECHOMY paclipeaeneHuo Xapau—BaiiHOepra mo Kputepuio
x2. Bo Bcex CyOIonyIsiiMaX TaTap HabMI0IaeTCsl COOTBETCT-
BU€ pacripefefeHus HabaoaaeMbIX YacTOT BCTPEUaeMOCTH
reHotunoB Jokyca CCRJ5, paBHOBECHOMY pacIipeleIeHUIO
Xapmu—Baitn6epra (tabm. 2).

Pacnpenenenne vacror amneneit */ u *D Bo Bcex u3y-
YEHHBIX CYONOMYJISLUSX TaTap SIBJSIETCSI CXOMHBIM. AJLJICIb
*D, Hecyluid aeneunio 32 I.H., BCTpeyaeTcs ¢ 4YacTOTOi OT

Tabnmua 1
XapakTepuctmka MapkeépoB, UCNOJIb30BAHHbIX AN FEHETUYECKOrO N3y4YeHua nonynsauumn tTatap
Ne Jlokyc PaiioH Tun nonumopdunama Pasmep amnandpunumnpye-
XPOMOCOMbI MOro gparmeHTa, n.H.
1 CCR5A32 3p.21.3 MHCEepLUMOHHO-AENELMOHHBIM NOANMOPPU3M reHa peLentopa Xxemo- 368-400
knHoB CCR5 (ouannenbHbIin)
2 ID/ACE 17923. MHCEepPLUMOHHO-AENELMOHHBIN NOANMOPPU3M reHa aHrMOTEH3NH-Npe- 110-400
Bpawaiouwero ¢epmenta ACE (amannenbHblin)
3 D7523 7931-32 | OgHOHYKNEOTUAHbLIA NnonMmopduam B iokyce D7S523, cuenneHHblii ¢ 1000
(KM19) reHoM MyKOBUCLMO03a (AuannesnbHbli)
4 | IVS6aGATT 7931.2 BapuvabenbHble TaHAEMHbIE MOBTOPbLI (MUKPOCATEMINTLI) FrEHA TPaHC- 106-114
(CFTR) MeMOpaHHOro perynaTopHoro 6enka mykosucupaosa CFTR
5 | STR/FABP2 | 4q28-31 |[Nonumopdunam BapnabenbHOro Y1ucia NoBTOPOB (MUKpOCaTENNTLI) reHa 205-220
6erka, CBSA3bIBAIOLLETO XUPHBIE KACTIOThI B CAIM3UCTOM KLLIEYHMKA
6 STR/THOI 11p15.5 Monvmopdnam BaprmabenbHOro Yncna NoBTOPOB (MUKPOCATENUTDI) 183-207
reHa TMPO3UHINapPOKCUNasbl
7 VNTR/PAH | 12q22-24.1 | BapuabesbHble TaHAEMHbIE MOBTOPbl (MUHUCATENNNTLI) reHa GeHun- 380-650
NanaHuHrMApPoKCuIassbl
8 | VNTR/DAT1 5p15.3 BapuvabenbHble TaHAEeMHblE NMOBTOPbI (MUHUCATENNNTLI) FreHa nepe- 320-520
Hocuyuka pgodamMmnHa
9 |VNTR/NOS3| 7g35-36 BapuabenbHble TaHAEMHbIE MOBTOPbLI (MUHUCATENINTLI) FEHa SHO0- 393-420
TenvanbHOWM CMHTa3bl OKUCK a3oTa
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0,06 mo 0,15 (B cpeaqnem — 0,103), uTo cornacyercs ¢ gaH-
HBIMU TIO PNy OPYTMX eBpoIeicKux momyisuuii [14, 16].
Cpenu paHee MPOBEAEHHBIX aHAJIOTMYHBIX MCCIeNOBaHUI
HaponoB Bouro-Ypanbckoro permoHa MakcuMajbHasl 4ac-
ToTa ayuieasl *D oTmedeHa B moryassunu yomyptos (0,123),
MHUHUMAabHasg — y Gawmkup (0,034) [2, 3].

BaxHbIM MmapamMeTpoM NpU HUCCIENOBAaHUU TeHETHYe-
CKOW CTPYKTYPBI MOMYJSIIUI SIBISIETCS] T€TEPO3UTOTHOCTb.
HHnekchl HabIIomaeMol M OXUIAeMOM TeTepO3UTOTHOCTHU
0 JEBSITU JIOKycaM JUISl BCEX MCCIIEIOBAHHBIX CYOTIOMYJIsi-
umii Tarap (Apckuit, AHUHCKMI, BynHckuit, [Ipox:KaHOB-
ckUii MyCTIOMOBCKMIA M AKTaHBILICKWIN paiioHbI) Ipemd-
CTaBJIeHBI B TaOJI. 3.

3HavyeHMs ToKa3aTessT (DaKTUUECKON TeTepO3UTOTHOCTH
no jokycy CCRS HeBbICOKME W HAXOASTCS B Mpejenax oT
0,1296 B Bynnckom paiione g0 0,2600 B ATHUHCKOM paiio-
He. B uccrnemoBaHHBIX CyOTIOMYISIIMAX TaTap OTMEYeH Kak
He3HAYUTENbHBIE ~ M30BITOK  (ATHMHCKUM, BynHCKUIA,
JIpoX:>KaHOBCKUIA pailOHBI), TaK ¥ He3HAYMTETbHBIA HENO-
CTaTOK reTepo3urotr (Apckuii, MycaioMOBCKUIA, AKTaHBIII-
ckuit). B memoM, ms tatap Imo JAHHOMY ITOJIMMOpP(HOMY
MapKEpy HaOJ0JaeTcsl HE3HAYMTENIbHBIN M30BITOK TeTepo-
surot (Fi = -0,0073).

[Ipu monapHOM CpaBHEHUU YacTOT ajjefieil U TeHOTH-
noB jokyca CCRS5 oOHapyxXeHbl JOCTOBEPHBIC Ppa3INUMs
Mexny Tatapamu ByumHckoro m tatapamu Apckoro u AT-
HMHCKOTO paiiOHOB, a TaKXKe MEXIy TaTapaMu ATHUHCKOTO
U AKTaHblickoro paitoHon (p<0,05).

Jlokyc ID/ACE

AnruorensuH [-nipeBpaiaronmii pepmenTt (ACE), nnun
kuHuHaza Il. — pumentuaun xkapOOKcuUIIeNTHIa3a UTpaeT
BaXKHYIO POJIb B PETYJISILIMM KPOBSHOTO JaBJICHUS U MOIJIEP-
JKaHWUM 3JIEKTPOJIUTHOTrO OajiaHca MOCPeJACTBOM T'MIPOIHU3a
anruoteH3uHa I B anrnoreHsuH I1. @epMeHT Takke CIIOCo-
O0eH MHaKTUBUpPOBaTh OpanukuHuH. ['eH ACE pacrionoxeH
Ha xpomocome 17 B paiioHe q23. M3yyeHHbIii B HacTosILEen
pabote nonumMopdu3M o0yCIOBAEH HATUYUEM WIIM OTCYTCT-

BueM Alu-TiociaenoBaTeIbHOCTH, coiepxamieil 287 m.H. B
uHTpoHe 16 (amnean *I u *D coorBeTcTBeHHO) [24]. IMonu-
MOp(MU3M accoMUpoBaH ¢ ypoBHeM epMeHTa B KPOBU: ajl-
nenb *D moBbimaeT ypoBeHb dkcnpeccun MPHK ACE, uro
MOXET aKTMBU3UPOBATb PEHUH-aHTUOTEH3MHOBAsI CUCTEMY
[23]. PesynbTathl psima mcciaeqoBaHUl CBUAETEIBCTBYIOT B
MOJIb3Yy B3aUMOCBSI3M MHCEPIUOHHO-IEIEIIMOHHOTO IO~
Mopdusma reHa ACE ¢ psaaom 3abojieBaHUil cepaeuHO-CO-
cynuctoii cuctemsl [20, 21, 22].

JenelmoHHbli aienb *D BcTpeyaeTcs y eBpOIeOUIHbBIX
HapOJIOB Yallle, YeM Y MOHTOJIOUIHBIX. ¥ KOPEHHOTo Hace-
JleHns AQpUKM JacToTa JeJellMy CpaBHMMa C YacTOTOIl B
€BPONEMCKUX TMOMY/SILIUSIX U JaXe MHOIAA IPEBLIIIACT e€.
Tropkckue Hapoabl OTIMYAIOTCS OT (PUHHO-YTOPCKUX MEHb-
el yacrorToit reHotumna *DD. B nenom, momynsaunu Bo:-
ro-YpajabCKOIo perroHa I10 YyacToTaM reHotumna *DD 3aHu-
MaloT B ONpeAeSEHHONM CTEIEeHU MPOMEXYTOUHOE IMOJIOXKEe-
HUE MEXIy €BPOMEOUIHBIMU U MOHTOJIOMJAHBIMU TMOIYJIsI-
musimu [8].

Annenb *I aBasieTcst mpeobiagaoMM B IByX CyOIomy-
JISUMSX TaTtap, ero yacrora cocranisget 0,505 y tatap Axra-
HbIIICKOro paiioHa u 0,538 y tarap ATHMHCKOTO paiioHa.
B yeThipéx paiioHax Oojiee yacThiM siBisgeTcs amienb *D (oT
0,508 B bynnckom mo 0,563 B Apckom). JIjst Bceit BRIOOpKU
tarap yacrora Alu-genenun coctaBwia 0,513, yto pubim-
JKaeTcsl K 4acTOTaM, MOJIyUYEHHBIM paHee AJIsl psiia HapoaoB
Bonro-Ypannckoro permona: pycckue KupoBckoit obiaacT
— 0,538, yyBammm — 0,525, yamyptsl — 0,505, HO IIpeBbIIIa-
€T YacCTOTHI ajljieig *D, BhISIBICHHBIC B MOMYJISILIUSIX MapUii-
ueB (0,452) u 6amkup (0,423) [1, 2, 3, 10].

HauGonee yacThlii TeHOTHUII B IISITA CYOITOITYJISILIMSIX Ta-
Tap — reTepO3UrOTHbINM reHoTUIl *[/*D, BcTpevaroluiics ¢
caMoil BBICOKOM dYacToToil y TaTap bBymHckoro paiiona
(0,518), Torma Kak B AKTAaHBIIICKOM paiioHEe IIPEBaUPyeT
TOMO3UTOTHBIN 10 MHCepiuu reHotun *I/*I(0,365). Camas
BBICOKAS YaCTOTa TOMO3UTOTHOTO reHotuna *D/*D BbisiBe-
Ha y Tatap Apckoro (0,350) u Akransickoro (0,355) paiio-
HOB. B momynsiuuu AKTaHBIIICKOTO paiioHa YCTaHOBJIEHO

PacnpepeneHue 4acToT annenei u reHotunos nokyca CCR5A32 B cybnonynauuax tatap raomua z
Annens, PainoH TaTapsbl, B
FEHOTUN | Apckuii | ATHUHCKMI| KasaHckue| ByvHckwii | Opoxoka- | TaTapbli- | Mycnio- | AkTaHbiw- | TaTapbl- | | H€/10M
(N=101) | (N=100) Tarapsbl (N=108) | HOBCKMI | MUIApW | MOBCKWW CKUM TenTapu (N=600)
(N=201) (N=109) | (N=217) | (N=88) | (N=94) | (N=182)
Annenn
| 0,876 0,850 0,863 0,935 0,908 0,922 0,886 0,920 0,904 0,897
*D 0,124 0,150 0,137 0,065 0,092 0,078 0,114 0,080 0,094 0,103
FeHoTMNbI
*1/*1 0,772 0,720 0,746 0,870 0,817 0,843 0,784 0,851 0,819 0,803
*1/*D 0,208 0,260 0,234 0,130 0,184 0,157 0,205 0,138 0,170 0,187
*D/*D 0,020 0,020 0,020 0 0 0,011 0,011 0,011 0,010
CooTBeTCTBME PaBHOBECHOMY pacnpenesieHnio 3akoHa Xapan—BaiHbepra p(xz)
| 0,637 0,883 0,858 0,489 0,305 0217 | 0927 | 0,527 0,874
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HapymeHHUE COOTBETCTBUA PACIIPEACIICHUA YaCTOT I€HOTU-

MOB PaBHOBECHOMY pacrpeseneHuio Xapau—BaitH6epra

BcaenctBue neduuura rereposurot (p<0,05) (tabu. 5).

B GonpmmHCTBE cyOmomysiuii Tatap moxkasareau ¢gpak-

TUYECKOU réT€poO3NUTrOTHOCTN HHUXKE TCOPETUUYCCKUX, A Ak-

TaHBILICKOTO paiioHa B3TO pa3ivuuMe 3Hayumo (Tabi.3).

MokasaTenn TeopeTUHecKoi U ¢pakTUYEeCKOoN reTepo3UroTHOCTU B CyBnonynauuax Tatap raona s
[eTepo3un- PaiioH TaTapsbl, B
FOTHOCTL | Apckuin | ATHUHCKMI | KasaHckue | ByuHKCKui Apoxxa- | Tatapel- | Mycnio- | AKTabil- | Tatapbl- uenom
TaTapsl HOBCKWI | MULIAPU | MOBCKWIi ckuit TenTapu
CCR5
Hexp 0,2153 0,2563 0,2368 0,1212 0,1674 0,1447 0,2026 0,1476 0,1743 0,1855
Hobs 0,2079 0,2600 0,2338 0,1296 0,1835 0,1567 0,2045 0,1383 0,1703 0,1867
*Fis 0,0414 -0,0196 0,0100 -0,0693 -0,1010 -0,0850 -0,0154 0,0582 0,0201 -0,0073
ACE
Hexp 0,4942 0,4992 0,5007 0,5022 0,5002 0,5003 0,5032 0,5026 0,5015 0,5001
Hobs 0,4250 0,4786 0,4515 0,5185 0,4722 0,4954 0,4493 0,2796 0,3519 0,4407
*Fis 0,1365 0,0370 0,0965 -0,0374 0,0516 0,0075 0,1007 0,4408 0,2963 0,1181
D7S523(KM19)
Hexp 0,3456 0,3093 0,3273 0,3204 0,4241 0,3770 0,4036 0,3877 0,3954 0,3672
Hobs 0,3431 0,2800 0,3117 0,2870 0,4037 0,3456 0,4245 0,4565 0,4394 0,3647
*Fis 0,0021 0,0903 0,0447 0,0999 0,0439 0,0812 -0,0568 -0,1838 -0,1141 0,0068
STR/IVS6aCFTR
Hexp 0,4410 0,4687 0,4542 0,4147 0,3584 0,38732 0,4581 0,4469 0,4517 0,4326
Hobs 0,4420 0,4872 0,4627 0,4630 0,3796 0,4213 0,4600 0,4286 0,4444 0,4439
*Fis -0,0060 -0,0440 -0,0208 -0,1216 -0,0643 -0,0907 -0,0091 0,0361 0,0137 -0,0263
STR/FABP2
Hexp 0,6090 0,6371 0,6214 0,5978 0,5432 0,5702 0,5815 0,6377 0,6057 0,5997
Hobs 0,6667 0,6822 0,6738 0,6542 0,5421 0,5981 0,5648 0,5667 0,5657 0,6155
*Fis -0,0991 -0,0759 -0,0867 -0,0994 -0,0025 -0,0514 0,0242 0,0987 0.0637 -0,0271
STR/THOI
Hexp 0,7892 0,7656 0,7796 0,7818 0,7889 0,7855 0,7928 0,7976 0,7935 0,7876
Hobs 0,8667 0,7400 0,8049 0,7870 0,7706 0,7788 0,8132 0,7849 0,7989 0,7937
*Fis -0,1034 0,0286 -0,0350 -0,0113 0,0186 0,0062 -0,0313 0,0105 -0,0095 -0,0086
VNTR/PAH
Hexp 0,6902 0,6916 0,6905 0,7328 0,7300 0,7344 0,7242 0,7229 0,7226 0,7187
Hobs 0,5981 0,6262 0,6121 0,8131 0,6881 0,7500 0,6931 0,7474 0,7194 0,6933
*Fis 0,1293 0,0904 0,1114 -0,1147 0,0531 -0,0236 0,0382 -0,0394 0.0019 0,0345
VNTR/DAT1
Hexp 0,2925 0,2980 0,2945 0,4043 0,3690 0,3864 0,3081 0,2279 0,2717 0,3228
Hobs 0,2667 0,2900 0,2780 0,4393 0,3714 0,4057 0,3137 0,2333 0,2760 0,3218
*Fis 0,0840 0,0221 0,0537 -0,0915 0,0381 -0,0523 -0,0253 -0,0297 -0,0185 0,0213
VNTR/NOS3
Hexp 0,2153 0,1968 0,2044 0,2874 0,2956 0,2908 0,1960 0,1793 0,1876 0,2315
Hobs 0,2179 0,1800 0,1966 0,3084 0,2830 0,2958 0,2000 0,1562 0,1791 0,2264
*Fis -0,0188 0,0807 0,0352 -0,0783 0,0381 -0,0195 -0,0253 0,1238 0,0429 0,0213
[MokazaTtenu cpegHen Ha NOKYC reTepo3nroTHOCTU
Hexp 0,4550 0,4581 0,4566 0,4626 0,4641 0,4641 0,4634 0,4494 0,4560 0,4607
St/Dev. 0,2075 0,2061 0,2071 0,2144 0,2006 0,2063 0,2119 0,2370 0,2232 0,2095
Hobs 0,4482 0,4471 0,4473 0,4889 0,4549 0,4719 0,4581 0,4213 0,4383 0,4541
St.Dev. 0,2238 0,2045 0,2127 0,2312 0,1872 0,2065 0,2079 0,2415 0,2231 0,2085
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B cyononynsiimu bymHckoro paiioHa moxkasaTtesib akTude-
CKOIi Te€TepO3UTOTHOCTU TMPEBBILIAET MOKA3aTeNlb TEOPETH-
YecKOl reTep3uroTHOCTU. B 1iesom, ajst Tatap HaGitoaae-
Masl TeTepO3UTrOTHOCTh Mo Jiokycy ACE okazajlach HMXe
oxunaeMoit (H,p=0,4407; H,,,~0,5001).

ITpu momapHOM CpaBHEHMM TIOMYJISIIUI BBISIBJIEHBI 10-
CTOBEpPHbIE pa3Iuyus 1Mo yactoraM ajuieieit reHa ACE mex-
Iy CyOnomyJasiuMsiMM TaTtap ApPCKCKOr0 U ATHUHCKOIO
paitonoB (p<0,05); mo yacTtoTaM Ir€éHOTUIIOB — MEXIy CyO0-
TTOMyJIALIME Tatap AKTaHBIIICKOTO paiioHa W CYOITOMyJIsi-
IUsIMU TaTap ApcKoro, ATHUHCKOro, bymHckoro u JIpoxk-
JKaHOBcKoro paitoHoB (p<0,05).

Joxyc D7823 (KM 19)

OnHoHykJieoTuaHbI noauMmopdusm (OHII) npencras-
JISIET cO00i eNMHNYHYIO (TOYKOBYIO) HYKJICOTHUIHYIO 3aMe-
Hy. B reHome uesoBeka BCTpEYaeTCss OTPOMHOE YHUCIO
OHII, npuBoasSIIMX K MOSIBJICHUIO WK MOTEpe caiiTa pecT-
DPUKIIMM ONpeneNéHHbIX 3HAOHYyKIea3. OIHUM U3 TaKUX
MapKeEpoB sBisieTcs nonumopdusm KM19 B nokyce D7523

(7q31-q32), cueIIeHHBIA C TEHOM MYKOBHUCLHIO3HOTO
TpaHcMeMOpaHHoro perynastopHoro 6enka (CFTR). [Tomu-
MopbusmM KM 19 xapakTepu3yeTcsl HATMIMeM IBYX aJliesei:
ajenb *4 — OTCYTCTBME caiiTa PeCTPUKIIMU JIJIS SHIOHYK-
neassl Pstl, annenb *B — Hanuuue caiita pecTpukiuu [12].

Iposenén ITPP-ananu3 nokyca D7523 (KM19) B mo-
MyJIsiuu TaTap. YacToThl FeHOTHUIIOB U aJllesiel 3TOTO JIOKY-
ca TpeNcTaBiIeHBI B Tab. 5.

HauGonee yacTeiM BO BceX BBIOOpKAx TaTap SIBISIETCS
TOMO3UTOTHBIN reHoTUM *4/*A4, 4acToTa KOTOPOro BapbUpy-
et ot 0,495 B BEIOOpPKE JIpoxskaHoBckoro a0 0,670 B BEIOOP-
Ke ATHMHCKOTO PaiiOHOB, a CaMbIM PEIKUM — TEHOTHII
*B/*B: ot 0,033 B BEIOOpKe AKTaHbIICKOTO M0 0,101 B BBHI-
6opke JIpoxckaHOBCKOTO paiioHoB. [lomyuyeHHBIE 3KCIIepH-
MEHTaJIbHbIE YacTOThl T'€HOTUIIOB Jiokyca D7523 (KM19)
MPOBEPEHBI HAa COOTBETCTBME PABHOBECHOMY paclipenesie-
Huio Xapau—Baitn6epra o kputepuio x2. Bo Bcex cy6mo-
MyJISIUMSAX TaTap HaOJMIOAAeTCsl COOTBETCTBUE pacIpenese-
HMSI HaOJIIOIaeMBbIX YaCTOT BCTPEYaEMOCTH TEHOTHUITOB JIOKY-

Tabnmua 4
PacnpepeneHue 4yacToT annenem u reHOTUNOB
MHCEPLUOHHO-AEeNEeUNoHHoro nonmmopeduama reHa ACE B cy6nonynaumax tatap
Annenb, PaiioH TaTapebl,
FEHOTUN | Apckuii | ATHUHCKMIN|KasaHckue| ByvHekuit | Jpoxoka- | TaTapbl- | Mycnio- | AkTaHbilw- | Tatapbl- | B He/10M
(N=120) | (N=117) Tartapsbl (N=108) | HOBCKWUI | MULIAPX | MOBCKWUWA CKNn TenTapu (N=615)
(N=237) (N=108) | (N=216) (N=69) (N=93) (N=162)
Annenu
| 0,437 0,538 0,487 0,491 0,468 0,479 0,485 0,505 0,497 0,487
*D 0,563 0,462 0,513 0,509 0,532 0,521 0,515 0,495 0,503 0,513
FeHoTMNbI
*1/*1 0,225 0,299 0,262 0,232 0,232 0,232 0,290 0,365 0,321 0,266
*I/*D 0,425 0,479 0,451 0,518 0,472 0,495 0,449 0,280 0,352 0,441
*D/*D 0,350 0,222 0,287 0,250 0,296 0,273 0,261 0,355 0,327 0,293
CooTBeTCTBME PAaBHOBECHOMY pacnpenesieHnio 3akoHa Xapan—BaiHbepra p(x2)
| 0123 | 0655 | 01129 | 0734 | 0559 | 0885 | 0370 | 1,7x10° | 1,4x10* | 0,003
Tabnmua 5
PacnpepeneHue 4acToT aasnenei M reHoTunoB nokyca D7523 (KM19) B cyb6nonynauusx tatap
Annens, PainoH TaTapebl,
FEHOTUN | Apckuit  |ATHUHCKMI| KasaHckue| ByvHckuit | Opoxoka- | Tatapbl- | Mycnio- | AkTaHbilw- | Tatapbl- | B He/10M
(N=102) | (N=100) TaTapbl (N=108) | HOBCKMI | MWLIAPW | MOBCKWWA CcKUM TenTapu (N=617)
(N=202) (N=109) | (N=217) | (N=106) (N=92) (N=198)
Annenn
*A 0,779 0,810 0,795 0,801 0,697 0,749 0,722 0,739 0,730 0,758
*B 0,221 0,190 0,205 0,199 0,303 0,251 0,278 0,261 0,270 0,242
[eHoTMNbI
*ASA 0,590 0,670 0,639 0,657 0,495 0,576 0,509 0,511 0,510 0,575
*A/*B 0,333 0,280 0,312 0,287 0,404 0,346 0,425 0,456 0,439 0,365
*B/*B 0,047 0,005 0,049 0,056 0,101 0,078 0,066 0,033 0,051 0,060
CooTBeTCTBME PAaBHOBECHOMY pacrnpefeneHunto 3akoHa Xapan—BainHbepra p(xz)
‘ 0,943 0,337 0,501 0,273 0,612 0,218 ‘ 0,591 ‘ 0,086 0,116 0,849
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ca D7523 (KM19) paBHOBECHOMY pacmpeieieHU0 Xap-
nu—BaiinGepra (Ta67.5). Bo Bcex paitoHax, kpome Mycito-
MOBCKOTO U AKTaHBIIIICKOTO, UHAEKC (PaKTUUECKOI reTepo-
3UTOTHOCTU HUXKE TeopeTUdyecKoil (1abi.3).

PacripeneneHue 4actoT ajuieneil BO BceX M3YYEHHbBIX
CyOIMOmyJISILMSIX TaTap SIBISIETCSI CXOMHBIM: ajuieNb *A SIBIIsI-
eTcsl mpeobiagaoliuM. AHaJTOTMYHOE paclpeieieHue yac-
TOT aJulesieil U TeHOTUIIOB JIoKyca D7S823 (KM 19) xapakrep-
HO JUIs1 Apyrux nonynsuuii [1, 2, 3, 7, 10].

[Tpu nomapHOM cpaBHEHUU CyOMOMYJISILIMIA TaTap Mo ya-
crotaM aineneit jokyca D7523 (KM19) BbIsiBIeHBI AOCTO-
BEpHBIC PA3TUYMS MEXIY TaTapaMyu U3 ATHUHCKOTO paiioHa
u Tatapamu 13 JpoxckaHOBCKOro, MyCIIFOMOBCKOTO U AK-
TaHBILLICKOTO PailoOHOB; MeXIy TaTapamu bymHckoro u
JpoxcKaHOBCKOro, MyCIIOMOBCKOTO U AKTaHBIIICKOTO
paitoros (p<0,05). [Ipu monapHOM cpaBHEHHMU pacIipeneic-
HMSI YaCTOT IeHOTUNOB Jokyca D7523 (KM19) BbisiBieHbI
JOCTOBEPHBIE PA3INYUA MEXIY CYOIOMyIALUAMU TaTap AT-
HUHCKOro paiioHa u TaTapamu JIpox:kaHOBCKOro, Mycimio-
MOBCKOTO M AKTaHBIIIICKOTO PaiilOHOB, a TAKXXe MEXIy TaTa-
pamu bymHckoro u Tatapamu Jpoxk>KaHOBCKOTO, AKTa-
HbILICKOro 1 MycmoMoBcKoro paitoHoB (p<0,05).

Jloxyc 1VS6aGATT(CFTR)

7151 u3y4eHUs CTPYKTYPbl COBPEMEHHBIX MOITYJISIIIUI ye-
JIOBEKA €ro DBOJIIOLIMM, YCTAHOBJIEHUSI UICTOYHUKA U 3BOJTIO-
LMY PA3INYHBIX MyTallMii B T€HaX MCIOJIb3YIOT BHYTPUIEH-
Hele STR-mapképel. OmHMM W3 TaKUX BHYTPUTEHHBIX
STR-MapKEpPOB SIBASIOTCS TETPAHYKJICOTUIHbBIE TTOBTOPHI B
MHTpPOHE 6a reHa MYKOBUCIUAO03HOTO TpaHCMeMOPaHHOTO
peryasitropHoro 6enka, CFTR [11]. [lokazaHo, 4TO MUKPO-
carerut IVS6aGATT(CFTR) aBngeTcs peako MyTUPYIO-
muM yvyactkoM B reHe CFTR. BbisiBieHO TSITh ajuiesei,
HMMEIOIIMX YEThIpE, TSITh, 11IECTh, CEMb U BOCEMb IMOBTOPOB

GATT. B pa3nnuHBIX TOMYJISIIIUSIX MAPA B OCHOBHOM BCTpPE-
yaloTcs ABa ajjiesisl, BKIIOYAIOIIUX IECTh U CEMb KOPOBBIX
eNMHMII ToBTOpa. X yacToTa B eBpONeNCcKUX MOMysLMsIX,
B cpenHeM, coctapisieT 0,25 u 0,75 cooTBEeTCTBEHHO. AJLjie-
JIX C YETBIPbMSI, TISITBIO M BOCEMBIO TIOBTOpAMU CUUTAIOTCS
penkumu. B mccnemoBaHHbIX momynsiusix Bosro-Ypaib-
CKOTO PervuoHa ajjesib ¢ BOCEMbIO MOBTOPaMM OOHApYXEH ¢
4acToTOi, Bapbupyloleii B npenenax 1—8% [1, 2, 3, 7, 10].

B Tab1. 6 mpeacTaBiIeHbl YaCTOTHI ajljieNieil U TeHOTUIIOB
MuKpocare/uiuTHoro mapképa IVS6aGATT(CFTR) B Boch-
MU CyOIOIyJISILIMSIX TaTap.

B cybnonynasumsix TaTap BCTpeyaloTCsl TpU aJules,
BKJTIOYaroInye 6, 7 1 8 KOPOBBIX €AMHMUIL IIOBTOPA. YCTaHOB-
JIEHO, YTO HamboJIee YaCcThIM SIBJISICTCS aJUIeNIb C CEMBIO T10-
Bropamu *7 (ot 0,650 B AtHuHCKOM 10 0,773 B JIpoxska-
HOBCKOM paiioHax). Ha Bropom mecTe Mo yacTtoTe okasajcs
ajenb *6, KOTOpbIi ¢ HauMeHbleir 4acroroi (0,213)
BCTpevaeTcsl B BbIOOPKe JIpOXKaHOBCKOTO M HauOOJbILEH
(0,333) B BEIOOpKE ATHUHCKOTO pailoHOB. CaMble BHICOKME
3HAUEHUsI YacTOThl ajenss *& BbIsIBJEHBl y TaTap Mycito-
MoBckoro (0,045), cambie Huzkue (0,014) — y rarap byun-
ckoro 1 JIpos>kaHOBCKOTO paitoHOB. B 1eioM, 1o pacripe-
JIEIEHUIO YacToT ajenieit nokyca IVS6aGATT nomyasuus
TaTap OTIMYaeTCss HAaMOOJbUIMM CXOACTBOM C TOMYJsILUEi
Oalikup, Toraa Ajas NomyJasiuii MapuitlieB, yaiMypToB U Uy-
Ballleil XapaKTepHbI 0oJiee BBHICOKME YacCTOTHI ajutesieii *&
(0,040-0,082) u *6 (0,313-0,355) [1, 2, 3, 10].

B o61eit BeIOOpKE TaTap BBHISIBJICHO IIECTh TEHOTUIIOB.
Yarre Bcero BCTpevaauch TeHOTUIIH *6/*7u *7/*7. Ha ux
nomo npuxonutcs 6onee 80%. I'eHotun *6/*§ He ObLI
oIpejeiieH B ABYX CyOmomyasiusx Tatap: Hdpoxk>kaHOB-
CKOT0 ¥ AKTaHBILICKOIO pailOHOB, a TeHOTUII *&§/*8 BbISIB-
JIEH TOJIbKO B OMHOU cybmomyisaiuu: JIpoxx:kaHOBCKOTO
parioHa.

PacnpegeneHue 4actoT ajuienen nu reHoTMNOB MUKpPOCaTe/UIMTHOro mapképa IVS6aGATT B cy6nonynﬂuuﬂT;61/'7g$Zg
Annenb, ParioHsbI TaTapsbl, B
FEHOTUN | Apckuii  |ATHUHCKMIN|KasaHckue | ByvHckwii | Opoxoka- | TaTapbli- | Mycnio- | AkTaHbiw- | TaTapbl- |  4€/1OM

(N=138) | (N=117) TaTtapsbl (N=108) | HOBCKWUI | MULIAPX | MOBCKMUW CKNn TenTapu (N=669)
(N=255) (N=108) | (N=216) | (N=100) (N=98) (N=198)

Annenu

*6 0,275 0,333 0,024 0,269 0,213 0,241 0,270 0,296 0,283 0,277

*7 0,696 0,650 0,674 0,717 0,773 0,745 0,685 0,684 0,684 0,700

*8 0,029 0,017 0,302 0,014 0,014 0,014 0,045 0,020 0,033 0,023
FeHOTMNbI
*6/*6 0,065 0,103 0,082 0,046 0,028 0,037 0,006 0,102 0,081 0,067
*7/*6 0,384 0,453 0,415 0,435 0,370 0,403 0,370 0,388 0,379 0,401
*T/*7 0,493 0,410 0,455 0,491 0,584 0,537 0,480 0,469 0,475 0,487
*8/*6 0,036 0,008 0,024 0,009 0,005 0,050 0 0,025 0,018
*8/*7 0,022 0,026 0,024 0,019 0,009 0,014 0,040 0,041 0,040 0,025
*8/*8 0 0 0 0 0,009 0,005 0 0 0 0,002
CooTBeTCTBME PAaBHOBECHOMY pacrnpeaeneHunto 3akoHa Xapan—BainHbepra p(xz)

‘ 0,170 0,950 0,483 0,621 0,0000 | 1,0?10-6 ‘ 0,276 ‘ 0,541 0,842 0,200
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Bo Bcex cyOronmynmanusix Tatap ypoBeHb (DaKTHUECKOM
reTepo3UroTHOCTH 1o NoKycy IVS6aGATT(CFTR) ne3Haun-
TEJIbHO TMPEBBIIIAET YPOBEHb TEOPETUUECKOM, 32 UCKITIOYUE-
HMEM AKTaHBILICKOTO paiioHa, B KOTOPOM HaOJiomaeTcs
CHIDKeHME Tokaszarenss (HakTUYeCcKON TIeTepO3UroTHOCTU
(Ta6n.3).

Bo Bcex cyononysinusx Tatap, Kpome I posxkkaHOBCKOTO
paiioHa, HaOIIOJaeTCsl COOTBETCTBUE HAOIIOJAEMBIX 4acTOT
BCTpeyaeMocTu reHoTunoB Jiokyca [VS6aGATT(CFTR) pas-
HOBECHOMY pacmipeneneHuio Xapau— BaitHoepra (Ta6.6).

IIpu momapHOM CpaBHEHUM CYONOMYJISLIMIA TaTap MO Ya-
crotaM ajuieieil u reHotunoB jokyca [VS6aGATT(CFTR)
BBISIBJIEHBI TOCTOBEPHbIE Pa3IUyuUsl MeXIy TaTapaMu JIpox-

JKAHOBCKOTO U CYOIOMyIALMAMI ATHUHCKOro, 1 Mycio-
MoBckoro paitoHoB (p<0,05).

Jlokyc HUMFABP2

I'en Genka, CBSI3BIBAIOIIETO XMPHBIE KUCIOTHI B CIU3U-
cToli KuieyHuka, FABP2, nokanu3oBaH Ha KOPOTKOM TLUIeYe
XpoMocoMbI 4 [55]. MuUKpocaTesTUTHBIN JIOKYC, JIOKaIU30-
BaHHBI BO BTOPOM MHTPOHE 3TOTO TeHa, MPEeACTaBiIseT Co-
0oi1 TpuHykieoTuaHbI ToBTOp ATT, oO03HauaeTcs Kak
HUMFABP2 wi STR/FABP2 w OTHOCUTCSI K TpYIIIe
STR-mapképoB. HomeHknaTypa ajuieseii COOTBETCTBYET YKC-
JIy TIOBTOPOB KOPOBOI TPUHYKJICOTUIIHOM TOCIIEIOBATEIbHO-
cTu. B nutepaType onucaHo BoceMb ajuiesielt 3TOro Jokyca ¢

PacnpeneneHune 4acToT ansiefien u reHoTunoB nokyca STR/FABP2 B cy6nonynauuax tTatap raona 7
Annenb, PaiioH TaTapsbl, B
FEHOTUN | Apckuit | ATHUHCKUI | KasaHckue | ByuHekuin | Opoxka- | Tatapbl- | Mycnio- | AktaHbiw- | Tatapbi- | | L€710M
(N=126) | (N=107) Tarapbl (N=107) | HOBCKMI | MULIapWn | MOBCKMUW CKUM TenTapu (N=645)
(N=233) (N=107) | (N=214) | (N=108) (N=90) (N=198)

Annenu

*8 0 0 0,005 0,002 0 0 0 0,001

*9 0,008 0,005 0,006 0 0 0 0 0 0,002

*10 0,575 0,542 0,560 0,584 0,640 0,612 0,603 0,567 0,586 0,585

*11 0,147 0,122 0,135 0,122 0,103 0,112 0,111 0,144 0,126 0,125

*12 0,032 0,047 0,039 0,037 0,028 0,033 0,046 0,094 0,068 0,046

*13 0,194 0,229 0,210 0,215 0,192 0,202 0,208 0,134 0,174 0,197

*14 0,044 0,051 0,047 0,037 0,037 0,037 0,032 0,050 0,040 0,042

*15 0 0,005 0,002 0 0 0 0,011 0,005 0,002

FeHoTUNBI
*9/*10 0,008 0,009 0,008 0 0 0 0 0,003
*10/*10 0,310 0,271 0,292 0,318 0,393 0,352 0,361 0,344 0,354 0,332
*11/*10 0,191 0,122 0,159 0,159 0,122 0,139 0,130 0,211 0,167 0,155
11/*11 0 0,009 0,004 0 0,019 0,009 0,009 0 0,005 0,006
*12/*10 0,032 0,037 0,034 0,037 0,047 0,042 0,074 0,067 0,072 0,050
*12/*11 0,016 0,019 0,017 0 0,009 0,005 0,009 0,022 0,010 0,011
*12/*12 0 0,009 0,008 0,009 0,005 0 0,044 0,020 0,009
*13/*8 0 0 0 0,009 0,005 0 0 0 0,002
*13/*9 0,008 0 0,008 0 0 0 0 0 0,002
*13/*10 0,230 0,319 0,270 0,290 0,271 0,278 0,213 0,100 0,162 0,240
*13/*11 0,079 0,047 0,064 0,065 0,019 0,046 0,065 0,056 0,061 0,057
*13/*12 0,016 0,019 0,017 0,019 0,005 0,009 0,011 0,010 0,011
*13/*13 0,024 0,028 0,026 0,019 0,047 0,032 0,065 0,044 0,056 0,037
*14/*10 0,071 0,048 0,060 0,047 0,056 0,051 0,065 0,056 0,061 0,057
*14/%11 0,008 0,037 0,021 0,019 0,019 0,014 0 0,011 0,005 0,014
*14/*12 0 0 0 0,019 0,005 0 0 0 0,002
*14/*13 0,008 0,019 0,013 0,019 0,005 0 0,011 0,005 0,008
*15/*10 0 0,009 0,008 0 0 0 0 0 0,002
*15/*14 0 0 0 0 0 0 0,022 0,010 0,003

CooTBeTCTBME PAaBHOBECHOMY pacnpeneneHnio 3akoHa Xapan—BaiHbepra p(x2)

| 0840 | 0,791 0868 | 0262 | 0607 | 0601 | 0,565 | 0,0000 | 0,0000 | 9,3x10"
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YHUCJIOM TTOBTOPSTIONINXCS KOPOBBIX eAMHUII OT 8 o 16. M3y-
YeHHe JAHHOTO MOJMMOP(MHOro Mapképa He OOHaPYXWIO
HMKAaKUX acCOLMALIMI ¢ KaKUMU-TTMO0 3a0oneBaHusmMu. Mc-
X051 U3 JOBOJIbHO BBICOKOTO 3HAUEHUS TETEPO3UTOTHOCTH B
nomysiusix EBponsr (H>0,5), ctaHoBUTCS OYeBUIHOM 1Ie-
JIECOOOPA3HOCTh MCITOJIb30BaHMSI 3TOr0 MapKépa B IOMYJIsi-
LIMOHHO-TEHETUYECKUX UccienoBaHusx [19].

Yacrotbl ajuteneit u reHotunos jokyca STR/FABP2 B
WCCIEeAOBAaHHbBIX CYONMOMYMSALMSIX Tarap MpeacTaBleHbl B
Tabn. 7.

B 1rect u3ydyeHHBIX CyOMOMyISILIUSIX TaTap OIpeaeieHO
BoceMb ayenei jokyca STR/FABP2 (tabn. 7). Bo Bcex usy-
YEHHBIX pailoHax HauboJee YacThIMU OKa3aIMCh ajutenu *10
(uactoTta ot 0,542 mo 0,640), *13 (vacrota ot 0,133 10 0,229)
u *I1 (vactora ot 0,111 no 0,147), uro coriacyercs ¢ naH-
HBIMH, TIOJyYeHHBIMA TIPU HW3YYEHUUW Momnyasaumii Boi-
ro-Ypaibckoro pernoHa. Hanbosnbliiee cXoicTBo B pacrpe-
JIeJIeHUW yacToT ajuteneii jokyca STR/FABP2 nabnonaercs
¢ momnyJasiuusMu yyBaiueit u yamypros [1, 2, 3, 10].

Annens *I/1 BBISIBIGH BO BCEX pailoOHaX C 4acTOTOW OT
0,111 mo 0,147. A B cyGnomyasiiMy AKTaHBILLICKOTO paiioHa
OH SIBJIIETCSI BTOPBIM I10 YacToTe: ero yactoTa (0,144) rpeBbI-
waet yactoty amnenss *13 (0,133). Annenu *12wm *14 Bctpe-
4aroTcsl BO Bcex paiioHax ¢ yactotoit MeHee 0,05. Mckioue-
HUEM SIBIISIETCS CYOITOMYJIsIMsST AKTaHBIIICKOTO pailoHa, e
yacrota ajuienst *12 nocturaet 0,094. Aniens *15 oOHapyxeH
TOJIbKO B ATHMHCKOM M AKTaHBIIICKOM paiioHax. AJuielnb *9
BBISIBJIEH TOJILKO Y TaTap APCKOro U ATHUHCKOTO PaiioHOB, a
ajieNb ¥6 — TONBKO OJHAXIbl B byMHCKOM paiioHe.

Haubonee yacTbIMu reHOTUMAMM 11 BCEX BBIOOPOK Ta-
tap Obutn reHotunel *10/*10 (0,361-0,271), *13/*10
(0,100-0,318) m *11/*10(0,122-0,191). Bo Bcex cybmomys-
LIMSIX TaTap KpoMme AKTaHBIIICKOTO paifoHa HaOJromaeTcst
COOTBETCTBUE pacIpeneseHrs HabMI0gaeMbIX YacTOT TeHO-
tunoB STR/FABP2 paBHOBECHOMY paclpeaeicHuo Xap-
nu—Baiin6epra (ta6.7).

ITo nokycy STR/FABP2 nipocnexuBaeTcsl TEHISHIUS K
npeobiagaHnio (aKTUYeCKON TeTepO3UTOTHOCTH IO CpaB-
HEHMIO C TEOPETUYECKOW B M3YYEHHBIX CYOITOMyJNSLIMSX,
KpoMe TaTap JIposx>kKaHOBCKOTO M AKTaHBIILICKOIO PaifiOHOB,
MpUYEM B TIOCTIeHEN CYOIOMY/ISIIMKA 3TO pa3jinyue CTaTh-
ctuyecku 3Haunmo (Fis=0,0987; p<0,0001) (Tabn.3).

IIpy TomapHOM CpaBHEHWUW BBISIBICHBI TOCTOBEPHBIC
pasnuuus B paclpelesieHMM 4YacToT —ajuiefieil JloKyca
HUMFABP2 mexnay BbIOOPKOM AKTaHBIILICKOTO paiioHa U
BbIOOpKamMu Apckoro, ATHUHCKoro, bynHckoro u JIpoxka-
HOBcKoro paitoHoB (p<0,05). Ilpu momapHOM cpaBHEHUU
CyOMOMyJISINUI TaTap BBISIBJICHBI JOCTOBEPHBIE pa3TuuMs B
pacripeieJleHUd 4acToT TeHOTUIoB Jokyca HUMFABP2
MEXIY BEIOOPKOM AKTaHBIILICKOI'O M BHIOOPKAMU OCTaJIbHBIX
MATA UCCISTOBAHHBIX PAaiOHOB; a TakKe MEXIy TaTapamMu
AtHuHCKOro 1 MycmtoMoBckoro paitoHoB (p<0,05).

Jloxkyc HUMTHOI

I'en Tupo3uHruapokcuiassl yenosBeka (7'H) nokanu3o-
BaH Ha KOpoTkoM Iuteue 11-ii xpomocombr (11pl5.5).

B 1991 r. BbIsIBI€HO HATUM4YME KOPOTKOTO TAHAEMHOTO I0-
BTOpa ¢ KOPOBOii mocienoBaTeabHOCThI0 AATG B 1-M MHT-
poHe reHa TH, xoropslii o6o3HavaeTcsi kKak HUMTHOI,
unu STR/THOI. Annenu nokyca HUMTHOI nymepyoTcst
10 YKMCITy TTOBTOPOB. B HEKOTOPBIX ajieIsiX BOBMOXKHBI Ba-
PMAHTHI, KOTJA U3 TETPAHYKJICOTUIHON MOCIe0BaTEIbHO-
CTH MCYe3aeT OUH HYKJIEOTH, TaKue ajuieu 0003HayaloT
Kak n.3, rae n — 4yucio KOpoBbiX NOBTOPOB (9.3). laHHbII
MTOJTMMOPMHBII JIOKYC MMeeT BBICOKUI YPOBEHb TeTePO3H-
rotHocTH (90%), B CBSI3W C YeM aKTHMBHO UCITOJNB3YEeTCS B
MONY/ISIUMOHHON FreHeTUKE U TIPU UAEHTUDUKALIMU TUYHO-
ctu [18].

Yacrotel ayuteneit u reHotumnoB Jokyca STR/THOI, B
IIECTU MCCJIEOBAHHBIX CYOMOMYISIIMSIX TaTap MpencTaBie-
HbI B Ta0OJI. 8.

B oO1eit BbIOOpKe TaTap BBISIBIEHO 7 ajUlejieil JIoKyca
STR/THOI: nanboee yacTeIMU OKa3amuch amrem *10(9.3)
u *6 (acrotsl 0,271 u 0,253 cootBeTcTBeHHO). [TomyueHHast
KapTUHA COIJIacyeTcsl ¢ JaHHBIMM, TOJYYEHHBIMU MIPU UC-
cleIoBaHMM APYTUX HapomoB Boiro-Ypanbckoro pernona,
rJe Haubojiee YaCThIMM TakKe OblIv ayutenn *10u *6, XoTs
1 Habmonanoch crneuu@GUUHOe sl KaXA0ro 3THOCa COOT-
HOIlIeHHe YacToT ajeneil. Tak, mpu MccaeqOBaHUU MO~
Mop(dur3Ma JaHHOTO JIOKyca B TIOMYJISILIMAX MapUIALIEB U Y-
MYPTOB ¢ HauOOJbIIIe YaCTOTOW BBIABICH ajlieNb *6, a B
TOMYJISIIMSIX OalIKup, yyBalueil u pycckux KupoBckoit 00-
Jacti — ayutenb *10¢9.3). B nonynsinuu 6alikup BTOPBIM IO
yacToTe ABIsUICA ajuiens *7 [1, 2, 3, 7, 10].

[lpy aHanuze pacnpeneneHus 4acToT ajuiesiell TaHHOTO
JIOKYCa B IIECTU UCCJISIOBAHHBIX CYOMOITYJISILIUSIX TaTap ycTa-
HOBJIEHO, YTO B MSITU paiioHax amnenb *10(9.3) siBnsiercs ca-
MbIM YacTeiM. Ho B cyOonomysim poxckaHOBCKOTO paiioHa
npeobnanaet ajnenb *6 (0,294), a yacrora ayuiens *9 peBbI-
maeT vacroty amienss *10(9.3) (0,216 u 0,294 cooTBeTCTBEH-
Ho). Haubonee penkumu BO BCeX LIECTU paiioHaX SIBJISIIOTCS
aenu *11 u *5: amnens *11 BcTpeyaeTcs: TONbKO B bynHckom
1 JIpoxX>KaHOBCKOM palioHax; a ajuiesib *5 0OHapyXeH TOJIbKO
B ATHMHCKOM M ByWHCKOM paiioHax.

M3 22 TeHOTUIIOB, BBISIBICHHBIX Y TaTap, OOLIMMMU ISl BCeX
cyoronyssimii sieisrorest 11 reHorumnoB. Haubonee pa3Hoo06-
pa3HoM 110 COCTaBY TEHOTUITOB OKA3aJIMCh CYOITOIMYJISILIUM TaTap
BynHckoro u JIpox:kaHOBCKOTO paiioHOB, re 0OHapYXeHO 10
17 renorunos. B 1ieoM, ¢ HauOOMbILIEH YaCTOTOM BO BCeX Cy0-
TIOTTYJISILMSX BCTPEYAlOTCsl TeHOTUMBI *10/*6, *10/*9n *10/*7.
Ho umetorcst ocobeHHOCTH MX pacnpeaeneHust B CyOromysiy-
SIX: TaK, reHoTun *10/*10 sBsieTcsl BTOPHIM TI0 YacTOTE B BbI-
Oopke TaTap ATHUHCKOIO paiioHa, Torga Kak B JIpoxK:KaHOB-
CKOM paiioHe ero yactota cocrasnsier Juiib 0,009; B Mycmo-
MOBCKOM paifoHe HauOojiee YacTbIMU SIBJISIOTCSI T€HOTHMITBI
*9*/6 n *10/*7 (dactorbl 06oux 0,121). Bo Bcex cyononysisiim-
sIX TaTap HaOII0MAeTCsl COOTBETCTBYE pacipeeeHus Habmona-
€MbIX 4YacTOT TeHOTUIoB Jjokyca STR/THOI paBHOBeCHOMY
pacripeneneHno Xapau—BaitHOepra (1a6:1.8).

ITokazarenb HabMI0AaEMOI TE€TEPO3ZUTOTHOCTU MO JIOKYCY
STR/THOI xone6nercs B npeaenax ot 0,7400 B ATHUHCKOM
paitone mo 0,8667 B Apckom paiioHe. ITo maHHOMY JIOKyCy
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TIPOCIIEXMBACTCST TMPEBBIIIIEHNE KaK TEOPETUUECKOMN TeTepo-
3UTOTHOCTH 110 CpaBHEHUIO ¢ (pakTraeckoit (Apckuit, [Ipox-
>KAHOBCKMI M AKTaHBIIICKUI pailOHBI), TaK M (PaKTUIECKOM
TeTePO3UTOTHOCTU IO CPABHEHUIO C TEOPETUUYECKOI, 3HAUM-
TeJbHOE Uit Apckoro paiiona (Fis = —0,1034) (Ta6n.3).

[1pu momnapHOM cpaBHEHUM BBISIBIEHBI JOCTOBEPHBIE pa3-
JIMUMS B pacrpeieieHuy yacToT ateneit jokyca STR/THOI
MeXIy cyormomynsiuueii ATHUHCKOTO paiioHa W TaTapamu
JIpoxcKaHOBCKOIO M AKTaHBIIICKOro pailoHoB(p<0,05) u pa3-
JIMYMe B pacrpeieNIeHy YacTOT FTEHOTUTIOB MEXITY CYOTIOyIisi-
msiMi AtHrIHCKoro 1 JlposxckaHoBckoro paiioHoB (p<0,05).

Jlokyc VNTR/PAH

Kpome MHMKpocaTeJUTUTHBIX MapKEPOB, MTPUMEPHI KOTO-
PBIX PACCMOTPEHBI BBIIE, B MOMYISIIUOHHO-TEHETUUECKUX
HCCIIEIOBAHUSX aKTUBHO HCIOJB3YIOTCSI MUHU-CATEJUTUTHI.
OnmHMM M3 HamboJee YacTo MPUMEHsSIEMBIX MapKEPOB JaH-
HOTO THTIA SIBJISIETCS] BBICOKOTIOJMMOP(MHBIN YIaCTOK, TIPe-
crapistiolnii coboit AT-6orateie 30-HYKJICOTHIHBIE TaH-
neMmHble MmoBTophl (VNTR) B obnactu 3’-KoHIAa reHa ¢e-
HunazaHuHruapokcunassl (PAH) (12q22-q24), onvcaHHbII
B 1992 r. B nuteparype otMedyeHo 9 BapuaHTOB ajuiefieit, co-
JepKallliX pa3InyYHOe KOJMYECTBO MOBTOPOB Pa3MepoM OT

PacnpepneneHune 4actoT ansenen u reHotunos nokyca HUMTHOI B cy6nonynsiumax Tatap raoma 8
Annens, PaiioH TaTapsbl, B
FEHOTUN | Apckuit  |ATHUHCKMIN| KasaHckue | BynHokwii | poxoka- | TaTapbi- | Mycnio- | AkTaHbiw- | TaTapbl- |  4€710M
(N=105) | (N=100) TaTapsbl (N=108) | HOBCKMI® | MULIApW | MOBCKMUIA CcKui TenTsapu (N=606)
(N=205) (N=109) | (N=217) | (N=91) | (N=93) | (N=184)
Annenun
*5 0 0,010 0,005 0,005 0,002 0 0 0 0,003
*6 0,210 0,295 0,251 0,273 0,295 0,283 0,209 0,226 0,217 0,253
*7 0,157 0,160 0,159 0,144 0,165 0,154 0,209 0,199 0,204 0,171
*8 0,152 0,105 0,129 0,083 0,110 0,097 0,126 0,134 0,130 0,118
*9 0,181 0,110 0,146 0,199 0,215 0,207 0,181 0,199 0,190 0,182
*10(9.3) 0,300 0,320 0,310 0,282 0,206 0,244 0,275 0,242 0,258 0,271
*11 0 0 0,014 0,009 0,012 0 0 0 0,004
FeHoTMNbI
*5/*6 0 0,010 0,005 0 0 0 0 0 0,002
*6/*6 0,038 0,100 0,068 0,102 0,110 0,106 0,033 0,065 0,049 0,076
*7/*6 0,067 0,100 0.083 0,093 0,055 0,074 0,077 0,075 0,076 0,078
*7/*7 0,010 0,030 0,019 0 0,028 0,014 0,022 0,043 0,033 0,022
*8/*6 0,057 0,040 0,049 0,019 0,083 0,051 0,055 0,032 0,043 0,048
*8/*7 0,067 0,050 0,059 0,019 0,020 0,037 0,088 0,022 0,054 0,050
*8/*8 0,019 0,010 0,015 0 0,009 0,005 0,022 0,043 0,033 0,017
*9/*6 0,048 0,080 0,063 0,074 0,092 0,083 0,121 0,097 0,108 0,084
*9/*7 0,076 0 0,039 0,065 0,046 0,055 0,088 0,129 0,108 0,066
*9/*8 0,048 0,060 0,054 0,056 0,037 0,046 0,033 0,054 0,043 0,048
*9/*9 0,019 0 0,010 0,046 0,073 0,060 0,011 0,011 0,010 0,028
*10/*5 0 0,010 0.005 0,009 0,005 0 0 0 0,003
*10/*6 0,171 0,160 0,166 0,139 0,138 0,143 0,099 0,118 0,108 0,140
*10/*7 0,086 0,110 0,098 0,102 0,119 0,111 0,121 0,086 0,103 0,104
*10/*8 0,095 0,040 0,068 0,074 0,028 0,051 0,033 0,075 0,054 0,058
*10/*9 0,152 0,080 0,117 0,102 0,101 0,101 0,099 0,097 0,098 0,106
*10/*10 0,048 0,120 0,083 0,065 0,009 0,037 0,099 0,054 0,076 0,064
*11/*6 0 0 0,009 0,005 0 0 0 0,002
11/*7 0 0 0,009 0,005 0 0 0 0,002
*11/*8 0 0 0 0 0 0 0 0
*11/*9 0 0 0,009 0,009 0,009 0 0 0 0,003
*11/*10 0 0 0 0,009 0,005 0 0 0 0,002
CooTBeTCTBME paBHOBECHOMY pacrnpeaesneHunto 3akoHa Xapan—BainHbepra p(xz)
| 0445 | 0373 | 0828 | 0737 | 0,198 | 0619 | 0399 | 0264 | 0291 | 0,821
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350 mo 650 n.u. [13]. Mcxoast U3 TOro, 4To 4acToTa U BCTpe-
yaemocTh ajuteneit VNTR rena PAH xapakTepu3yloTcsl Bbl-
COKOI TeTepOreHHOCTbIO M CYLIECTBEHHBIMU MEXITOMYJIsi-
LIMOHHBIMU PA3IUYMSIMU, MOJIEKYISIPHO-TEHETUUECKOE U3Y-
YeHUe NaHHOTO IoJMMOpdHU3Ma y pas3MYHBIX HAapoaOB
MpeaCTaByIsieT HEeMaJIOBaXKHBI MHTEpeC.

Pesynbratel vccienoBaHusl pacripelieieHus 4acToT ail-
Jeneit u reHotunoB Jokyca VNTR/PAH B wectu cyoGrory-
JISUUSX TaTap MpeAcTaBlieHbl B Ta0. 9.

B 1iesioM, B BRIGOPKE M3 626 MHAMBUIOB OIpeae/ieHb 9 a-
neneii nokyca VNTR/PAH c 4vcioM TTOBTOPOB KOPOBOIA €11~
Hu1E OT 3 1o 12. Hanbombliee aiebHOE pasHOOOpasue 1o
nokycy VNTR/PAH otMeudeHo [Uisl CyOronyasiiid AKTaHBbIIII-
CKOro paifoHa (8 asieneit), HauMeHblee — It Apckoro (6
ayteneit). Bo Bcex paifoHax caMbIM YacTbIM SIBJISLICS aJlieb
*3 (ot 0,391 B MycmomoBckom 1o 0,472 B ApckoM paifoHax).
Amenu *8 (yacrora 0,202-0,31), *7 (wactora 0,079-0,168) u
*9 (yactota 0,0,051-0,129) BCTpeTMIMCh BO BCEX LIECTH CYO-
TIOIMYJISIIMSIX TaTap. AJutenb *12 oOHapyXeH BO BCEeX pailoHax
kpoMe JIpoxxckaHoBcKoro. Ajutenb */1 He BBISIBJIEH B BBIOOpKE
Ka3aHCKUX TaTtap (ApCKOro 1 ATHUHCKOIO paiioHOB). AJUIelNb
*6 00HapyXeH B ApCKOM, AHTUHCKOM M AKTAaHBIILICKOM paii-
OHaX, ajuieNlb *5 — B ATHMHCKOM, MYCIIIOMOBCKOM M AKTa-
HBIIICKOM, ajiefib */0 — Tonbko cpeau muiuapeit (B bynH-
cKoM U JIpoxxckaHOBCKOM paiioHax). B o0benMHEHHON BHIOOD-
Ke Tatap HauboJiee YacThIMU SIBJISIOTCA auienu *3, *§u *7
(0,420; 0,273 1 0,133 COOTBETCTBEHHO); YacToTa ajieis *9 —
0,109. Bce mpyrue aureny BCTPEYarOTCsS C 4YaCTOTOM MeHee
0,05. TTony4yeHHbIe pe3yabTaThl pacripeeeHus] YacToT ajlie-
Jieil B CyOTIOMyJISILIMSIX TaTap COTMIACYIOTCS C JAHHBIMU TIPE/Ibl-
NYIIIX WCCNenoBaHuii HaponoB [ToBOIKbS: B MCCIeMOBAHHBIX
TIOMYJISILMSAX GalllKup, JYyBalllei, MapyuidlieB U yAMYPTOB Cca-
MBIMU YacThIMU Takxe siBistiMch awtenu *3 (0,383; 0,511;
0,458 1 0,496 coorBerctBeHHO) U *§ (0,0,319; 0,202; 0,206 u
0,228 coorBercTBeHHO) [1, 2, 3, 10].

B uenom B miectu cyOronyasiuusix Tatap BoisiBieH 31 re-
Hotut Jjokyca VNTR/PAH. MuHUMAaTbHOE KOJUYECTBO Te-
HOTUIIOB OOHAPYKEeHO y TaTap AKTaHbIIICKOro U BynHckoro
paiioHoB (13 1 14 COOTBETCTBEHHO), MaKCUMalbHOEe B Myc-
moMoBckoM paiioHe (18). CeMb TEeHOTHIIOB BBISIBJICHBI BO
Bcex paitoHax. C HauOosbllIel YacTOTOM BO BCeX CYOMoOITy-
JIALMSIX, KpoMme ApCKOro pailoHa, BCTpeyaeTcsi TeHOTMI
*8§/*3, MaKCUMaJIbHOE 3HAUEHUE KOTOPOii B CyONOMyJIsIluu
tatap bynnckoro paitona nocruraet 0,318. B Apckowm paiio-
He caMbIM YaCTbIM TeHOTUIIOM Yy Tatap sBisieTcsa *3/*3
(0,280), a yacrora reHotuna *§*/3 cocrasnser 0,159. Yacro-
ta Oonmee 10 % oTmedyeHa UIA TOMO3UTOTHOIO T€HOTHMIIA
*3/*3 BO BceX paiioHax KpoMe ByMHCKOTO M 1Sl TeTepo3u-
TrOTHOTO TeHoTuIa *9/*3 Bo Bcex paiioHax Kpome ApCKOro u
ATHWHCKOTO PaiilOHOB; YacToTa Gosee 5% — mJIsl TeHOTHIIA
7/*3 BO Bcex palloHax; AJisl TeHOTUIa *&/*7 B0 Bcex pailoHax
kpome JIposk:kaHOBCKOTO 1 MyCITIOMOBCKOTO; JIJIsl TECHOTHUTIA
*8§/*8 Bo Bcex paiioHax Kpome BymHckoro m JIpoxokaHOB-
ckoro. TecT Ha COOTBETCTBUE paclpeieseHuIo Xapau-
—BaiinOepra B 11eCTU CYOIOIYJISILIUSIX TaTap BBISIBUI HECO-
OTBETCTBHE B BEIOOpKAX M3 TPEX paitoHOB: bymHckom, Myc-

JIIOMOBCKOM M AKTAHBIIIICKOM, W B 00BeIMHEHHON BBIOOPKE
(1a6:1.10). [1pu uccnenoBaHUM TEOPETUUYECKOM U (haKTUue-
CKOU reTepO3UrOTHOCTH BBISIBJIEHO YMEHBLIEHHWE MTOKa3aTe-
JIei (haKTUYeCKO reTepO3UTrOTHOCTH B CYyOITOIMYISILMSIX Ap-
CKOTO, ATHMHCKOTO, JIpOXKaHOBCKOTO M AKTaHBIIICKOTO
paiioOHOB U TMOBBIIICHKE TTOKa3aTesel (haKTUUeCKoi reTepo-
3UTOTHOCTU B CyOmonyssiiusix bynHCKoro u AKTaHbILICKO-
0 pailOHOB OTHOCUTEJILHO MOKa3aTeseid TeOPETUUECKOM.
Bce miectb BBIOOPOK TaTtap MOMapHO MCCIEAOBAHBI Ha
reTepOreHHOCTh. BhISBIEHBI JOCTOBEPHBIE PA3TUYUMS MEXIY
HaceJleHUeM ApPCKOro pailoHa W TaTapaMu, MPOXMBAIOIIM-
Mu B bynHckoM, [IpoxkaHOBCKOM U MyCITIOMOBCKOM paii-
OHax, MeXy cyornomyasinusiM ATHUHCKOTO U JIpoxckaHOB-
CKOIr'0 paiifOHOB B paclpeie/ieHUM 4YaCTOT aJIeJIC U TEHOTH-
OB TeHa (peHWIATaHUHTUIPOKCHUIa3bl. JlocToBepHEBIE pa3-
JINYMSI B pacripeieJIeHUN 4acToT ajulesiell BHISIBICHBI MEXIY
TaTapaMu AKTaHBIIIICKOTO pailoHa M TaTapamu ApCKOro,
AtHuHCKoro u JIpox:kaHOBCKOIro paitoHOB. Takxke H0OCTO-
BEpHbIE PA3IUYUS paCTIpeesIeHUs] YaCTOT TeHOTUIIOB OOHa-
PYXEHBI MEXIy CcyOomomyasiuMeid ATHUHCKOTO palioHa |
cyononynsiuueit Tarap bynHckoro paitona (p<0,05).

Jlokyc VNTR/DATI

benox DATI1, nepeHocuuk modamMuHa, MPUHAIIEXUT K
cemeiictBy Na*,Cl--3aBUCHMBIX NTEPEHOCYMKOB HEHPOMEIM-
aTOpOB, OTPaHUYMBAET AKTUBHOCTH JA0(DAMUHIPTrUYECKON
CUCTEMbI B CMHArIcax MyTeM 00paTHOTO MOMIOLEHUST HEHpOo-
Menuaropa B MPECHMHANTUYECKUEe TePMUHANIbI, YTO MIpaeT
BaXHYIO POJib B JOMDaMUHEPIMUECKON HEMpPOTPAHCMUCCUM.
Tern DATI (SLC6A3) nokanm3oBaH Ha 5-if XxpoMocoMe B 00-
sactu p15.33. B rene DAT1 oGHapyXeHbl BApbUPYIOLINE TaH-
neMHble oBTophl (VNTR) B 3’-HeTpaHCIMpyeMoil 06J1acTH ¢
yucyioM konuit ot 3 go 11. Amienu ¢ 9-1o u 10-10 equHULIAMUA
[OBTOPOB SIBJISIIOTCSI HAUOOJIEE YaCTBIMU U MPUCYTCTBYIOT 060-
nee yeM y 90% WHAMBUAOB B MOMYJSLMSAX €BPOMEHIEB U
aMepUKaHIIEB €BPOMNECKOro n ahpruKaHCKOTO MPOUCXOXKIE-
HUs. BbISBIEHBI accolMalid  MeXIy TMOJIMMOpdOU3MOM
VNTR B naHHOM TeHe M 1M30(ppeHueid, a Takxke TUrepak-
TUBHBIMU COCTOSIHUSIMU C HapyllleHueM BHUMaHus [17].

B 1ab6n. 10 mpeacraBieHbl pe3ynbTaThl aHATM3a pacrpe-
NIeJIEHUs] YacTOT ajuiesielt u reHoTuroB Jiokyca VNTR/DATI
B 1LIECTH CYOITOMYJISILIUSX TaTap.

Pacnpenenenue yacror ayuteneii sokyca VNTR/DATI Bo
BCEil MOMYJSIIMU TaTap XapaKTepu3yeTcsl Kak YHUMONAIbHOE.
C MakcuMabHOM 4acTOTOI BeTpevaercs ajuiesib ¢ 10-10 eqm-
HULIAMH TIOBTOPA, YTO XapaKTEepHO W IUIST IPYTUX TTOMYJISLIAIA
Bonro-Ypannsckoro permona [1, 2, 3, 10]. MakcumanbHOe
3HaUYEHUe YacToThl ajlienst */0 BbISIBIEHO y TaTap AKTaHBILI-
ckoro paiiona (0,872), a MuHuUManbHOe y TaTtap bymHCKOro
pationa (0,729). BropbiM 1o uactote SIBIsIETCSl aijieib *9,
HauboJIblIast YacToTa KOTOPOro BbIsiBIeHa B BynHCKOM paiio-
He — 0,257, a MuHumanbHas — B AkraHbickom (0,111).

Bcero o6HapyxeHo 9 reHOTUIIOB, HanbOoOJee YaCThIM U3
KOTOPBIX 0Ka3ajyics roMmo3uroTHeiii 10¢/10 (ot 0,514 B Byun-
ckoM 110 0,756 B AKTaHBIILICKOM paifoHe). BTopbIM 1Mo yac-
TOTE BBISIBJICH Te€TepO3WUTOTHBINM TeHoTurl */0/9%* yactoTa
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PacnpepneneHue 4yactoT ansenein u reHotunos nokyca VNTR/PAH B cy6nonynauusax tTatap raoma s
Annenb, PaiioH TaTapsbl, B
FEHOTUN | Apckuit  |ATHUHCKM | KasaHckue | ByuHekuin | Opoxxka- | TaTtapbl- | Mycnio- | AktaHbiw- | Tatapbi- |  LE1OM
(N=107) | (N=107) | Tartapsl (N=107) | HOBCKWMI | MWULIAPW | MOBCKWWA cKuUi TenTapu (N=626)
(N=214) (N=109) | (N=216) | (N=101) (N=95) (N=196)
Annenun
*3 0,472 0,449 0,460 0,369 0,422 0,396 0,391 0,416 0,403 0,420
*5 0 0,005 0,002 0 0 0 0,025 0,016 0,020 0,007
*6 0,028 0,009 0,019 0 0 0 0 0,011 0,005 0,008
*7 0,168 0,140 0,154 0,140 0,156 0,148 0,104 0,079 0,92 0,133
*8 0,238 0,290 0,264 0,313 0,202 0,257 0,312 0,290 0,30 0,273
*9 0,051 0,075 0,063 0,122 0,170 0,146 0,129 0,111 0,12 0,109
*10 0 0 0,009 0,032 0,021 0 0 0 0,007
*11 0 0,042 0,018 0,030 0,005 0,005 0,005 0,012
*12 0,042 0,033 0,037 0,005 0 0,002 0,035 0,074 0,054 0,030
FeHoTMNbI
*3/*3 0,280 0,234 0,257 0,084 0,165 0,125 0,139 0,168 0,153 0,179
*5/*3 0 0 0 0 0 0 0,010 0 0,005 0,002
*6"/3 0,028 0,009 0,019 0 0 0 0 0 0 0,006
*6/*5 0 0 0 0 0 0 0 0,021 0,010 0,003
*7*/3 0,103 0,131 0,117 0,056 0,083 0,069 0,059 0,074 0,066 0,085
*7%/6 0,009 0 0,005 0 0 0 0 0 0 0,002
*7*7 0,037 0,019 0,028 0,056 0,064 0,060 0,030 0 0,015 0,035
*8*/3 0,159 0,243 0,201 0,318 0,229 0,273 0,287 0,232 0,260 0,244
*8*/5 0 0 0 0 0 0 0 0,011 0,005 0,002
*8*/6 0,019 0,009 0,014 0 0 0 0 0 0 0,005
*8*/7 0,112 0,065 0,089 0,093 0,028 0,060 0,049 0,084 0,066 0,072
*8*/8 0,075 0,103 0,089 0,047 0,046 0,046 0,119 0,063 0,092 0,075
*9%/3 0,065 0,047 0,056 0,150 0,138 0,144 0,139 0,158 0,148 0,115
*9%/5 0 0,009 0,005 0 0 0 0,020 0 0,010 0,005
*9*/7 0,028 0,028 0,028 0,019 0,064 0,042 0,020 0 0,010 0,027
*9%/8 0,009 0,037 0,023 0,065 0,046 0,056 0,030 0,053 0,041 0,040
*9*/9 0 0,009 0,005 0,038 0,019 0,020 0 0,010 0,011
*10*/3 0 0 0 0,019 0,038 0,028 0 0 0 0,010
*10*/8 0 0 0 0 0,009 0,005 0 0 0 0,002
*10*/9 0 0 0 0 0,018 0,009 0 0 0 0,003
*11*/3 0 0 0 0,019 0,028 0,023 0 0,011 0,005 0,010
*11*/5 0 0 0 0 0 0 0,010 0 0,005 0,002
*11*/7 0 0 0 0 0,009 0,005 0 0 0 0,002
*11*/8 0 0 0,065 0 0,028 0 0 0 0,010
*11*/9 0 0 0 0,009 0 0,005 0 0 0 0,002
*12*/3 0,028 0 0,014 0,009 0 0,005 0,010 0,020 0,015 0,011
*12%/5 0 0 0 0 0 0 0,010 0 0,005 0,002
*12*/7 0,009 0,019 0,014 0 0 0 0,020 0 0,010 0,008
*12*/8 0,028 0,019 0,023 0 0 0 0,020 0,074 0,046 0,022
*12*/9 0 0,009 0,005 0 0 0 0,010 0,011 0,010 0,005
*12*/12 0,009 0,009 0,009 0 0 0 0 0,020 0,010 0,006
COoOTBETCTBME PABHOBECHOMY pacnpefesieHuio 3akoHa Xapan—BaiinGepra p(x?)
‘ 0,306 0,115 0,016 0,025 0,150 0,009 ‘ 4x1078 ‘ 0,000 0,000 0,000

14



MEOULUMNHCKAA TEHETUKA. — 2013. — Ne5

KOTOpOTO y Tatap — Muiapeit bynHckoro u JIpoxkskaHOB-
CKOTO paitoHOB cpaBHUTeNbHO Bhicoka 0,411 u 0,352 coot-
BETCTBEHHO. [ €HOTUIIBI, comepKalliie ajlieu ¢ YMCIOM I0-
BTOpOB Oosbliie 10 nam MeHsblne 9 6putn penkumMu. Bo Beex
CcyOmonyssinusix Tatap HabJoaaeTCsi COOTBETCTBUE pacipe-
NieJIeHNsT HaOMI0MaeMbIX YaCTOT BCTPEUYaeMOCTU TeHOTHUIIOB
nokyca VNTR/DATI, paBHOBeCHOMY pacripeie/icHuIo Xap-
nu—BaiinGepra (ta6. 10).

IMokazaTtenn (hakTMUECKON TeTepO3UTOTHOCTH TIO JaH-
HOMY JIOKYCY He BbICOKM 1 BapbupytoT ot 0,2333 B cybromny-
TSI AKTaHBILICKOTO paitoHa no 0,4396 B cyGnonynsiiuu
Byunckoro paitoHa. ITpu monapHOM cpaBHEHUU 4acTOT aJl-
neneit u reHotunos Jiokyca VNTR/DAT B 1iectr BBIOOpKax
TaTap OOHapyKeHbl JOCTOBEPHLIE pPa3IMuMs MEXIY CyOIlo-
nynsuvein bynHckoro m Apckoro, ATHUHCKOTO M AKTa-
HBIIICKOTO PailOHOB, a TaKXe MEXIy HacejleHueM AKTa-
HbIICKOro 1 JpoxkaHoBcKoro paiioHoB (p<0,05).

Jlokyc VNTR/NOS3

JpyruM MMHU-CATEJTUTOM, IIMPOKO MCIOIb3YIOIIM-
c1 B TIOMYJSIUOHHOW TeHETWKe, SBJISETCS JIOKYC
VNTR/NOS3. On npencraBisieT co6oii 27-HYKI€OTUIHbIE
TaHIEMHBIE TIOBTOPHI, IOKAJIM30BaHHBIE B 4-M MHTPOHE Te-
Ha NOS3 (7q35-36), MOBTOPSIEMOCTb KOTOPBIX XapaKTepH-
3yeTcsl MOMyJsIUMOHHOW crneuuduuHoctbio) [15]. Ten
NOS3 (eNOS) kogupyeT pepMEeHT — KOHCTUTYTUBHYIO SH-
NOTEUAIbHYIO CUHTa3y OKMCH a30Ta, YYaCTBYIOUIUI B 00-

pPa30BaHUM OJHOTO U3 BAXXHEUIIMX GMOJIOTMYECKUX MeIra-
TOPOB B OpraHusme uyeioBeka — okucu azora II (NO).
JlaHHbBIE psna MccaenoBaTeeil CBUIETEbCTBYIOT B TIOJIb3Y
B3aUMOCBSI3U TOJUMOpdU3Ma 27-4JIEHHBIX TaHAEMHBIX
moBTopoB reHa NOS3 ¢ nH(papKTOM MUOKAapaa U 3CCEHLU-
anbHOI TUIlepTeH3uen [25].

B nonynsiuyu Tatap BbIsIBJAEHBI ABa ajiensd — *Au *B —
C YUCJIOM TOBTOPSIIOIIMXCA €AUHUIL 4 U 5 COOTBETCTBEHHO
(Tabmn.11).

Yacrota aymtenst *Brena NOS3 Bo Bcex CyOIOIyIsIIInASIX
Tatap 3HAYUTEIbHO IIPEBBIIIAET 4YacTOTy ayienst *A
(tabn. 11). TlomyyeHHble pe3ynbTaThl HE MPOTUBOpPEYAT
JNAHHBIM JINTEPATYPhl U XapaKTepU3YyIOT TUITUYHYIO KapTHu-
Hy pacrpeneseHusl 4acToT ajuteneit mokyca VNTR/NOS3
st HaponoB Bosro-Ypanbckoro perwona [1, 2, 3, 7,
10,15]. HaumeHslas yacToTa aiesis *4 BeISIBIEHA y TaTap
Mycntomosckoro paitoHa (0,110); Haubosiee BbICOKME 3HA-
YeHUs] 4YacTOT BTOTO ajuleisl MMEIOT TaTapbl-MULIAPU
HpoxckaHoBckoro u byunckoro paiionos (0,179 u 0,173
COOTBETCTBEHHO).

Hanbonee yacTbIM TEHOTHUITIOM TeHa KOHCTUTYTUBHOM
9HIOTEJMATbHON CUHTA3bl OKMCH a30Ta B MOMYJISLIMU TaTap
SIBJISIETCSI TOMO3UTOTHBIN TeHOTUIT *B*/B, ero yacrora Bapb-
upyert ot 0,673 B Byrckom 10 0,823 B AKTaHBILICKOM paifo-
Hax. Yacrora reHoTumna *4*/A HU B OMHOM U3 CYOTIOMY TSI
tatap He npessimaet 0,04.

PacnpepeneHue yacTtoT annenei u reHotunos nokyca VNTR/DAT1 B cy6nonynsiuusax Tatap raomua 10
Annenso, PainoH TaTapsbl, B
FEHOTUN | Apckuit  |ATHUHCKMIN| KasaHckue | ByuHckwii | Apox xa- | TaTapbli- | Mycnio- | AkTaHbiw- | TaTapbl- |  4€/10M
(N=105) | (N=100) Tartapsbl (N=107) | HOBCKWUI | MULIApPX | MOBCKWW CKNn TenTapu (N=609)
(N=205) (N=105) | (N=211) | (N=102) (N=90) (N=192)
Annenun
*6 0 0 0 0,004 0,004 0,005 0,010 0,017 0,013 0,006
*7 0 0 0 0 0,005 0,002 0 0 0 0,001
*8 0 0,010 0,005 0 0 0 0 0 0,002
*9 0,148 0,150 0,149 0,257 0,229 0,243 0,180 0,111 0,146 0,187
*10 0,829 0,825 0,827 0,729 0,762 0,745 0,814 0,872 0,841 0,803
*11 0,024 0,015 0,019 0,009 0,005 0 0 0 0,008
FeHoTMNbI
*9*/6 0 0 0 0,009 0,010 0,008 0 0 0 0,003
*9/*9 0,038 0,020 0,029 0,047 0,048 0,047 0,029 0,011 0,021 0,033
*10*/6 0 0 0 0 0 0,020 0,033 0,026 0,008
*10*/7 0 0 0 0 0,010 0,005 0 0 0 0,001
*10*/8 0 0,020 0,010 0 0 0 0 0 0,003
*10*/9 0,219 0,240 0,229 0,411 0,352 0,383 0,294 0,200 0,250 0,289
10*/10 0,695 0,690 0,693 0,514 0,581 0,549 0,657 0,756 0,703 0,645
*11*/9 0 0,020 0,010 0 0 0 0 0 0,003
*11*/10 0,048 0,010 0,029 0,019 0,008 0 0 0 0,013
CooTBeTCTBME paBHOBECHOMY pacrnpeaesneHunto 3akoHa Xapan—BainHb6epra p(xz)
| 0,441 0352 | 0930 | 0603 | 0719 | 0637 | 0928 | 0936 | 0,821 0,910
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Bo Bcex cybromynsimsx TaTap HabJII0IaeTCs COOTBETCT-
BUE pacrpeeeHus] HabIoaaeMbIX YaCTOT FTeHOTUITOB JIOKY-
ca VNTR/NOS3 paBHOBECHOMY pachpeneieHuo Xap-
nu—BaiinGepra (ta6m.11).

[Ipyn momapHOM CpaBHEHMU MCCIEIOBAHHBIX CyOIOIy-
JISIUA OOHapyXeHbl JTOCTOBEPHbIE OTJIWMYMSI TaTap-MHUIlIa-
peit bynHckoro u IpoX:kaHOBCKOIO pailoHOB OT TaTap AT-
HUHCKOTO, MYCTIOMOBCKOTO ¥ AKTaHBIILICKOTO PaiiOHOB T10
yacToTaM ajuiejieii ¥ reHoTUnoB Jiokyca VNTR/NOS3.

AHanu3 pacrnpeesieHusl YacToT ajulesiell JeBSITU MOJU-
MOPGHBIX JJOKYCOB CBUETENBCTBYET O 3aMETHOM TeHeTnYe-
CKOIi TeTePOreHHOCTH TOIYJISIIUU TaTap: BbISIBIEHbI 10CTO-
BEpPHbIE PA3JIMYMS B paclpeeieHUu 4acToT ajuiesieil U re-
HOTUIIOB psina ucciaenoBaHHbIx JIHK-MapképoB mexy Bbi-
O6opkamu U3 udydyeHHbIX paitoHoB PT. Ilpu mcciemoBaHuu
pacripefiefieHuMss ~ 4acToT  ajiefied ¥ TEeHOTHUIIOB
JAHK-mapk€poB B aTHOrpaduuecKkux rpyrnmnax tatap moka-
3aHO, YTO TPYIIbI MULIAPEN U Ka3aHCKUX TaTap pa3anyaroT-
cs1 o OOJIbLIEMY YMCITY U3YYEHHbBIX JIOKYCOB: ILIECTU U3 Jie-
Batu:  IVS6aGATT(CFTR), STR/THOI, @ CCR5A32,
VNTR/NOS3, VNTR/PAH w DATI (p<0,005). locToBepHbIe
pa3nuuus pacrnpeiesieHus] 4acToT ajjiejieil U TeHOTUIIOB
JAHK-mapk€poB Mexay BbIOOpKaMU MUILAPENH U TENTIPEi
BbISIBJIEHBI 1O TisiTH  Jiokycam: [ID/ACE, STR/FABP2,
VNTR/NOS3, VNTR/PAH wn DATI (p<0,005). Beibopku Ka-
3aHCKUX Tarap M TEeNTIpeil JOCTOBEPHO pa3iuyarorcs IO
pacmipeiesieHUI0 YacTOT ajulesieil U TeHOTUIIOB YEThIPEX U3
usyyeHHbix sokycoB AHK: ID/ACE, STR/THOI,
VNTR/PAH w D7523 (KM19) (p<0,005).

AHanu3 nonuMopduiama IeBITU ayTOCOMHBIX JIOKYCOB
JAHK B 00benMHEHHON BHIOOPKE MOMYJISIIIMY TaTap MmoKa3a
(1a6a. 3), yto no tpem jgokycam — ID/ACE, VNTR/PAH n
(B Menbieit crerienn) VNTR/NOS3 — Habmonanoch BeIpa-
JKEHHOE CHIKEHUE YPOBHSI (haKTMUECKON IeTepo3UroTHO-
CTH TI0 OTHOIICHUIO K TEOPETUIECKOM, T.¢. Habomancs ne-
¢unur rereposurot. ITo Tpem nokycam — CCRS5A32, D7523
(KM19) u DATI — 3HayeHUs OXMAAEMOI U TEOPETUUECKOM
reTepO3UTOTHOCTHU MpaKTUyecku paBHbI. [1o 1ByM JloKycam

IVS6aGATT(CFTR), STR/THOI — HabniomaeTcsl TeHIEH-
LIMST K U3OBITKY reTepo3urot, a Jokyca STR/FABP2 — 310
pasnuyre 3HaYMMO.

CremyeT OTMETUTD, YTO TTOKA3aTeIMN CPeTHel TeTepo3u-
TOTHOCTU MO JEBSITU JIOKYcaM JIsl KaXIOTo M3 PailoHOB
(kpome BymHCKOro) ykasplBaloT Ha CYIIECTBOBaHME nehu-
IIUTa TETEPO3UTOT: CHIDKEHUE HAOIIOMaeMOU TeTepO3UTOT-
HOCTU TIO CPaBHEHMIO C OXMIAEMOW MMeeT MEeCTO Kak B
KaXXJIOM U3 pailoOHOB, TaK W, B 1IEJIOM, B TATAPCKOI TTOMYIIsI-
umu. g ucnoaszyemoro Habopa JIHK-MapképoB He ucK-
JIIOYEHO AEMCTBUE CTAOMIM3MPYIOLIEro oToopa (K HacTos-
IeMy BpeMEHHU 11 MHOTUX M3 HUX TTOKa3aHa acCOIUAIIusI C
psnom 3aboneBaHuii). Ho B To e BpeMsi OMHOTHUITHAST Kap-
THHA BO BCEX CyOMOMyJsILMSIX MpearnoaraeT, YTo BeAyLUM
(baxTopoM, 00yCIOBIMBAIOIIMM Ne(UIIUT TETEPO3UTOT B Ta-
TapCKOM TOMYJSILIMK, C OOJbIIEN BEPOSTHOCTBIO SIBIISIETCS
rnoapasaeéHHOCTh nonynsuuii (apdext BanyHaa).

HauGonbimmit ypoBeHb MOIMYJISIIIMOHHOTO Pa3HOOOpa3ust
JUISI TaTap IO AUaJJIeIbHOM CUCTeMe YCTaHOBJIEH 10 JIOKYCY
ID/ACE, H,;,=0,4407. Ins MynbTUAUIEJIBHONH CUCTEMbI
MapKEPOB MaKCUMAaJIbHBI YpPOBEHb pasHOOOpa3usi HabI0-
naetcst o Jokycy STR/THOI, H,,=0,7737. Tlokasarenb
cpenHeil HabIoaeMol TeTepO3UTOTHOCTH Ha JIOKYC Bapby-
pyert B ripeaenax ot 0,4213 B Akransiickom 1o 0,4889 B by-
MHCKOM paiioHax u cocTaBnset 0,454 1 aisg TaTapckoit nomy-
JISIUMu, B HenoM (Tabm. 3). AHamm3 IokaszaTeleil cpemHeit
TeTepO3UTOTHOCTH TIOKA3hIBAET, YTO YPOBEHb BHYTPHUITOMY-
JISIIMOHHOTO pa3HO00pa3usl B 3THOrpaduyecKoii rpyrme ta-
tap-muiapei (H,,=0,4719) Bbllie, YeM y Ka3aHCKUX TaTap
(H,p=0,4473) u tatap-tentspeit (H,,=0,4383).

JI71s1 OLIEHKM pa3Inuuii MeXIy BCEMU MCCIIE0BaHHBIMU
TpyImamMu Tatap, MeXIy BEIOOpKaMU Ka3aHCKHX Tartap, Ta-
Tap-TeNTspeil U TaTap-MuIIapeit pacCUUTaHbl COOTBETCTBY-
foie kKoapduimentol auddepenimanun (Fgp Paiita)
(Tabn.12).

Cpennsisg cyoatHuuecKass nuddepeHuranus s TaTap
no naeatu uszydyeHHbIM JIHK-nmoxkycam simepHoro reHoma
coctasnser 0,0075 (Fgt). Haubonbiumii BK1an B reHeTUYE-

PacnpepeneHune 4actoT asneneit u reHotunos nokyca VNTR/eNOS B cy6nonynauusax tatap reoma 11
Annenb, PaiioH TaTapsbl, B
FEHOTUN | Apckuit | ATHUHCKUI | KasaHckue | ByuHekuin | Opoxoka- | Tatapbl- | Mycnio- | AktaHbiw- | Tatapbi- | | W€710M
(N=78) (N=100) Tarapsbl (N=107) | HOBCKMI | MUWIApW | MOBCKWW CKUM TenTapu (N=592)
(N=178) (N=106) | (N=213) | (N=105) (N=96) (N=201)
Annenun
*A 0,124 0,110 0,115 0,173 0,179 0,176 0,110 0,099 0,105 0,133
*B 0,878 0,890 0,885 0,827 0,821 0,824 0,890 0,901 0,895 0,867
FeHoTMNbI
*A*/A 0,013 0,020 0,017 0,019 0,038 0,028 0,010 0,021 0,015 0,020
*A/*B 0,218 0,180 0,197 0,308 0,283 0,296 0,200 0,156 0,179 0,226
*B*/B 0,769 0,800 0,696 0,673 0,679 0,676 0,790 0,823 0,806 0,754
CooTBeTCTBME PAaBHOBECHOMY pacrnpefeneHunto 3akoHa Xapan—BainHbepra p(x2)
‘ 0,911 0,384 0,608 0,443 0,657 0,801 ‘ 0,831 ‘ 0,197 0,516 0,589
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ckyo muddepeHIManIO TaTap BHOCUT JIOKyc DATI
(Fs1=0,0151). IMoka3zatenu Fst as octanbHbIX NOAMMOpdh-
Hbix JJHK-n0okycoB Bapsupytot B peaenax 0,0039—0,0094.
MexnonynsiiMoHHas M3MEHYMBOCTh OKasajach B 3 pasa
BbilIe, yeM mis MapuiiiieB (Fsp=0,0024); B 1,5 pa3a Bbllue,
yeM s yamypToB (Fst=0,0048); u B 1,3 pasza BbllIe, yeM
s gyBatreir (Fgp=0,006), HO TIOUTH paBHOI IS GAIIKUp
(Fsr=0,0080) [1, 2, 3, 10].

3HaueHUsI CpeaHel MEXIIOMY/ISIIMOHHOM W3MEHUMBOCTHU
JUIS U3yYEHHBIX CYOSTHHUYECKMX TPYII TaTap HWXe, YyeM st
TTOMYJISILIMK B 1IEJIOM: JUIsS Ka3aHCKMX TaTap W TaTap-MHUIIapei
paBHbl Fgr=0,0032 u Fgt=0,0038 cooTBETCTBEHHO, YTO MOYTH
B JIBa pa3a Bbllle, yeM s tarap-tentspeit (Fst=0,0018). TTpu
9TOM OCHOBHOHM BKJIaJl B CyOATHUUeCKYro MuddepeHimarmio
TpeX 3THOrpapuMuUecKux TPyl TaTap BHOCSAT pasHbIE JIOKYChI
OHK: y xazanckux tatap — ID/ACE (Fst=0,0102), y Ta-
Tap-muiapeit — D7523(KM19) (Fs=0,0143), y Tatap-Tentsi-
peit — VNTR/DATI(Fs1=0,0072). Ilo-Bumumomy, OGosbliiast
YacTh TeHETUYECKOI MoApa3neIéHHOCTH TaTapCKOM MOMYJISILIUA
obycoBneHa muddepeHImanmeil MexXIy STHoreorpadmyecKku-
MU TPYMIaMM TaTap: MaKCUMaJIbHasl CTENeHb PasTMuMii MexXIy
reHooHAaMK 3THOTrpachUyecKUX TPYIIN BbISIBJCHA IS MUIIA-
peit u kazanckux Tatap (Fst =0,0078); nist Muiiapeit u tentsi-
peii (Fst=0,0064). MeHblass cTernieHb pa3inMyuii TeHoboHIa
10 UCCNIEIOBAHHBIM JIOKYCaM SIIEPHOTO TeHOMa OTMeueHa ISt
rpymnn KazaHckux Tatap u tentspeit (Fgp =0,0048).

[MonyuuTh TIpeAcTaBiIeHUE O MOAPA3NEIEHHOCTH IOy~
JIALMM, O XapakTepe TeHETUYECKUX B3aMMOOTHOIIEHMIA
MEXIY CyOrOMyIsIIMsMU MO3BOJISIET OLIEHKA FeHeTUYEeCKUX
paccrosiHuit. Ha ocHOBaHMM JaHHBIX O YacTOTax aJjeliei
NEeBSATH M3ydeHHBIX mojauMmop¢Hbix JHK-10KkycoB momyde-
Ha MaTpulla F’eHETUYECKMX PACCTOSTHUI MEXIY 1IeCThIO Cy0-
MOMYJSALMSIMU TaTap. bbuUl MPoBeAEH KIacTepHbIN aHAIU3 U
MOCTpOeHa JieHaporpaMma (puc. 2).

Ha nennmporpamme mpociiexXuBaeTcsl pasaeneHue Mory-
JIILMM TaTap Ha JABa Kiactepa. Haubosee reHeTMyecKu
OMM3KUMU APYT K IPYTY OKa3aJIMCh TaTapbl CYOIOMYISIIUit
MyCITIOMOBCKOTO 1 AKTaHBIIIICKOTO paifOHOB. 3aTeM K HUM

[Aenxpporpamma aAnd 6 nepemex.
BagelueHHoe nonapHoe cpeaHee
EBKNMAOBO paccTosHue

Apckuin

AKT:

0,14 0,16 0,18 0.20 0,22 0,24 0,26 0.28 0,30 0.32

PaccrosHve o6veq

Puc. 2. leHaporpamma reHeTu4eckmx B3anMOOTHOLLEHWIA Mexay cyb-
nonynauMsMn Tatap no AaHHeiM 0 nonuMopduame aessatn JHK-noky-
COB 4EPHOr0 reHoma

MOCJeNOBaTEIbHO TTPUCOSTUHSIOTCS CYOTIOMYJISIIUU TaTap
Apckoro u ATHUHCKOTO pailoHoB. TakuM obpazom, oMt
Kjactep o0pa3oBaH MOMYJSIUUSIMU, UCTOPUUECKU COOTBET-
CTBYIOIIIMM TaTapaM-TeNTIpsAM M Ka3aHCKUM TatapaM. OT-
JIeJIbHBIN KJIaCcTep COCTABSIOT CyONOMYISILMY TaTap-MUILa-
peit (ByuHckuit u JIpox:kaHOBCKUIA pailOHbI). AHAJIU3 TeHe-
TAYECKUX PACCTOSTHWI TIOATBEPXK/AAeT BbIBOM, CAETaHHbIN
MpY aHaIM3e ToKa3aTesiell MEeXIOMy/ISIIMOHHOTO Pa3HO00-
pasus (FsT): oCHOBHAst 4acTh TeHETUUECKON M3MEHUYMBOCTH
TaTapckol monyasiuu obyciosieHa auddepeHunanyen
MEXIy IPYIITOil MUILIAPE U IPYTUMU UCCISIOBAaHHBIMU 3T-
HorpaduyecKuMu rpynmnaMu Tatap. CxomHasi KapTuHa Oblia
MOJIyY€HA MPY OLIEHKE TeHETUYECKOTO CXOACTBA MOIYJISLIMI
TaTap ¢ UCMOJIb30BaHUEM (DaMUIMiI B KaUeCTBE KBA3UTEHE-
THUYECKMX MapKEpoB [4, 5].

Taxxe mnpoBen€H (QakTOpHBIM aHAIM3, OTpaKaloIIWA
pacrnosioxeHue M3YyYeHHbIX MOMYJSUA B MNPOCTPAHCTBE
IJIaBHBIX KOMITOHEHT, Ha KOTOPOM 00Jiee HaTrJISAHO OTpaXe-
Hbl TEHAEHLIMM U 3aKOHOMEPHOCTH, BBISBJIEHHbIE B KJac-
TEPHOM aHalIM3e: BeAyllMM B (popMupoBaHuUM reHodOHIa
TaTtap siBisieTcs aTHoreorpadudeckuii daxkrop (puc. 3).

Tabnmya 12

3HayeHus nokasarens cyoaTHuyeckon aupdepeHuymaumm Fgt
no peBaTM nonumopdHbiMm AiIHK-nokycam aaepHoOro reHoma gasa nonynauum tatap

OHK-nokycobl KasaHckne Tatapbl | TaTtapbl-muwiapn TaTapbl-Tentapu TaTapsbl (B Lenom)
CCR5A32 0,0015 0,0025 0,0033 0,0087
ID/ACE 0,0102 0,0005 0,0004 0,0039
D7S23(KM19) 0,0014 0,0143 0,0004 0,0094
IVS6aGATT(CFTR) 0,0031 0,0040 0,0007 0,0066
STR/FABP2 0,0013 0,0018 0,0044 0,0045
STR/THOI 0,0049 0,0025 0,0006 0,0064
VNTR/PAH 0,0018 0,0064 0,0013 0,0089
VNTR/DAT1 0,0002 0,0013 0,0072 0,0151
VNTR/NOS3 0,0003 0,0001 0,0003 0,0089
CpepnHsas cybatHnyYeckas anddepeHumaums 0,0032 0,0038 0,0018 0,0075
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Factor Loadings, Factor 1 vs. Factor 2
Rotation: Varimax raw
Extraction: Principal components

5¥%HCK

05
Factor 1

0.2 0.3 04

06 0.7 0.9 1.0

Puc. 3. Pacnpepenenune cyGnonynsauuii Tatap B NpOCTPAHCTBE MaBHbIX KOMMOHEHT, M0 JaHHLIM 0 noamMopduame aesat IHK-10kycoB saepHoro

reHoma

Taxum obGpa3zoM, B LieJI0M, MOJy4YeHHass HaMU KapTUHa
Mopa3neieHUsl CYOITOMyJIALi He MPOTUBOPEUUT JaHHBIM
STHOTEHE3a W MCTOPUYECKUM (DaKTaM MPOMCXOXKICHUS Ta-
Tap U B3aMMOOTHOIICHUI MEXIy CYOIOIyISLIUSIMM.

JIns OUeHKM CTeleHUW TI€HETUYeCKOM OJIM30CTU MEXIy
MOMyJISALIMe TaTap W paHee WM3YYEHHBIMU MOMYJSLMSIMU
Bosro-Ypanbckoro pernoHa (Mapuitibsl, 4yBaiiu, yIMypThl,
Gaukupbl U pycckue KrnpoBcKoii 0061acTi) pacCUMTaHbl re-
HETUYECKME PACCTOSIHMS 10 YacToTaM ajjiesiell BOCbMU IO~
numopdHeix JTHK-nokycoB sinepHoro renoma (/D/ACE,
D7523(KM19), STR/THOI, STR/FABP,
1VS6aGATT(CFTR), VNTR/PAH, VNTR/DATI,
VNTR/NOS3), npoBe€H KiacTepHbIi aHaIn3 U ITOCTPOEHA
neHaporpaMmma (puc. 4).

HauGonbiiee reHeTHYeCKOe CXOACTBO IO M3YYEHHBIM
MOIMMOPGHBIM CUCTEMaM BBISIBJIEHO MEXIy TOMYISIASIMU

Tarapsl

Uysawm

YamypTel

Mapu

Pycckue (Kupos)

0,06

Puc. 4. [lenaporpamma reHeTMHeCK1X B3aMMOOTHOLLEHWIA MEXY Nony-
nauuamm Bonro-Ypanbckoro pervoHa, no AaHHbIM 0 noaumopduame
BocbMM [AHK-n0oKycoB sAepHOro reHoma

0,08 0,10 0,12 0,14 0,16 0,18

Tatap U Oallkup, oOpa3ylolMMU MEPBLIA KiaacTep; BTOPOi
KJIaCTEp COCTABJISIOT YIAMYPThI, UyBallll U Mapuilbl, U Ha
3aKJTIOYMTESIBHOM 3Tare MPOUCXOAM OOBbEOIUHEHUE O000MX
ki1actepoB. CpaBHUTEILHO HEOOJBIIIOE TEHETUYECKOe pac-
CTOSTHUE MEXIY TOIMYJISILUSMUA yIMYPTOB, MApUIIIEB U Uy-
Ballleif MOXHO OOBSCHUTH TEM, YTO YIAMYPTbl U MapUMLIbI
OTHOCSITCSI K OMHOM SI3bIKOBOU TPYTITIE U SIBJISIIOTCS TIpeaCcTa-
BUTEJSIMU (DMHHO-YTOPCKUX HApPOJOB, HACESIOLUMU CO-
Ce/IHUE TePPUTOPUM, B TO Xe BpPeMsl FeHETUUECKYK Oyn-
30CTb TIOMYJSALMK YyBalllei, OTHOCSIIUXCS K TIOPK-
CKO-S3bIYHBIM HapolIaM, K yIMYPTCKON YU MapUICKOM MOy~
JISIUSAM MOXHO OOBSICHUTb UX TePPUTOPUATIbHON OJIM30-
CTbIO, & TAKXXe UCTOPUYECKU 3a(PUKCUPOBAHHBIM CMEIIEHU -
€M 4yBallieil ¢ MapuiiliaMu. balllkupsel, Kak ¥ TaTapbl, OTHO-
CATCSI K TIOPKCKO-SI3bIYHBIM HapoaaM, MPOXUBAIOIIUM B He-
MOCPeACTBEHHOI Oim3ocTu Apyr oT Apyra. Kiacrep, obpa-
30BaHHbIA MOMYJISIUUSIMU TaTap U OallKUp, oKasajcs Aaje-
KO OTCTOSIIIMM OT KJIacTepa, 00pa30BaHHOTO MOMYJISILIUSIMU
yAMYPTOB, MapuiilieB u uyBaiieil. Haubonbinas reHetnye-
ckasl 6ausoctb no u3ydyeHHbIM JIHK-Mapképam BbIsiBIEeHa
D711 TIOMyJIsSIuMii Tatap U Gamkup. Ha mocnemHeM srtame K
HUM NpUcoeanHsieTcs KiacTep pycckux Kuposckoii obnac-
™. HecmoTpst Ha TO, uro pycckue KupoBckoit obiactu
MPOXUBAIOT B Bosiro-YpaiabcKoM pervoHe W IJUTENbHOE
BpeMsI COCEACTBYIOT C YIMypTaMu, MapyuiillaMu, 4yBalllaMu,
TaTapaMy M OalIKupaMy MX TeHO(MOHIbI 3HAYMTEIbHO pa3-
JINYAIOTCSL.

MakTopHbIt aHAIU3 OTpaxaeT 0ojiee 00LIMe 0COOEHHO-
CTU pachpeleieHuss 4YacToT ajulesiell  KMcCeayeMbIX
JHK-mapképoB cpenu HaceneHus1 Bojro-Ypaiabckoro pe-
ruoHa. HaubGombliiee reHeTMUYECKOE CXOICTBO MPOCIEXKMBA-
eTcsl ISl TpeX STHOCOB: YyBalllh, MapUMLibl, YIMYPTHI.
[MpakTyecky paBHOYTAJIEHHBIMU OT 3TOTO KjacTepa sSBIIsI-
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Extraction: Principal components
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Puc. 5. Pacnpenenexue WwecTy 3STHOCOB B NPOCTPAHCTBE rNaBHbIX KOMMOHEHT, N0 AaHHLIM 0 noaMmopduame BocbMu IHK-n0KyCoB s4epHOro reHoma

1oTcs Oamkupel U TaTapbl. [lojoxkeHue KiacTepa pyccKoit
nonysiun KupoBckoit o6actv oTpaxkaeT Hanbobliee re-
HETUYECKOE OTJIMYME OT BCEX IPYTMX UCCAETOBAHHBIX 3THU-
YeCKUX TPYIIIL.

M3 Bcero Bblllle CKa3aHHOTO CJEIYET, YTO TMOJy4YeHHbIe
HaMU JaHHBIC, B IIEJIOM, HEe TTPOTMBOPEYAT UCTOPUKO-3THO-
rpadMyecKUM JaHHBIM O MPOMCXOXICHUU U UCTOPUUECKOM
B3aMMOJEICTBUM MOMyJIsiuii Bosro-Ypanbckoro permoxa.

Taxum oOpa3om, B pe3ysibTaTe U3yYeHUs TOIUMOPDU3-
Ma sjokycoB JIHK simepHOro reHoMa B TIOMYJISILIMK TaTap Jaa-
Ha XapaKTepUCTUKAa OCOOEHHOCTE pacrpeneseHUus] YacToT
ajjiesiell U reHOTUIIOB MO KaXI0il U3 NEBATH MOJTUMOPHOHbBIX
CUCTeM, TMoKa3aresieil TeTepO3UroTHOCTU U MPOBEJACH CpaB-
HUTENIbHBIN aHATU3 MEXTIOMY/ISIIMOHHBIX Pa3IuIuil 10 CO-
BOKYITHOCTU BCEX MpOaHaIU3UPOBAHHBIX JIOKYcOB. [lomy-
YEHHbIE Pe3yJIbTaThl TO3BOJISIIOT yTOUHUTh MPEACTABICHUS O
reHodoHe TaTap, MOJyYeHHbIe MO APYTUM TeHEeTUYeCKUM
cucTeMaM (KBa3UTEHETUUECKKME MapKEPBl — (DaMUITUU U Te-
HBI HAaCJIEACTBEHHBIX OoJie3Heit) [4, 5, 7].
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Medical Genetic Study of population of Tatrstan Republic.
Report VI. Population Genetic study of ethno-geographic Tatar groups

(analysis of 9 autosomal DNA markers)

Vasilyeva T.A., Petrova N.V., Timkovskaya E.E., Elchinova G.l., Zinchenko R.A., Ginter E.K.

Research Centre for Medical genetics, Russian Academy of Medical Sciences,
Moscow 115478 Moskvorechje st., fax: (495) 324-07-02; e-mail: renazinchenko@mail.ru

Genetic structure of Tatar supopulations has been studied based on analysis of 9 autosomal DNA markers (diallelic and
multiallelic): CCR5A32, ACE, D7S23(KM19) STR/THOI, STR/FABP, STR/IVS6a, VNTR/PAH, VNTR/DAT1, VNTR/eNOS. The total
number of samples made up 600 individuals belonging to three ethno-geographic Tatar groups: Kazan Tatar (Arsky, Atninsky, dis-
tricts), Mishary (Buinsky and Drojjanovsky districts) and Teptyary (Muslyumovski and Aktanishsky districts) (6 subpopulations). Analy-
sis of allele’s frequency of autosomal DNA markers in Tatar subpopulations shows considerable genetic differentiation between Tatar
subpopulations. The highest level of genetic diversity in diallelic system was established on locus ACE, H,ps=0,4407, in multiallelic
system — on locus STR/THOI, H,,s=0,7937. The level of genetic differentiation between Tatar subpopulations is higher than in Mary,
Udmurt and Chuvash populations (Fs=0,0075). The mean value of heterozygosity for locus is varied from 0,4213 in Aktanishsky to
0,4889 in Buinski district. Our findings are consistent with evidences on Tatar ethnogenesis and historical facts.

Key words: Tatars, genetic structure of population, DNA markers
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MpepctaBneHbl pesynbTaTtbl FEHETUKO-3MUOEMMONIONMYECKOr0 N3yYEHNSI MOHOTEHHOW HacneACcTBEHHOM naTonorum (MHIT) cpeam
[leTcKoro HaceneHust 12 pailoHoB PocToBckoi o6nactu. CymmMapHas YiCneHHOCTb 06¢iejoBaHHOMO Hacenenns — 497 460 yen., ns
KOTOpPbIX 10N AETCKOr0 HaceneHus coctasuna 20,47% (101 845 peteit). PaccumtaHa OTArowEHHOCTL FOPOACKOro 1 CENbCKOro feT-
CKOro HacefieHMsi ayTOCOMHO-O0MUHaHTHOM (ALL), ayToCOMHO-peLieccusHom (AP) n X-cuennieHHow (X-cLu). natonornen oyis pasnmny-
HbIX TeppPUTOPManbHbIX FPYNN (CeBep, tor, 3anaf, BOCTOK obnacTu). AHanua nokasas, 4to BcTpedaemocTb MHI cpeaym aetckoro Ha-
ceneHns PocToBckoi obnactu coctasnsieT 1:150. BoiseneHa anddepeHumaums B 3HaueHusx rpysa (AL, AP n X-cu. natonoruei)
Mexay OTAENbHbIMW paiioHammn 1 NPoBeLeHa MonbiTka 06bACHUTL €6 NPUYKHY.

KnioyeBble cnoBa: reHeTu4eckas anuaeMnonorus, AeTckoe HaceseHue, rpy3 u pa3Hoobpasne MOHOreHHOM HacNeaCTBEHHON na-

TONOrMM, pacnpocTpaHEHHOCTb, PocToBCcKas 06nacTb

Beenenne

IIporpecc B pa3BUTHM OOILIECTBEHHOTO CO3HAHUS U Te-
HeTH3als MeAULIMHBI TIPUBEJIN K OTHOCUTEJIbHOMY BO3pac-
TaHUIO OJW BPOXAEHHOW W HACAENCTBEHHOI MaTOJOTUU B
CTPYKType 3a00J1€BAEMOCTH, UHBAIUIHOCTU U CMEPTHOCTH.
B Tabn. 1 moka3zaHa mUHAMMKa IIPENCTaBICHUN O Y4acTOTe
TeHETMYECKU JeTePMUHUPOBAHHBIX 3a00JieBaHUN 3a TIO-
cneanue 20 net [12, 15].

Kax cnaenyer u3 ta6xa. 1, vactora MHII x Hacrosiiemy
MOMEHTY OlieHUBaeTcCs IIpuMepHo Kak 5—17 Ha 1000 HoBO-
POXIEHHBIX. YacTh reHeTUUECKOro rpy3a SJIUMUHUPYETCS
o poxneHusi pe6éHka. OCHOBHOM TIpy3 reHeTU4YecKH Je-
TEPMUHUPOBAHHOM TMATOJOTUM TPUXOOUTCS Ha JAETCKOE
HaceneHue. K poxneHuio pe6€Hka MaHudectupyet 10 25%
ot Bceit MHII, kxoropasi mposiBisieTcss B TeUeHUE XKU3HU
OIpeNEeEHHON KOropThl HOBOPOXAEHHBIX. K TpéM romam

nuarHoctupyetcs yxe g0 70% MHII, k KoHiy mybepTar-
Horo mepuopa mpaktuyecku miss 90% MHII ompeneneHsl
NeOI0T 1 MepBble NUarHOCTUYECKUE MPU3HAKU 3aboseBa-
Hus [11].

Mo panneiM BO3, mpuMepHas 4acTtoTa BpOXAEHHOI
MHII coctasnsier 10—15 Ha 1000 HOBOPOXIEHHBIX, U3 KO-
TOPBIX Y 58% — paHHsSI CMEPTHOCTD, B 31% ciiyuaeB — Xpo-
HMYECKUE COCTOSTHUSI M WHBAIUIU3aIusA, W ToibKo 11%
MOAJIEXAT YCMEUITHOMY CTallMOHADHOMY W aMOyJIaTOpHOMY
JiedyeHn1o. TouHble JaHHBIE O YaCTOTE M pacIIpOCTPaHEHHOC-
™ MHII cpenu nerckoro HaceaeHUs B TIOMYJISIIIUSX MUpPA U
B pernoHax Poccuu orcyrcTBytor. OcHOBHAsI MH(pOpMAaLIUs
0 TeHEeTHYEeCKOM Ipy3e MpeAcTaBieHa JaHHBIMU MO XPOMO-
COMHOI TIaTOJIOTUM ¥ MOHUTOPHUHTY BPOXIEHHBIX TOPOKOB
pa3BUTHUSI BO MHOTMX CTpaHaX MUpa, B TO BpeMsl KakK OTS-
romeénHoctb MHII ocTaércst Mano mpeacTaBaeHHOM.

* PaboTa BBIMTOJIHEHA MPU YacTMYHOM ¢uHaHcupoBaHuu PODOU (11-04-00012, 12-04-00122, 13-04-10033k) u OLIT «HayuyHsie u Hay4-
HO-TeAaroruyeckye Kaapbl MHHOBaMOHHOM Poccum» Ha 2009 — 2013 roawi»», cornamieHue 8065.
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B Poccum mccienoBaHusi o TeHETUKO-3TUIEMUOIOTH -
yeckomy usydeHuto MHIT cpenu nerckoro HacenaeHuUs mMpo-
BOJSTCS COTPYAHUKAMU JIaOOPAaTOPUM TEHETUYECKOW BIH-
nemuojornu PenepaabHOro rocy1apcTBEHHOTO OI0IXETHO-
rO yupexnaeHus «MenuKo-TeHEeTUUeCKNI HayIHBIN 1IEHTP»
Poccuiickoit akanemun MeAMIIMHCKUX HayK. K HacTosemy
MOMEHTY OLIEHEH Tpy3 U onucaHo padHooOpasue MHII cpe-
I naeTckoro HaceiaeHus: YyBauickoit, Yamyprckoit Pecy6-
mK u Pecrrybnuku Bamkoprocrad. IlpoBenéHHbie mccie-
JIOBaHUSI MoKas3anu, uto rpy3 MHII y neteii coctaBiusieT 1%
B Uysanickoit Pecry6nuke, 1,2% B Yamyptckoit Pecry6imu-
ke u 1,4 B Pecniyonuke Baiikoprocran [1, 6, 7], uro Gosee
YeM B 2 pasa TpeBbIIIaeT OTATOIEHHOCTD B3POCIOr0 Hace-
JIEeHUsI 00CJIeIOBAHHBIX PETMOHOB.

Hacrostiiee coobuieHue npoaoskaeT ceputo padboT Mo
reHeTUKO-3nuaeMuosoruueckomy uszydennio MHIT cpenu
JIETCKOTO HaceJieHUsI pa3MWYHbIX perMoHoB Poccum u mo-
cBauieHo aHanusy rpyza MHII y nereit 12 paitonoB PoctoBs-
ckoit obnactu [1, 2—7, 10, 12].

Marepuaiibl 1 METOIBI

IloBeneHO MeaMKO-TeHETMYECKOe oOcienoBaHUEe OCT-
ckoro HacenieHus 12 paitoHoB PoctoBckoii obnactu. Mccie-
JIOBaHUE BBITIOJTHEHO B COOTBETCTBUU C MPOTOKOJIOM T€HE-
TUKO-3MUIEMHUOJIOTUYECKUX MCCIIeOBaHUI, pa3paboTaH-
HBIM U TIpUMeHsieMbIM OoJjiee 30 JileT coTpyaHUKaMu Jadbopa-
Topun TeHeTnuyeckoil snuaemuonorun PI'BY «MTI'HI»
PAMH [2, 4, 7, 10, 12].

Xapaxkmepucmuxa obcaedosannvix nonyaayui. B tadn. 2
TpefcTaBIeHa YUCIEHHOCTh TOPOACKOTO U CEeJIbCKOTO, MeT-
CKOTO M Bcero HacesieHUsI 12 obciemoBaHHbBIX paitoHOB Poc-
TOBCKOM objactu. PaccMarpuBaeMasi BBIOOpKa TeppUTOPU-
aJIbHO XapakTepusyeT ceBep (MusiepoBckuii, TapacoBckuii
paiionsl), tor (Llenunckuit, Eropasikckuit), Boctok (Lum-
nssHeKui, BonromoHckoit, JIy6oBckuit, 3MMOBHUKOBCKMIA)
u 3anan (PommoHoBo-HecBeraiickuii, MarBeeBo-KypraH-
ckuii, MscHukoBckuii, KpacHocymmHckuii) PocroBckoi
ob6nactu. OO0111ast YMCIEHHOCTh 00CIEI0BAaHHOTO HACEIeHUS

cocraBuia 497 460 yen., u3 koropbix 101 845 (20,6%) netn
(mo 18 net). Jonsa neTckoro HaceJeHUsT BappupyeT oT 14,8%
B CeJbCKON MecTHOocTH MatBeeBo-KypraHckoro paiioHa 10
35,6% B nrr TapacoBka. B 3THUYECKOM OTHOLUCHMM Dac-
cMaTpuBaemasi BeIOOpKa Gosiee yem Ha 90% mpencraBieHa
DPYCCKUM HaceJIeHUEM.

Juaenocmuka nacaedcmeenHoix 60ae3Hell IPOBeeHA Bpa-
yaMU-CIeaJcTaMi pa3InyHOro npoduist (reHeTUKOM,
MeIMaTpoM, HEBPOJOTOM, OMTATEMOJIOTOM, OPTOIIENOM,
nepMarosioroM) u3 T.PoctoBa-Ha-/loHy M crielmaam3mpo-
BaHHBIX KIMHUK T.MockBbl. JAuddepeHanbHas 1uarHoc-
THUKa HACJIeNCTBEHHBIX CHHAPOMB BBITIOJIHEHA HAa OCHOBA-
HUM TMarHOCTUYECKKX TIPOrpaMM M KaTajoros [8, 16].

Ceepezayuonnniil anaaus. It TOATBEPKIECHUS MOHOTEH-
HOTO XapakKTepa HacjIeJOBaHWsI BO BCEX CEMbSIX IMPOBEIEH
KOMITJIEKCHBIN CerperalMoHHbI aHalu3. AHaJIWU3 BbIMOJI-
HEH pa3nesibHO VTSl CeMeN C MPENIoNIOXUTEILHO ayTOCOM-
HO-moMUHAHTHBEIM (AJl) 1 ayrocomHO-penieccuBHEIM (AP)
HacienoBaHueM. [IpoBen€HHbBINM aHaIU3 TMOKa3aj Xopoilee
COOTBETCTBUE OXHAAEMbIM JJIsl KaXIOro TUIMa HaclenoBa-
HMSI CerperallMOHHBIM YacToTaM: i ceMeit ¢ AJl Hacneno-
BaHMEM BepOSTHOCTb pernctpanuu n coctasuia 0,70, cer-
peranmoHHast yactota p=0,48+0,05 (npu oxunaemoii 0,50),
IJIS1 TpYIIIBL ceMeill ¢ AP maronorueil BeposiTHOCTb PETUCT-
paummu  n=0,82, 3HaUYeHWs CerperalMOHHOM YacTOTHI
p=0,27+£%0,05, uro coorBeTcTBYeT OXumaemoii (0,25) mnpu
noie cropagumdyeckux ciaydaeB x=0,04%+0,13. Cembu c
X-cueruieHHbIM (X-CII.) TMIIOM HacjelIOBaHMS BbIAEIECHBI
U3 rpynmsl cemeit ¢ AP HaciemoBaHMeM Ha OCHOBAaHUM PO-
JIOCIIOBHBIX W AMArHo30B [14].

OmseowéHHOCMb MOHOCEHHOU HACAeOCMEeHHOU namoao-
eueti. OTaromEHHOCTD aeTckoro HaceneHus MHII paccun-
TaHa KaK OTHOLIEHHWE PeajJbHOro Yucia O0JIbHBIX AeTei (10
18 ner) ¢ onpenenéHHbIM THUIIOM HaclienoBaHust (A, AP) k
YUCJIEHHOCTH OO0CJIEAOBAHHOIO [ETCKOro HacejleHMs (Ha
1000 meteit). OTSArOEHHOCTh IS X-CII. IMATOJOTUM pac-
CYMTaHa Ha KOJIMYECTBO MaJIbuMKOB. [l cpaBHEHMS Tpy3a
MEXIy MOMYIALUAMU UCTIONb30BAIACh CTATUCTHKA 2.

Koppensyuonnwtii anasus. TIpoBen€H KOppersLIMOHHBIN
aHanu3 (mo IMupcony) Mexmy rapameTpaMu TeHETUYECKOM

KaTteropuu n 4actoTbl reHETUHECKM AETEePMUHUPOBAHHbIX Oone3Hel [13, 15] raoma 1
Kateropusi 3abonesaHus YactoTa Ha 1000 yen.
1988 r. 1995 r. 2001 r. 2007 r.
MoHoreHHble 3a60n1eBaHns TOTanbHO, 4 45— 15 5—-15 5—-17
B TOM Yncne:
AyTOCOMHO-A0OMNHAHTHbIE 1,5 2—9,5 2—95 2—10
AyTOCOMHO-PELECCUBHbIE 1,7 2—3,5 2—3,5 2—5
X-cuenneHHble 0,5 0,5—-2 1—-2 1—-2
XpomMocoMHble 6one3Hn 2 5—-7 5-7 5—-7
MynbdakTopranbHele 3aboneBaHns 7—10 70 — 90 70 — 90
BpoxaeHHble NoOpoKn passuTUs 26 19 — 22 19 — 22 20— 25
NTOro 32 35—-54 80 — 115 95 — 139
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CTPYKTYPBI TTOMYJISILIMKA — 3HAYCHUSIMU CITy4aifHOrO MHOPU-
nuHTra [3], MUTpallMOHHOW aKTMBHOCTBIO HacesieHHus (IToji-
CUMTaHHOI Yepe3 aHaIu3 OpauyHO-MUIPALIMOHHOM CTPYKTY-
pbl) [9] u 3HaueHussmMu rpy3a Al u AP maronoruu npu mo-
MoIIy TporpamMMbl Statistica 6. JlaHHBIe O 3HAYEHUAX CITY-
YaifHOro MHOpUAVHIA (OLIEHEHHBIX METOJAOM M30HUMMU) U
WHOeKca SHAoraMMM (TIOACYMTAHHOTO Yepe3 aHajau3 Gpad-
HO-MUTPALIMOHHOM CTPYKTYpHI) MOJIYYEHBI paHee B MEepUO]I
2001—2007 rr. [3, 9]. MurpauroHHasi akTUBHOCTb HaceJse-
Husg (MM) paccuurana kak UM=1 — UD, tne UD — un-
JIEKC IHIOTaMUMU.

Pe3yabratel u o0Cyxknenne

B pesyiabTaTe MeIMKO-T€HETMYECKOro OO0C/Ieq0BaHUs
HacesneHusl 12 paitoHoB PocToBcKoit 06aacTu 3aperucTpu-
poBaHo 1482 mammenTta m3 1022 cemeir ¢ MHII. Anamu3
MEPBUYHBIX UCTOYHUKOB PETMCTPALIMK TTOKAa3aJl, YTO Haubo-
Jiee ”HOOPMATUBHBIMU JJ1s1 HEBPOJIOTMUYECKUX U 0(hTaTbMO-
JIOTUYECKUX 3a00JIeBaHUI OKa3aJluCh TOKYMEHTBI MeIH-
KO-conuaabHoi akcneptn3sl (MCD), yepe3 KOTophIe 3ape-
TMCTPUPOBAHO HAMOOJIbLIEE YKCIO OONBHBIX — 63%, 4TO
00YCJIOBJIGHO BBICOKOM WHBaJUAM3alMEeil M LEHTPaIU30-

Tabnmua 2

YncneHHOCTb rOPOACKOro U CesibCKOro, AeTCKOro u BCero HaceneHus
LBeHaguatn panoHoB PocTtoBcKkoi obnactu

Ne PanoHn Fopoackoe HaceneHne CernbCkoe HaceneHne Bcé HaceneHne
Bce Hetn Bce Oetn Bce Oetn

1 [UmmnsaHcknia 15298 2921 (19,1%) 20800 3749 (18%) 36098 6670 (18,5%)
2 | BonropoHckoi 0 0 30760 6515 (21,2%) 30760 6515 (21,2%)
3 | lyboBckuii 6212 1674 (20,5%) 17330 3217 (21,5%) 23542 4891 (21,1%)
4 | 3UMOBHUKOBCKWI 14408 4887 (27,5%) 31167 4125 (20,3%) 45575 9012 (23,7%)
5 | LlenuHcknin 17776 2683 (22,6%) 20295 5206 (19,3%) 38071 7889 (20,3%)
6 | Eropnbikckuia 8185 4848 (26,1%) 15000 4038 (21,2%) 23185 8886 (23,6%)
7 |MunnepoBckuii 11850 7724 (19,9%) 26980 7651 (21,1%) 38830 15375 (20,5%)
8 | TapacoBckui 18586 3161 (35,6%) 19014 4900 (20%) 37600 8061 (21,2%)
9 | PognoHoBo-HecseTaiickuin 38874 1232 (19,8%) 36327 3126 (18%) 75201 4358 (18,5%)
10 | MaTtBeeBo-KypraHckuii 8878 3314 (23%) 24441 4612 (14,8%) 33319 7926 (17,4%)
11 | KpacHocynuHckuia 42936 8212 (19,1%) 34911 6382 (18,3%) 77847 14594 (18,6%)
12 | McHuKOBCKUIA 14737 3200 (21,7%) 22695 4468 (19,7%) 37432 7668 (20,5%)

Bcero 197740 43856 (22,2%) 299720 57989 (19,4%) 497460 101845 (20,6%)

Tabnya 3
Jlonsa nauneHToB AETCKOro Bo3pacta Nno OTHOLUEHUI
KO BCEM BbISIBieHHbIM 60nbHbIM ¢ ALl, AP n X-cu. 3a6osieBaHuaMuU no painoHam PocToBckoi o6nactu
PaioH AL AP X-cu,.

Lymnancknin 40,00% 51,43% 66,67%
BonropoHckown 45,76% 52,63% 0,00%
Ly6osckuii 38,30% 43,75% 33,33%
31MOBHUNKOBCKNIA 35,19% 37,21% 75,00%
LlenuHckuia 37,70% 59,57% 42,86%
Eropnbikckui 45,00% 48,78% 100,00%
MwunnepoBckui 41,61% 52,75% 70,59%
TapacoBckuii 55,13% 54,35% 87,50%
PoamoHoBo-HecBeTanckuii 45,83% 58,06% 55,56%
MaTBeeBo-KypraHcknii 55,70% 54,72% 83,33%
KpacHoCcynmHckuni 31,07% 44,44% 71,43%
MSICHMKOBCKMNA 29,03% 47,06% 20,00%
CpepnHee no PocToBcKoW ob6nactun 37,46% 49,72% 57,64%
CpenHee no Yomyptckon Pecnybnuke 40,25% 44,31% 64,29%
CpepnHee no Yysatlckon Pecnybnuke 42,20% 53,05% 47,37%
CpepnHee no Pecny6nuke BalikopTocTaH 36,40% 42,96% 38,96%
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BaHHBIM XapaKTEpOM XpaHeHus1 MHMoOpMauuu 00 3TUX
rpynmnax nauveHTtax. MMiHdopMaiys o 00JIbHBIX C OPTOIIEAM -
YeCKMMM, KOXHBIMHU 3a00JIeBAaHUSIMU U HACJIEACTBEHHBIMU
CUHIPOMaMM B OCHOBHOM IIpeIOCTaBjicHa IieauaTpamu
(58% OONBHBIX), CpPeIHUM MEIUIIMHCKAM TEPCOHATIOM
denmpaiepcko-akynepckux MyHKTOB (54% malueHTOB) U
Bpauamu-crienuanucramMu (29%). 54% OONBHBIX 3apeTrnCT-
PUpOBaHKI MO ABYM U 00Jiee UCTOYHMKAM MH(OpMaLUHu.

Hnst pacuéra orsroméHHoctn MHII nerckoro Hacene-
HUS pailoHOB 12 00cIeq0OBaHHEBIX PaifOHOB, U3 OOIIETO YMC-
J1a OOJIbHBIX BbIICJICHBI MALIMEHTHl JETCKOro Bo3pacTa (o
18 ner). Beero BeIsBIeHO 683 malMeHTa IETCKOTO BO3pacTa
u3 601 cembu (300 cemeii ¢ 355 GonbHbIMU ¢ AJl marono-
rueii, 257 cemeit ¢ 276 GonbHbIMM ¢ AP matojorueir, u
44 cembu ¢ 52 GonbHBIMU ¢ X-CII. 3a00eBaHusIMI). Bo3pacr
JeTeil BapbUpOBajl OT HECKOJNBKHUX MECSLEB KU3HU 10
18 ner.

[Mpoananu3upoBaHa 108 OOJBHBIX HETEH MO OTHOIIE-
HHUIO KO BCEM BBIABIECHHBIM MauueHTtam ¢ AJl, AP n X-ci.
3aboneBaHusmMu (tabu. 3). Kak cinemyer u3 Tabi. 2, mos na-
LIMEHTOB HETCKOrO BO3pacTa OTIWYAETCS U Pa3TUYHBIX
rpymnn 3aboneBanuii: 1 Al onu cocrasisitor 37,46%, nist
AP — 49,72%, v MmakcuManbHasi 10JIs1 TPUXOASTCA Ha X-CII.
narosornio — 57,64%. Cpennsist mojst maureHTos ¢ MHIT
JIeTCKoro Bospacra cocrtaBuia 46,10%. Ilpu cpaBHEHHH C
paHee M3yYeHHbIMU MomyasauusiMu PO MOXHO OTMETUTb,
YTO BBILIETIEPEUNCIIEHHBIE MPOMOPIUU XapaKTepHBI W ISt
JIPYTUX 00CIeNOBaHHBIX PeTUOHOB. CpemHsIst 10 TallueH-
toB ¢ MHII merckoro Bo3pacra B Pecnyonmke Bamikopro-
ctaH coctaBwia 38,76%, mis YomypTckoi Pecryonuku —
43,61%, g Yysawckoii Pecniyoimku — 45,85%.

B Tabn. 4 npencrasieHa oTATOIMIEHHOCTb, paCCUMTAHHAS
Ha 1000 mereit ropoackoro u ceiabckoro HacenaeHust AL, AP
u X-Cl. MaTroJoruei.

Tabnmua 4
OTArowEHHOCTb FOPOACKOro U CENbCKOro AeTCKOro HaceneHus
ABeHaauatn panoHoB PocTtoBckoi o6nactu AP natonoruen
O6cnepgoBaHHasa TeppuTopust YucneHHoCTb OTarowéHHocTb Ha 1000 peten*
AL AP X-cu,. CymmapHas
[opoaa v panueHTpbl
r.LmmnaHck 2921 2,05+0,84 2,40+0,60 0 4,45+1,23
c.[lyboBckoe 1674 1,19+0,84 2,39+1,19 0 3,58+1,46
n.r.7. 3MMOBHUKN 4887 0,41+0,29 0,82+0,41 0,41+0,41 1,43+0,54
n.r.7. LennnHa 2683 2,61+0,98 2,24+0,91 2,24+1,29 5,96+1,49
cT. Eropnbikckas 4848 1,44+0,52 1,03+0,46 0 2,48+0,71
r.Munneposo 7724 2,07+0,52 1,68+0,47 0,26+0,26 3,88+0,71
cT. TapacoBckas 3161 2,21+0,84 1,27+0,63 1,27+0,89 4,11+1,14
cn. PoomoHoBo-HecBeTanckas 1232 4,06+1,81 2,44+1,40 0 6,49+2,29
n.r.T. MatBeeBo-KypraH 3314 3,32+1,00 1,81+0,74 0,60+0,60 5,43+1,28
r.KpacHbin CynumH 8212 1,22+0,38 0,97+0,34 0 2,19+0,52
c.YanTbipb 3200 1,56+0,70 1,88+0,76 1,25+0,88 4,06+1,12
CpepHeB3BelLleHHble 3HAaYeHNs 43856 1,78+0,20 1,50+0,19 0,46+0,14 3,51+0,28
Cenbckne panoHbl

Liyumnancknin 3749 3,73+1,00 2,93+0,88 1,07+0,75 7,20+1,38
Ly6osckuii 3217 4,97+1,24 3,11+0,98 1,24+0,88 8,70+1,64
3MMOBHMKOBCKNI 4125 4,12+1,00 2,91+0,84 0,97+0,69 7,52+1,34
BonrogoHckor 6515 4,14+0,80 3,07+0,69 0 7,21+1,05
LlenuHckuia 5206 3,07+0,77 4,23+0,90 0 7,30+1,18
Eropnbikcknii 4038 4,95+1,10 3,71+0,96 2,97+1,21 10,15+1,58
MwunnepoBsckuii 7651 6,01+0,88 4,57+0,77 2,88+0,87 12,02+1,25
Tapacosckui 4900 7,35+1,22 4,29+0,93 2,04+0,91 12,65+1,60
PonmnoHoBo-HecseTalickuin 3126 5,44+1,32 4,80+1,24 3,20+1,43 11,84+1,93
MateeeBo-KypraHckuin 4612 7,16+1,24 4,99+1,04 1,73+0,87 13,01+1,67
KpacHoCcynmHckni 6382 3,45+0,73 2,51+0,63 1,57+0,70 6,74+1,02
MSICHMKOBCKMIA 4468 2,91+0,81 2,24+0,71 0 5,15+1,07
CpeHeB3BelleHHble 3HaYeHns 57 989 4,78+0,29 3,62+0,25 1,45+0,22 9,12+0,39
MpumeyaHue. Al — ayTOCOMHO-AOMWHAHTHbLIN TUMN HacnefnoBaHus; AP — ayTOCOMHO-PELEeCCUBHbBIA TUM HacneaosaHus; X-cu,. —
X-cuenneHHbll TUM HacnefoBaHus; * — OTArMOLWEHHOCTb X-cuernieHHom natonorun npmsoantcs Ha 1000 manb4mkoB
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Kak BumHO 13 mpencTaBiIeHHBIX JaHHBIX (Ta0i. 4), abco-
JIIOTHBIE TT0KA3aTe/IM OTSATOIIEHHOCTU JNETCKOTO HaceIeHUs
Al maTosorveil BO BCEX CEJbCKUX TMOIMYJSIIUA BbICOKUE
(6onee 1 6onbHoro Ha 1000 mereli), 3HaU€HUsI BapbUPYIOT
MeXIy pailoHamu B mmpokux mpenenax: ot 0,41+0,29 Ha
1000 neteii B m.r.T. 3uMOBHMKHM 110 7,35%1,22 y nereit cenb-
ckoil MectHocTH TapacoBckoro paiioHa. CpaBHMTENbHbII
aHaJIu3 TOKa3aJl HEOMHOPOAHOCTb OTITOIIEHHOCTH NOMM-
HaHTHOI1 nartonoruu (x2=98,84, d.f.=22, p<0,05) nerckoro
HacesieHUsl. 3HaUeHUsl OTATOLEHHOCTU HaceneHusi AP 3a-
00JIeBaHUSIMU TaKXke 3HAUMUTEIbHO BapbUPYIOT MEXIY pac-
cMmarpuBaeMbIMU nonyssinusamu — ot 0,82+0,41 B 1.r.T. 3u-
MOBHUKHU 10 4,99+1,04 B cenbcKoii MecTHOCTM MatBee-
Bo-Kypranckoro paiiona (x2=56,88 d.f.=22, p<0,05). Pa3-
JIMYUST MEKIY TIOTTYJISIIUSIMU BBISIBJIEHBI M B 3HAYSHUSX OTSI -
rOEHHOCTH X-CUEIJICHHONH peLieCCUBHON TaTOJIOTUEN.
Kak crnenyeT u3 npeacTaBieHHbIX JaHHBIX, 3HAUEHUs Tpy3a
C IaHHBIM TMIIOM HACJIEACTBEHHON MaToJIOTHeil BapbupoBa-
1w ot 0 B sty paiiuenTpax (r. LlumisiHek, c.JlyboBckoe, CT.
Eropnbikckasi, ci. PonnonoBo-Heceraiickasi, r.KpacHbrit
CynuH) u 3 cenbckux nonyisitusix Bonrogonckoii, LeanH-
ckuit, MsscuukoBckuii 10 3,20£1,43 B ceIbCKOM HaceJeHUU
PonnonoBo-HecBeraiickoro paiioHa.

BruisiBIeHBI 3HaUMMBbIe PA3IUUMS MEXIY OTSATOLIEHHO-
ctbio MHII roponckoro m cebcKOro IETCKOTO HACENeHUS:
g AL (x2=64,20; p0,05, d.f.=1), AP (x2=41,18, p0,05,
d.f=1) u X-cu. 3abonesanmii (x2=12, p0,05, d.f.=1). Cpen-
HeB3BellleHHoe 3HaueHue rpy3a AJl, AP u X-ci1. nmatojoruu
y ropojickoro aerckoro Hacenenust (1,78%+0,20, 1,50+0,19 u
0,46+0,14 cooTBETCTBEHHO) B 2—3 pa3a HIXE, YEM Y CEJlb-
ckoro (4,78+0,29, 3,62+0,25 u 1,45+0,22 COOTBETCTBEHHO).
Takas kapTrHa XapakTepHa JUisi 00JIbLIMHCTBA paHee o0cie-
JOBaHHBIX TomyJsiuuii Poceun [1, 6].

Ha puc. 1 oro6paxkeHa cymMmmapHasi OTSITOIIEHHOCTD BCEX
tunoB MHII cpenu nmeTckoro HacejlleHUsSI MO U3YyYEHHBIM
paiioHaM.

Bapwuaniyst cyMMapHO# OTSITOIIEHHOCTH MEXTy paiioHa-
MM OYEHb BBICOKAsi — MaKCUMaJIbHble 3HAUEHMSI CymMMap-
HOW OTATOLIEHHOCTU BbISIBJIEHBI B PagnoHoBo-HecseTtaii-
ckoM paiioHe 10,33£1,53, munumasnbHble B KpacHocyIMH-
ckoM — 4,18+0,53, mpu TOM, 9TO JOJIST ASTCKOTO HACEICHMS
B 00oux paifoHax TpuMepHO oawHakoBas: 18,51 m 18,75%
cooTBeTcTBeHHO. CpenHss pacnpocTpaHéHHocTh MHIT st
BCeil 00cIeJ0BaHHOM BBIOOPKHM JeTeil cocTaBuna 6,71+0,26
Ha 1000 merteii, T.e. mpuMepHO y Kaxmoro 150-ro pe6€HKa
nuarHoctupoBaHa MHII. Ecnu yyectb, 4TO npu momoinu
MPOTOKOJA TE€HETUKO-3MUIEMUOJOTUUECKUX UCCIeNoBa-
HUI, ucronb3yeMoro B ucciegoBanHusx ®I'BY «MT'HII»
PAMH, M0XHO BBISIBUTH IIPUMEPHO TOJIOBUHY M3 BCEX M3-
BECTHBIX Ha JAHHBII MOMEHT HaCJIEICTBEHHBIX 3a0oJyieBa-
HUIA, TO MOXHO MPEAINOoJ0XHUTbh, uTo rpy3 MHII cpenu net-
CKOro HacejieHus1 odcienoBaHHbIX 12 pailoHoB PocToBckoi
obactu coctapisieT mpuMepHO 1,3%, 4TO COOTBETCTBYET
JNaHHBIM JUTepaTypsl [12, 15].

B Matepuanax u MeTomax OTMEUEHO, UTO paccMaTpuBae-
Masi BbIOOpKa 12 pailoHOB TeppUTOPHATBHO XapaKTepU3yeT
ceBep, CeBepo-3arma, r 1 BOCTOK 00J1acTu. AHAIU3 Teppu-
TopuasbHOro pacnpenenaeHuss MHII mokaszan, 4To HarGOJIb-
1IMe 3HaYeHUsI OTIrol€HHOCTH AJl 3a00/1eBaHUSIMU BbISIBJIE-
HBI B CEJTbCKOM MECTHOCTH Ha 3araje U ceBepo-3araje obJa-
CTH, B CeJIbcKoi MecTHOCcTM MarBeeBo-Kypranckoro, Poau-
oHoBo-HecseTaiickoro u TapacoBckoro pailoHOB cyMMapHast
pacnpoctpanéHHocTb MHIT y neteit cocraBuna 1:82, 1:92 u
1:94 cootBercTBeHHO. AHanu3 rpy3a AP maronoruu B cOOT-
BETCTBUM C reorparyeckvM MECTOIOJIOKEHUEM PailoOHOB
MOKAa3aJl, YTO HAaMOOJbIIKE 3HAYEHUS OTATOIIEHHOCTH AP 3a-

CPEAHAA

MSACHUKOBCKUM

KpacHocynuHckuin

M-KypraHckuia

P-HecBeTainckuin

TapacoBckuu

MunnepoBckuit pafioH

Eropnbikckuii panoH

LlenuHckuit panoH

3MMOBHUKOBGKUM

Oy6oBckuin

BonrogoHckon paoH

LiumnsHckuin panoH

5 6 7 8 9 10 1"

CymMmmapHas

Puc. 1. CymmapHas oTaroweéHHocTb aetckoro Hacenenust AL, AP n X-cu. natonoruei B 12 paioHax PoctoBckoii o6nactu (Ha 1000 geteit)
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00JIeBaHUSIMU BBISIBJICHBI B CEJIbCKOM MECTHOCTH CEBEPHBIX
paitoHoB. M3 puc. 2 cieayer, 4To HauboJjIee OTSITOLIEHO CeJlb-
CKOE HaceJIeHHe CeBepo-3anaJHbIX pailOHOB 00JIACTH.

CpaBHeHue 3HaueHuit rpy3a A, AP u X-cu. 3aboneBa-
HUIA y IETCKOTO HaceJeHus PocToBCKOI 00/1acTH ¢ TAKOBBI-
MU B paHee 00CIeqOBaHHBIX Monmyaanusax Poccum mokasano
(puc. 3), yto orgromiéHHocth MHII nerckoro HaceneHUs
CXOXa TI0 3HAYEHMSIM C JAHHBIMM paHee 00CIeT0BAHHBIX
nonyasiuyii P®. AHanornuHbele JaHHBIC TOJNYYEHBI 3apy-
OeXHBIMM MccaenoBaTensamu [1, 13, 15].

CpepHeB3BelLeHHOE (ceno)

3anapgHsble (c)

BocTouHkle (c)

HOxHbIe (C)

CeBepHble (c)

CpenHeB3BeLLeHHOEe (ropon)

3anapHble (r)

BocTouHble (r)

HOxHbIe (r)

CeBepHble (r)

e ey

Posab nonyasuuoHHO-reHeTHYeCKOi CTPYKTYpPbl HACEIeHUs
B (hopmupoBanuu otsaroménnoctd MHII
cpelau JeTcKoro Hacenenusi PocToBckoii odiactu

JIJ11 OLIEHKU POJTM TIOMYJIALIMOHHO-TeHETMYEeCKOM CTPYK-
TYpbI HaceJeHus] B (DOPMUPOBAHUN PA3TNUMI MEXITY U3yUeH-
HbIMU paiioHamMu B oTsromgHHoct MHII cpenu metckoro
HaceJIeHus MPOoBeaeH KOppeIsiuMOHHbINA aHaau3 (1o Ilupco-
Hy) 3aBucumoctu rpy3a AJl m AP maromorum ot mompas-
NENEHHOCTU TIOMYJISILIMIA M MUTPALIMOHHBIX XapaKTepUCTHK.
11 KOJIMYEeCTBEHHOM OLIEHKM OCHOBHBIX (PAKTOPOB MUKPO-

NAL EAP [OX-cy
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Puc. 2. OtarowEHHOCTb rOPOLCKOro ¥ CeNbCKoro AeTCKoro HaceneHus POCTOBCKOM 06nacTy OCHOBHBIMU TUNAMM MeHIeNMpyloLwen natonorven
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Puc. 3. OtarowgEHHoCTb rOPOLCKOro ¥ CeNbCKOro HaceneHns passnyHbix Nonynsumin esponeickon yactm Poccum
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9BOJTIOLIMOHHOTO TIpoliecca B NEBSATH paMIIEHTpax W ACCSTH
pailoHax paccuMTaHbl 3HAYEeHMsI CIy4ailiHOrO WHOPWAMHIA
(METoIOM U30HUMUM) U UHAEKCA MUTPALIMOHHOM aKTUBHOCTH
(uepe3 aHaIU3 OpaYHO-MUTPALIMOHHOI CTPYKTYphI). B Tabi. 5
TIPEICTABICHBI ITApaMeTPbl TEHETUUECKOM CTPYKTYPBI TTIOTTYJIsI-
1mii PoctoBekoii obmactu: uHaeke sHnoramuu (U3D), nHmekce
MurpaioHHoi aktuBHoct (M), ciydaifHblii MHOPUIWMHT
(F), rpy3 AIl u AP naronoruu. s X-cu. NaTosoruu npose-
CTW NAHHBIN aHAJIM3 He TIPEICTAaBIISIOCh BOBMOXHBIM B CHITY
MaJIOrO PEaTbHOTO KOJIMYECTBA OOJbHBIX.

3akmovenne

AHanmu3 1moka3zaj, 4To KO3(O(GUIMEHTH KOPPEISIIIAA 3Ha-
YUMBI U BBICOKH JUISI BCEX BUIOB aHA/IM3a, UX 3HAK COOTBET-
CTByeT oxuaaemMoMmy. Koppessiusi mapaMeTpoB CllyyaiiHOro
uHOpuauHra Fgr 1 mHAeKca MUTpallMOHHON aKTUBHOCTU 9H-
nmoramum coctaBia R=-0,851+0,13, a koadduimeHT Koppe-
s Mexay rpy3oM AJl m AP maronorum R=0,86+0,13.
KoadhduimeHTbl KOppeasiiiuy Mexy OTSTOIEHHOCTBIO 1eT-
ckoro HaceneHust Al, AP maronorveii ¥ 3HaYEHUSIMU CITy-
yaifHoro uHOpumuHra Fgr coctaBum Rpp=0,7610,16,
Rap=0,811£0,14 cootBeTcTBEeHHO. BBicOKME KO3(DDUIIMEHTDHI
KOpPEJSILIMIA TTOyYeHbl Y MPU COMOCTABIEHUU OTSATOIIEHHO-
ctu A, AP M uHAEKCOM MMIPAllMOHHOM AaKTUBHOCTHU:
R=-0,68%0,18 u R=-0,73%0,17 coorBeTcTBeHHO. [loMyUeH-
Hble KOA(PGOULIMEHTHI KOPPEISIIMU TOBOPSIT O CYIIECTBEHHOM

BJIIMSTHUM TEHETUYECKOM CTPYKTYPHI, B YaCTHOCTH, TeHETHYE-
ckoro apeiia u murpanuii, Ha (popMUpoBaHME rpy3a Ha-
CJIEICTBEHHO MaTOJIOTUU Y JAETEN.

IMoagBons uroru aHanM3a OTATOLIEHHOCTU NETCKOTO Ha-
cenennst MHII nBenanumaTtu paitoHoB PocTtoBckoii o61acTu,
MOXHO cenath psig BeiBogoB. Otsaroménnocts MHIT nmet-
CKOTO HacejJeHMs] O00JIaCTM OKa3bIBaeTCs CYLIECTBEHHO
Boie (1:149 nereit), yuem B3pocioro (1:495 ven.). Cpenu
MmpuurH OoJjiee BBICOKMX 3HaueHui rpy3a MHII y nmereit
MOXHO BBIIETUTh KAK MMHUMYM CJIeIyIOIIKeE:

1) cHMXeHME TIPUCITOCOOICHHOCTH W BBIKMBAEMOCTU
MaluyueHTOB (B OCHOBHOM C ayTOCOMHO-PELECCUBHON U
X-CLeMIeHHO! aTOJIOTHEH);

2) omepaTMBHOE M KOHCEPBATMBHOE JICUEHME psia Ha-
CJICICTBEHHBIX 3a0o0yieBaHUI (BPOXAEHHBIE KaTapakThl,
NnT03, (EHUJIKETOHYPHUS U T.A.) U CHSTHE 3TUX OOJBHBIX C
MHBAJIMIHOCTU, U B C MEIUIIMHCKOTO YYETa;

3) Murpaiusi B3pOCbIX MAILMEHTOB (TYrOyxue, CIEIble)
B CIELIMATIM3UPOBAHHBIC YUYPEXKICHUS, PACIIONOXEHHBIC B
KPYIHBIX TOPOJAX;

4) Bo3pacTHasl KOMIIEHCALMsI TAallMEHTOB C MXTHUO30M,
MOHWJIETPUKCOM, CUHAPOMOM Diepca—/aHioca u 1p.

YKazaHHbIE TIPUYMHBI IPUBOAST K CHIKEHUIO oOpaliae-
MOCTU Y PErMCTpalMK OOJbHBIX B MEAULIMHCKUE YUpexe-
Hus. OMHAKO CHMXKEHWE YacTOThl MaTOJIOTMYECKUX T'€HOB
MPY 3TOM HE MPOUCXOIUT U PUCKU MTOBTOPHOTO POXKICHUS
OOJIbHBIX B CEMbE HE CHUXKAETCS.

Tabmmua 5

3HauveHusa otarowéHHocTu Al n AP n cymmapHon (A, AP n X-cu.) natonorven AeTckoro HaceneHus
(Ha 1000 peTeir), cnyyanHoro uH6pupunHra Fst, nHaekca sHporamun (U3I),
MHpeKca MurpaumoHHon aktueHoctu (MM) y Hacenenus PoctoBckoit o6nactu

Monynsauusa na 2L CnyyanHbiin py3 (Ha 1000 getein)

MHOPUANHI Fg Al AP

LinmnaHckmin panoH 0,31 0,69 0,00057 3,73 2,93
BonropoHckon panoH 0,16 0,84 0,00045 4,14 3,07
LlennHckumin paiioH 0,34 0,66 0,00102 3,07 4,23
Eropnbikckuin paiioH 0,49 0,51 0,00125 4,95 3,71
MunnepoBCKuii panoH 0,35 0,65 0,0013 6,01 4,57
TapacoBCkuin paioH 0,35 0,65 0,00104 7,35 4,29
PoanoHoBo-HecBeTaiickuin pamoH 0,43 0,57 0,00121 5,44 4,80
MaTtBeeBo-KypraHckuin panoH 0,38 0,62 0,00092 7,16 4,99
Oy6oBckuii panoH 0,38 0,62 0,00139 4,97 3,11
3MMOBHUNKOBCKWUIA parioH 0,36 0,64 0,00104 4,12 2,91
r.LmmnaHck 0,13 0,87 0,00016 2,05 2,40
nrt Lenvna 0,21 0,79 0,00027 2,61 2,24
cT. Eropnbik 0,29 0,71 0,0002 1,44 1,03
nrT TapacoBka 0,10 0,90 0,00036 2,07 1,68
r.MunnepoBo 0,15 0,85 0,00023 2,21 1,27
cno6. PoanoHoBo-HecBeTaickasn 0,28 0,72 0,00042 4,06 2,44
nrT MaTBeeBo-KypraH 0,21 0,79 0,00023 3,32 1,81
nrt Jy6oska 0,25 0,75 0,00039 1,19 2,39
nrT 3MMOBHUKN 0,16 0,84 0,00022 0,41 0,82
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Genetic epidemiology of hereditary diseases among the children’s population

in the twelve districts of the Rostov region.

The load of hereditary diseases and genetic structure populations
Zinchenko R.A.", Elchinova G.l.", Vetrova N.V.?, Amelina M.A.%, Petrin A.N.*®, Amelina S.S.2

Research Center for Medical Genetics of RAMS

Results of genetic-epidemiological study of a monogenic hereditary pathology (MHP) among the children’s population of twelve
districts of the Rostov region are reviewed. The total size of the investigated population was 497,460 persons, from which share of the
children’s population — 20.47% (101845 children). The load of MHP (AD, AR and X-linked) for urban and rural children’s population
for the various geographical groups (north, south, west, east area) was calculated. The analysis showed that the incidence of MHP
among children Rostov region is 1:150. Significant differentiation in the load of MHP (the prevalence rates of AD, AR and X-linked dis-
orders) between districts was detected. An attempt to explain the existence of differences with the genetic structure of populations

was made.

Key words: Genetic epidemiology, children’s population, Load of hereditary diseases, Prevalence rate, Rostov region
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YacTtoTa KanbnanHonaTum

N NPUYNHA PACNPOCTPAHEHHOCTHU
myTtaumum ¢.550delA B reHe CAPN3

B Poccuinckon Pepepaunm
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CDe.u.epaanoe rocynapCtBeHHoe 6loaXeTHOE yypexnpeHune
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MosACHO-KOHEYHOCTHbIE MbilleyHble aucTpodum (MKMI) — Hanbonee pacnpocTpaHEHHas rpynna 3aboneBaHunii cpeay Mbilley-
Hbix aucTpoduin. OCHoBHAs YacTb BbisBNEHHbIX ciydaeB MKMU (0o 85%) HacnefyeTcs no ayTOCOMHO-PELECCUBHOMY TUMy. HyTb Me-
Hee NonoBuHbI 13 HKx (43%), obycnoenueatoT myTauun B reHe CAPN3, npusopsiive k passutuio MKMIO2A tvna. ns gaHHoro 3a6o-
NeBaHWs onucaHa Yactast mytaums ¢.550delA soisensiowascs y 71,9% 60nbHbix U3 PO. Lienbto paboTbl 6b110 YCTAHOBIEHNE NPUYMH
pacnpocTpaHEHHOCTM MyTaumm ¢.550delA 1 pacyéT YactoT BcTpedaemoct NMKMU B PO.

KnioyeBble cnoBa: NOSICHO-KOHEYHOCTHBIE MbILLEYHbIE ANCTPODMK, YacToTa, BO3pacT MyTaumum

Beenenne

IMKM]I — HauGosee pacnpocTpaHEHHAsI U TeHETUYECKU
reTeporeHHasl rpyrra 3a00JeBaHUil CPEeAM MbILIEYHBIX IU-
crpoduii. ITo gaHHBIM JUTepaTyphl, yactora Bcex IIKMJI B
Ppa3IMIHBIX MOMyJISIUMsIX Kojeomercs ot 1 Ha 14 500 oo 1 Ha
123 000 Hacenenusi. OCHOBHAsI YaCTh BBISIBJIEHHBIX Cly4acB
KM/ (mo 85%) HacnemyeTcst 0 ayTOCOMHO-PELIECCHBHO-
My tuny (AP), umx yacrora konebnercsa B Ipeaenax 1 Ha
15 000 — 200 000 nHaceneHwMsI.

CaMbIM pacnpocTpaHEHHBIM 3abosieBaHueM cpenu AP
IIKM/J sasngerca IIKMJI 2A Tuma (KaJaboanHOIATUH,
OMIM: 253600). B GoJbIIMHCTBE €BPOMNEHCKIX CTPaH €ro
nous coctaniseT oT 30 1o 40%. B pesynbraTe MpoBeIEHHOTO
paHee Mccliel0BaHMs HaMU MOKAa3aHO, YTO B TPYIMIe Maiu-
eHroB ¢ [IKMJI u3 P® xanpmanHOmaTuu BCTpEYaloTCs B
43% cnydaes [1].

IMokazaHo Hanumuue vactoil MyTtaiuu c.550delA B reHe
CAPN3, npusopsiueit K pazputuio [IKMJI2A [1]. Ota 3ame-
Ha OIMMCaHa MPaKTUYeCKU BO BCEM MUpE, OJHAKO, €CU B
CIIIA ona BeIsIBISIETCST TONTBKO Y 10% GONMBHBIX, a B SITOHUN
y 25%, 10 B cTpaHax EBporibl, Takux, Kak ['epMmanusi, BeHr-
pus, Uranus, Typuus, ®panius, [peuns, oHa BecTpeuaeTcst
npumMepHo B 40% Bcex caydaeB IIKMJI2A [3, 7, 13]. Oco-
6eHHO JacTo (110 74% Bcex ciryyaeB) MyTallMsl BCTpeYaeTcs B
crpaHax Bocrounoit EBpomnbl, Takux, kKak boarapus, Xop-
BaTUsI, YKpanHa, YTO MOXET yKa3bIBaTh B II0OJIb3Y «3(pdeKkra
OCHOBATeJIsl» KaK MPUYMHBI PacIIpoCTpaHEHMs TaHHOMW 3a-
MEHBI, a TAaKXKe O TOBOJIbHO OOJIBIIOM BO3pacTe MyTauuu [9,
11]. B BuiGopke 6GombHbix ITKMJ/I2A u3 P® wmyrauus
¢.550delA obHapyxuBaeTcd B 71,9% ciydaes.

Ileavro daunoli pabomst OBLIO yCTAHOBJICHUE TNPUYMH
pacnpocTtpaH€éHHOCTH MyTanuu c.550delA u pacuér yacTtoT
BcrpeuaeMoctu [IKMJI B PO.

Marepuajibl 1 METOIBI

MatepuasioMm sl UCCIENOBaHUS SIBJSLTUCH OOpPa3ilbl
JHK 23 nauuenToB ¢ myranueii ¢.550delA B roMO3UTroTHOM
WM TETEPO3UTOTHOM COCTOSIHUM U 14 WX POACTBEHHMKOB,
JKMBYIIUX B pa3HbIX pernoHax P®. KoHTpoJbHYIO BEIOOPKY
coctaBwin 791 obpazenr JHK (1582 xpomocombl), mostydeH-
HbIX OT HEPOJACTBEHHBIX XUTeJIEH pa3IuyHbIX perMoHOB PO.
B xayecTBe rpynmnbl cpaBHEHUS 17151 pacyéTa BO3pacTa MyTa-
My Ucnonb3oBanuch obpasusl JHK uineHoB 24 smepHBIX
ceMeit (96 XpoMOCOM) U3 Pa3TUYHBIX perMOHOB PD.

g vccnenoBaHusl KOHTPOJIBHON BBIOOPKM Ha HaJMdue
myraiuu ¢.550delA wmcnons3oBanu Mmeton ITJAD-ananmza
(tabun. 1). AMmmmdpukanuo Heodxonumbix pparmerroB JTHK
npoBonuan Mmetogom IIIIP Ha mporpammupyeMom TepMoO-
mukiepe MC2 dupmer «JIHK-texHomorus» (Poccust) B
25 MKJI 00beMe PEeaKIIMOHHOM CMECH CJEeyIOLEero cocrana:
0,1—1,0 mxr renomuoit JHK wm x/JHK; nmo 0,25 mMxM
KaxXJI0ro OpUIruHaJIbHOro onuromnpaimepa; no 200 MxM kax-
moro Hykieosuarpudocdara; 1.0 emuHUIIA aKTMBHOCTH
JHK-nommmepassl Biotaq («buoMactep»); 6ydep misa TTLP
(67 mMTris-HCI; 16,6 MM (NH4),SOy4; 0,01% Twin-20;
pH 8.8); 20—30 MK MUHEpaJbHOIO Macjia; KOHLEHTpaLus
MgCl, u apyrre ocCOOEHHOCTH peakluy yKa3aHbl B Ta0i. 1.
Pe3ynbratel olieHUBAIM C TOMOILIBIO 371eKTpodopes3a B MOJU-
AKPWJIAMUIIHOM Tejie ¢ MOCeAYIOUIMM OKpalllMBaHUEM Teist
pPacTBOPOM OPOMUCTOTO ITUIUS U PETUCTPAIIMEii C TOMOIIIBIO
nmokymeHTupytoieir cuctembl GelDoc ¢pupmer BIO-RAD B
Y®-uznyyeHun (UmmHa BOIHBL 312 HM).

st uiccieioBaHusI TarjoOTUIIOB ObUTM BIOpaHbI 7 MUK-
pOCaTeJUIMTHBIX MapKEPOB C BBICOKOIW TeT€PO3UTOTHOCTBHIO
(D155994, DI155968, DI155514, DI55779, DI55780,
DI1585778, D155659), pacniofoxeHHbIX B 00J1aCTU pa3MepoM
5791 t..H. (3,22 ¢cM) Bokpyr reHa CAPN3, 4 13 KOTOpbIX
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pPacmojIoKeHBI B CTOPOHY IIECHTPOMEPHI OT TeHa U 3 — B CTO-
poHy TenoMmepsl. Bce MapKEphI BRIOpaHBI C IOMOIIBIO 0a3kl
naHHeix NCBI [12]. ®usuueckast ¥ reHeTUYECKAS JIOKAIU-
3a1Msl MapkEpPoOB Ha XpOMOCOME OIICHEeHa ¢ IMTOMOIIBIO KapT
Sequence u Marshfield Toit xe 6a3pl. MccmenoBanne MuK-
pOCATeJUIMTHBIX ~ MapKEPOB  TMPOBOAWJIOCH  METOIOM
MOJA®D-ananuza. AMmindukanuoo HeoOXoZUMbIX ¢par-
menToB JIHK Ttaxke mpoBommmm metomom ITLP (tabm. 1)
st OLIeHKM pe3yibTaTa aMITTMOWKAIMKA HCITONb30BaIN
3J1eKTpodope3 B MOIMAKPIIAMUAIHOM Teie.

Jns pacuéra Bozpacta mytauuu ¢.550delA u noaTBepxe-
Hus «adexTa ocHoBaTesI» UCTIONb30BATM MPUHLIMITBI, TIPE/I-
JIOXeHHbIe B pabotax [4, 8, 10] u moapoOHO M3I0XKEHHBIMU
E.A. bausHen [5].

Pe3yabtatsl M 00CyKIeHne

B pe3ynbrate paHee mpoBeAEHHOIO MCCIeA0BaHMS ITIOKa-
3aHO, 4TO B BbIOOpKe O0jbHbIX [TKM/I KanbnavHomaTUu
coctapisiioT 42,7% (32 GonpHBIX M3 75). Yactasg Mytanust
¢.550delA BhISIBIEHA Yy CeMM TALMEHTOB B TOMO3UTOTHOM
COCTOSIHWH, Y 14 B KOMMAYH/I-T€TEPO3UTOTHOM COCTOSIHUM U
y JBYX B T€TEepO3UTOTHOM COCTOSIHMM. B NEBATH ciayyasix
(28,1%) BBISIBIICHBI Ipyre MyTalllK, U3 KOTOPHIX 8 CiIyyacB
C KOMMayHI-TeTepO3UTOTHBIM HOCUTEILCTBOM MYTALIMi U
OIIMH C MyTallMeil B reTepO3UrOTHOM COCTOSIHWM). YUMThI-
Basi HAIMYUE KIMHUYECKON KapTUHBI, MALIMEHTOB C TOJbKO
OHOI OOHapyXeHHoil myTauueit B reHe CAPN3 cuutanu
00JILHBIMU, MpeEIoNaras, YTo BTopasi MyTallusl HaXOIUTCS
BHE KomMpylolleid obnacTu reHa. PacmpeneneHue reHOTHU-
noB ¢ MyTtauueit ¢.550delA He TPOTUBOPEUUT 3aKOHY Xap-
nu—Baiin6epra. Takum oopazom, mytauus ¢.550delA o6Ha-
pyxuBaercs Ha 49,2% (30 u3 61) xpoMocoM ¢ MyTalueil B
rene CAPN3y 71,9% Gonbubix IIKMI2A.

B pesynbraTe uccienoBaHus MOMYISIIUOHHON BEIOOPKU
B UeThIpEX obOpasiiax u3 791 obHapyxeHa mytauus c.550delA
B T€TEPO3UTOTHOM COCTOSTHMM. TO €CTh HOCHUTENIEM MyTalluu
siersiercst 1 u3 198 xureneit PO (0,5%).

Hcxons u3 TOro, 4To ajuiesibHasi 4acTtoTta MyTalluu
¢.550delA cocraBnser 49,2%, a mons KaablnauHONATUN B
crpyktype [TKMJI paBHa 42,7%, MOXHO paccuuTaTh, 4TO
HocutesneM MmyTanuu, npuBomsieit Kk [TIKMJI2A, sBasiercst
Kaxnelii 98-it xwurear P®. Torma pacuérTHast yacTora
IMKM/2A B P® paBna 1 Ha 38 500 HaceneHus, a pacu€THas
yacrota rpymmbsl [IKMJI paBHa 1 Ha 16 500 HaceneHUsI.

[MocnenHuii mokasaresnb SIBISETCS OLIEHOYHBIM, TaK KakK B
BBIOOPKY BKJIIOYAJIMCh KaK CEMbM C YCTAaHOBJIEHHBIM AP Tu-
oM HacnenoBaHus (6 u3 75 mpoGaHIoB), TaK U U30JIMPOBAH-
HbIe CiIy4au 3a0oneBaHus (69 u3 75 mpobanmos). To ecTb co-
3HATEJIbHO, B PaMKaXx IMOCTABJIEHHBIX 33124, ObLTM UCKIIOUEHBI
6ospHbIe TIKM/I ¢ yCTaHOBJIEHHBIM ayTOCOMHO-TOMMWHAHT-
HbIM THUIIOM HAacleJOBaHWsI, OJHAKO OHU MOIJIM OKa3aThCsl
cpeny U30JIMPOBaHHbIX cilydaeB. B PO mo cux mop He mpoBo-
JIWJIOCh MCCNIENOBAaHUA, BBISIBISIIOIINX, KaKyl0 OO Cpeau
Bcex ITKM/I cocrapistior 3a0oaeBaHust ¢ AP TurmoM Hacieno-
BaHus. I1o eBponeiickum nanHbM, nonst AJI ITKM/I cocras-
sigeT He 6ostee 15%. Tak Kak HalIv JaHHbBIE 110 JOJISIM U CITEK-
Tpam MyTauuii, a Takke gone [IKMJI2A coBmagaioT ¢ eBpo-
TeCKVMM, MOXKHO TIPEAIIoJaraTh, 4YTo cpeay 6OJbHBIX 13 PO
nonst AJI TIKM/I cootBetctByroiast [1, 2]. Torma pacuérHast
yactota Bcex ITKMJI cocraBisier He Gojnee 1 GoiabHOrOo Ha
14 000 HaceneHusI.

Taxke HaMM OBLUIO IIPOBEIEHO MCCIEIOBAaHKME BBHIOOPKU
MalMeHTOB, HaNpaBJIeHHbIX Ha 00CJe0BaHUE C TUArHO30M
muoducmpogpusi Miouwena/bexkepa, y KOTOpbIX He OOHapyXe-
HO MyTauuit B reHe DMD, Ha Hajauyue 4acTON Aeaeluu
¢.550delA B rene CAPN3. O6HapyxeHO 27 GONBHBIX, y 16 U3

Tabmmua 1
MpaimMepsbl n ycnosua amnamdukaunum npuMeHsaBLINECS AN aHanu3a mytauum ¢.550delA
M 4N NOCTPOEHUN ranjioTMnoB Xxpomocom ¢ mytauunen ¢.550delA reHa CAPN3
®dparmeHT | MNocneposaTenbHOCTL Npaimepos, 5° — 3’ Pasmep, n.H. t° oTxura [MgCl2], mM
CAPN3 R:GAACTCATTGCGGTGGTTGGAC 550delA 50 65°C 6.0
EX4 F: CGTGGTTATAGATGACTGCCTGC 550N 51 )
Mapkép lMocnepoBaTenbHOCTL NpanmMepos, 5 — 3’ Pasmep, n.H. t° omxura [MgClz] mM
D15S514 F:CCCCAGAGCCTCGGATATAGG o
R: ACATAGCCAATCACCCAGGGAG 115-125 61°C 2.0
D15S779 F: CCAGAGTGAGCTGGGCTGAGC o
R: GTGTAACAGCAGCCAGTCAGATC 110-134 65°C 6.0
D15S780 F: ACAGAAGATGTACAAGAGGTAAC o
R: GTAGTGAAGCTGATTGGAAGTTC 104-116 63°C 4.0
D15S778 F: CAGCCACTGACAGAGTAAGAGC 117-129 61°C 20
R: CAGCTCTTGTTTTCATTCATTATGAGC )
D15S968 F: CTAAATTGCAGTCTTTCCTTTCTCC o
R: AAGCTAAGCCGGAGGGAGCAG 91-109 65°C 6.0
D155994 F: GGAAGTAGTGCAGGTGATCAAGC o
R: GTGCATCTCCTAAGGGCAAAGTC 136-146 65°C 4.0
D15S659 F: GTGGATAGACACATGACAGATAGG 97-119 61°C 4.0
R: CGTCTTCCCAACATAACATATTGC )

30



MEOULUMNHCKAA TEHETUKA. — 2013. — Ne5

KOTOPBIX 3Ta MyTallus OblJla B TOMO3UTOTHOM, y 11 B KOMTIa-
YHI-TE€TePO3UTOTHOM cocTosiHuu. M3 3akoHa Xapau—Baii-
HOepra ciemyeT, 4yTo ajuiebHasl yacTota MyTtauu ¢.550delA
B aHHOM BBIOOPKE paBHA 74,4%. AHAJIOTMYHO TIPEIbIAYILE-
MY MCCIIeOBaHHUIO, B aHATM3 BKIIOYAJIKCh CEMbU C YCTAHOB-
JIeHHBIM AP TMIIOM HacnenoBaHus ¥ M30JIMPOBAHHBIE OOJIb-
HbIe, TIO3TOMY TIpM pacuyéTax ObLIM MUCIOIb30BaHbI €BPOIIEH-
ckue ceeaeHus o noje A/l IIKM/I. B aTom ciydae pacuéTHas
yactora [IKMJI2A coctaBwia 1 6ombHOM Ha 86 500, rpymiis
AP IIKMJ 1 6ompHoi1 Ha 37 000, a Bceit rpyrmsl ITKMJT He
6onee 1 6ombHOro Ha 31 500 HaceneHusI.

ITpu pacuérax yactot Betpewaemoct [TKMI B P® Ha
OCHOBaHWM JIBYX MPOBEAEHHBIX BHIIIE MCCIEA0BAHMIA TTOKA-

3aHBl Pe3yJNbTaThl, OTIMYalolIMecs Oojiee YyeM B 2 pasa.
K naHHBIM pa3nuuusiM DPUBOISAT KaK HEOOJIbIINE 0O0BEMBI
HCClienyeMbIX BBIOOPOK, TaK U pa3Inuusl B HAIIPaBUTEIbHBIX
JIMarHo3ax M KIMHUYEeCKUX KPUTepusix BbIOOpoK. YacTtora
MKM/2A konebaercss or 1 6oapHoro Ha 38 500 go 1 Ha
86 500, AP ITKMJI ot 1 Ha 16 500 o 1 Ha 37 000, a Bceit
rpynmel [IKM/JI ot 1 Ha 14 000 mo 1 xHa 31 500 HaceneHus.
[TokazaHo, YTO MPM MOJEKYJISIPHO-TEHETUUECKOM MC-
caenqoBaHuM 60sbHBIX [TKMJI2A 0cOGeHHO YacTo BBISIBIISI-
ercs myrauus ¢.550delA B rene CAPN3, 4TO XapaKTepHO He
TOJILKO JUIs NauueHToB u3 PM, Ho u mis eBponelinieB. Hamu
OBLI MPOBEIEH aHAIU3 MPUYNHBI paCIIPOCTPAaHEHHOCTHU JIaH-
HOM MyTallM¥, OCHOBAaHHbII Ha BBISIBJICHUHU aJUIeNIei, CLIEI-

AnnenbHble 4acToTbl (%) MUKpOCaATTENUTHLIX MapképoB B o6nactn reHa CAPN3 Faomuaz
Ha xpomocomax ¢ myTtauuen ¢.550delA v nonynsaunoHHOWN BbIOOpPKE
Mapkép D15S994 D15S968 D15S514 D15S779 D15S780 D15S778 D15D659
Mb 38.370 38.433 39.998 40.201 40.977 43.834 44.161
cM 40.25 40.25 43.47
30. 6on. 30. oon. 34 6on. 30. 6on. 30. 6on. 30. 6on. 30. 6on.
Kon-Bo xpomocom 166 23 166 23 96 23 96 23 96 23 96 23 166 23
Annenb
-1 6,2 8,7
0 3,1
1 2,1 13,9 8,7 1,0 3,1 3,1 3,0
2 1,0 11,4 | 13,0 | 31,2 | 56,5 30,2 4,3 2,1 241 4,3
3 9,4 18,7 4,3 37,5 | 17,4 | 10,4 24,0 4,3 15,6 | 87,0 | 22,3 | 17,4
4 41,7 | 78,3 5,4 4,2 13,0 4,3 36,5 | 91,3 | 19,8 8,7 5,4 8,7
5 15,6 4,3 37,3 | 65,2 5,2 4,3 14,6 5,2 34,4 3,6 8,7
6 3,1 4,3 10,2 1,0 2,1 1,0 16,7 16,3 | 17,4
7 14,6 | 13,0 1,8 5,2 2,1 8,3 4,3 16,3 | 30,4
8 10,4 8,7 3,1 4,8 13,0
9 2,1 4,2 41,7 | 91,3 4,2 4,3
10 1,2 19,8
11 4,2 31 | 43
I'IpmmeLIaHme. YacToTbl annenev ¢ HambonbLuei HepaBHOBECHOCTLIO MO CUer1IieHUo Bblaes1eHbl; 34, — 300P0BbIe; 60n. — 60JIbHbIE

Accouunauus n HepaBHOBeCHE NO CUEnNeHuto annenen mapképos ¢ nokycom NKMI2A raona s
Mapkép Mb cM Annenb p 5+ 95% N
D155994 38,370 40,25 4 0,023 0,63+0,30
D155698 38,433 40,25 5 0,023 0,44+0,32
D15S514 39,998 — 2 0,023 0,37+0,31
D15S779 40,201 - 9 <0,001 0,85+0,20
CAPN3 40,467 — m
D155780 40,977 - 4 <0,001 0,87+0,16
D15S778 43,834 — 3 <0,001 0,85+0,17
D15S659 44,161 43,47 7 0,08 0,17+0,24
MpumMeyaHne. p — BEPOATHOCTb AJ11 OQHOCTOPOHHEro BapmaHTa TOYHOro kputepus duwepa; 8 — mepa HepaBHOBECHOCTU
cueneHns annenen nonmMmopdHbIX MapkEpPOB C JIOKYCcOM 3aboneBaHus, IV — noBepuTenbHbIn MHTEPBA
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JIEHHBIX C MyTallMeil, CeMeHOM aHalIM3e TMOIMMOPGHBIX
Mapk€pPOB M ONpene/icHUN TalUTOTUIIOB, XapaKTEPHBIX IS
XPOMOCOM, HECYIIMX MYTalHIO.

IIpu mocTpoeHWU TaIrIOTUIIOB XPOMOCOM C MyTalluei
¢.550delA GbL1 MpoBeaEH aHaIU3 YaCTOT BCTPEYAEMOCTH ajl-
Jieneil ceMU MUKPOCATTEJIMTHBIX MapKEPOB Ha XpOMOCOMaX C
MyTauueil u 6e3 MyTaluu, pacroloXeHHbIX B 001acTH pa3-
MepoM 5791 T.1.H. (3,22 cM), 4 U3 KOTOPBIX LIEHTpOMEPHEE 1
3 tenomepHee reHa CAPN3. W3 tabia. 2 BUOHO, YTO IMOJHOE
HepaBHOBECHE T10 CLETICHUIO He 0OHAPYKEHO HU 110 OMTHOMY
MapKeEpy, OAHAKO YaCTUYHOE HepaBHOBeCcHe Hab/I01aeTCsI 1o
IIeCTM M3 CeMM UCCIeIOBaHHBIX Mapke€poB DI155994 —
DI155968 — DI5S514 — DI5SS779 — DISS780 —
D1585778.Pe3ynbraThl aHaiv3a B BUJIE aJUIEJbHBIX 4YacTOT
Cpeny XpOMOCOM, HECYLIUX MYTallMIO, U XPOMOCOM TTOITYJIsI-
LIMOHHOI BBIOOPKM, MPEACTaBICHbI B Ta0MI. 2.

bbuti onpeneneHbl 3HaYEHWS] HEPABHOBECHS 110 CLIETLIe-
HUIO O JUISI KaXIOTro ajljielisd BCeX MCCeN0BaHHbBIX MapKEPOB
WUIPUMEHEH TOYHBII KpuTepuii Duiiiepa Aj1s1 OLEHKH TOCTO-
BEPHOCTH acCOLMAlMU JAHHOTO ajljiesisl MapKeépa ¢ JIOKYCOM

IMKM/2A. C 1moMoIIbio IOMyYeHHBIX JAHHBIX MBI ITOIBITAa-
JIUCh BBISIBUTH aJlJIeJIbHBII COCTAaB TaIluIOTUIIA OCHOBATEIS,
DPYKOBOJICTBYSICh CJEAYIOIIMM. AJIJIeJ M M3 TaruloTuIa AoJ-
JKHBI XapaKTepru30BaThCSI MAKCUMAJIbHOM HEPaBHOBECHOCTBIO
CLIETIJICHUSI C JIOKYCOM 3a00JIeBaHUSI 110 CPaBHEHMIO C IPYTH-
MU aliesiMu MapkeépoB. Kpome Toro, oHu JAOMKHBI UMETh
Gosbliiee HAKOTIJICHHE B XPOMOCOMaX ¢ MyTallueii 1o cpaBHe-
HMIO ¢ ApyruMM ajutensiMu. [loatoMy u mpu ompeneneHun
MPEAKOBOTO aJljiessl YUYUThIBAIM HAUOOJblee MOJOXUTEIb-
HOe 3HaueHue d 1 HauMeHblee p (Tabm. 3).

B pesysibrate mpoBen€HHOro MCCIeA0BaHUSI OOHAPYXEeH
oOIIMiA 1T GOJBLIMHCTBA XPOMOCOM TaIlIOTHIT, KOTOPBIA
TpeNCTaBIsIETCS HauOoJIee BepPOSITHBIM TraruioTUIIOM OCHOBA-
tenst: DI155994 — DI155968 — DI155S514 — DI58779 —
CAPN3 — DI155780 — D155778 : 4-5-2-9-mut-4-3 (Tab:x. 4).
Takum o0pa3oM TOMydYeHHBIE PE3yJIbTaThl TMOATBEPXKIAIOT
adexT ocHoBaTeNs KaK MPUUMHY PACTIPOCTPAHEHHOCTU MY-
tauyu. W3 Tabm. 3 BUOHO, YTO 3HAYEHNUS § ¥ 2 yMEHBLIAIOTCH
Mo Mepe yhnajJeHus Mapképa OT Jiokyca 3aboneBaHusl. Takast
3aBUCUMOCTb TakKKe XapaKTepHa JJIsI TIOMYJISLIMIA, B KOTOPBIX

Tabmmua 4

Fannotunel xpoMmocom ¢ Mytauuen c.550delA

Mapkép

D15S994

D15S968

D15S514

D15S779

CAPN3

D15S780

D15S778

D15D659

Mb

38,370

38,433

39,998

40,201

40,467

40,977

43,834

44,161

cM

40,25

40,25

43,47
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MNpumeyaHne. XnpHbimM LWPUGTOM BblesIeHa COXpaHEHHas YacTb ranjoTuna OCHOBATENS: KYPCMBOM 0603HaY€EHbl, BEPOATHO,
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Tabnuuya 5
Yucno nokosieHni, NpoLeAwmnx ¢ MOMEHTa PacnpoCTPaHEeHU MyTauum
Mapkép Mb cM Annenb P g Kon-Bo netr
D15S994 38,370 40,25 4 0,023 38,62 1160
D15S698 38,433 40,25 5 0,023 72,17 2160
CpenHee 3HaveHne 55,4+16,8 1660+500

pacnpocTpaHeHUe KaKoro-a1ubo peaKoro ajuiess Mpor3olio
B pe3yibTare 3(pdekTa OCHOBATENSL.

IMo mapképam D155514, D1585779, D15S780 v D158778
raruIoOTUII OOJBIIMHCTBA XPOMOCOM C MyTallieii B BHIOOPKE
POCCUICKIX OOTBHBIX MACHTUYEH TalIOTUIIaM OOJTBITMHCTBA
XpoMocoM ¢ Mytanueit ¢.550delA, nccienoBaHHBIX eBpOIeH-
CcKUMHM aBTopamu [9]. JlaHHbI! (haKT rOBOPUT B MOJIB3Y Mpe.-
MOJIOKEHHUSI, YTO PACIPOCTPAHEHWE MYTAllMU MPOUCXOANIIO
oT obmiero ocHoBarenst. To e MONTBEPXKIACTCS YaCTOTOM
BCTPEYaeMOCTH MYyTallMM M €€ KOHILIEHTpallMeil B CTpaHax
BoctouHoit EBporibl, a Takxe MOCTeNeHHbIM YMEHbLIEHHEM
9TUX 3HAUYEHUI MO Mepe yAaleHUs OT 3TUX CTpaH.

bnaromapst mosydyeHHBIM AaHHBIM OO0 OOILIHOCTM Mpe.-
KOBOTO TaIjIoTUIA, MPEeACTaBIsIIOCh MHTEPECHBIM OIpee-
JIUTh BO3pacT MyTallud ¢ MOMEHTa €€ pacIpoCTpaHEHMs.
Ecnu npenmnonoxeHue BEpHO, TO BO3pacT MOJIKEH OBITh J0-
CTaTOYHO OOJBIIMM M COOTHOCUTBCSI C MCTOPUYECKUMU
JMAHHBIMU O KaKWUX-TMOO COOBITUSIX, TPUBEIIIMX K 3HAUMTE -
JIHOMY YBEJIMUYEHWIO YWCJIEHHOCTU HaponoB BocTouHoit
EBpomnbi.

IIpu pacu€re Bo3pacTa MyTallMM WCIOJIB30BAJIUCH 3HA-
YEeHMs HEpaBHOBECHSI I10 CLEIUJIEHUIO [UJIsi MapKEpPOB
D1585994wn D155968, y KOTOpbIX HabtoAaIach 10CTOBEpHAsI
accouuauus ¢ jokycom CAPN3 u mMepa HepaBHOBECHOCTHU
CLIeTUIEHUS aJljiesisl JaHHOTO MapKépa & ¢ 3abosieBaHNEM Jie-
xana B nipenenax 0,40—0,80 (ta6x. 3, 5). Pesynbratsi, mojy-
yeHHbIe IUIsT MapkeépoB DI15S514, D158779, D155780 wn
D1585778 He MOTJIM UCTTIONIB30BATHCS B pacyETe BO3pacTa My-
tauum c¢.550delA BciaeacTBue OTCYTCTBHSI JaHHBIX 00 MX Te-
HETUYECKUX KOOPAMHATAX, a UCTOJIb30BATh BMECTO PEKOM-
OMHAUMOHHOI (hpakLuy GU3NUYECKOe pacCTOSHUE ObLIO Obl
He KOPPEKTHO.

W3 pe3yapTaToB, NpeACTaBISHHBIX B Ta0J. 5, BUAHO, UTO
cpemHee 3HaYeHHUE YKCiIa MTOKOJICHMI CYIIIeCTBOBAHMS MyTa-
LMY B MIOMYJISILMU COCTaBUJIO 55,4 cO CTaHIAPTHBIM OTKJIO-
HeHueM 16,8. B HacTosiiree BpeMst psii KCClienoBaTeIe pu
omnpeneNieH BO3pacTa MyTaluid MpeiaraeT MPUHMMATh
CPEIHIOI0 MPOIOKUATEILHOCTD OHOTO TIOKOJICHUST PaBHOM
30 rogam [6]. Torma Bpemsi, 3a KOTOpoe ObLIa HaKOILIEHA
MyTalwus, cocTaBisieT okono 1660500 net. YuutbiBasi, 4to
cpenHuit rog poxaeHus 6oiabHbIX 1980, nepuoa Havana pac-
MPOCTPaHEHMSI MYTAallMM COOTBETCTBYeT 340 romy H.3., YTO
COOTBETCTBYET UCTOPUYECKUM CBEICHUSIM O BEJIMKOM Tepe-
CeJIEHMM HapojoB, MPOMCXOAMBILEM B 4—7 Bekax Hauleid
3pbl Ha TeppuTopur EBpombI.

Takum 06pa3oM, HAMM PacCUMTaHbl YaCTOThI BCTpeyae-
MOCTH BCEX TMOSICHO-KOHEYHOCTHBIX MBILIEUYHBIX IHUCTPO-
¢uit, rpynner AP IIKMJ u Hambosiee dvacToil (GopMbl

MNKMJI2A B P®. B pesynbraTe uccliefoBaHusl MOKa3aHo,
YTO TOJIyYeHHbIE 3HAUEHUS COOTBETCTBYIOT €BPOIEMCKUM
NIAaHHBIM, OIHAKO uX BepxHel rpanuiie. Ecnu Bce [IKM]I B
EBpone BcTpeuarores ¢ yacrotoii 1 Ha 14 500 — 123 000 Ha-
cenenust, a AP TTIKMJI, 1 na 15 000 — 200 000, To B P®D Bce
IIKM/I BcTpevarotcsa ¢ yactotoit ot 1 Ha 14 000 — 31 500,
AP TIKMJI ot 1 Ha 16 500 — 37 000, a yacrora IIKMJI2A
KoJie6ercs ot 1 6ompHOTO Ha 38 500 mo 1 Ha 86 500 Hacene-
Husl. [1pu 3ToM eBporeiickue JaHHbIe OCHOBaHbI Ha UCCe-
noBanuu u3 Hunepnannos, Mtanuu u BEIOOPKM MCHAHCKUX
6ackoB. Hanbonbime 9acToThl 320016 BaHIIA TTOKA3aHbI IS
HCMaHCKUX 0acKoB, Y KOTOPBIX OIMCaHa yacTasi MyTalusi
¢.2362AG>TCATCT, Bctpevaroimasicst Ha 82% XpoMOCOM ¢
MyTalMsIMU. BUaumo HakoruieHre JaHHOM 3aMeHbI PUBO-
JIUT K YBEJMYCHHIO 3a00JIeBa€MOCTH B YKa3aHHOM PETHUOHE.
It 6onmbHBIX M3 P® Takke ommcaHa dYactas MyTalust
¢.550delA, BcTpeyaronasicsi, Mo JaHHBIM Pa3IUYHbIX UCCIIe-
noBaHui, Ha 49,2 74,4% xpomocom. TTonyyeHHbBIE alIehb-
HBIE YaCTOTBI CXOXM C TAKOBBIMU Y UCTIAHCKUX backoB, 4To
MOXEeT OOBSICHSITh BHICOKME 3HAUEHUST 4acTOT 3a00JIeBaHU
rpyrnnel [IKMJI B P®. [lokazaHo HakoIIeHUWE MYyTalluu
c.550delABo Bceit EBponie, HO ¢ yMeHbIIIEHHEM €€ I0JIU OT
Bocrounoit k 3amamnoit EBpore. K coxaneHuto, HeT gaH-
HBIX 0 yacTorax 3aboseBanuit rpymnmsl [IKMJI B BocTouHoii
EBporne, roe, BeposiTHO, OHU Bbllle, 4yeM B Mrtamuu u Hu-
nepiaaHgax. OmuoOKy B cTOpoHy yBeaumdeHus: yactoT ITKM]I
MoOXeT BHOCUTD 1 Hajgmuue ciaydaeB A/l ITIKM/I cpenu u3o-
JIMPOBAHHBIX OOJILHBIX B MCCJIEIOBAHHBIX BHIOOpKaX, OTHA-
KO OHa He3HaYUTeJbHa.

Hnst yactoii meneruu ¢.550delA ObLT MpoBeAeH aHAIU3
MPUYMH €€ PacrpoCTpaHEHUs] U pacCUMTaH BO3pacT MyTa-
MM, KOTophelit coctaBuin 16601500 mer. Ha ocHoBanuu
WICHTUYHOCTU TaIlJIOTUIIOB OOJIBIIMHCTBA XPOMOCOM C MY-
Tanueil B BBIOOPKaX POCCUNUCKMX U €BPONECKUX OOJbHBIX U
HMCTOPUYECKMX NAHHBIX O Tepuoie Hayanxa e€ pacrmpocTpa-
HEHMS cIeiaH BEIBOA 00 oOlueM Ipenke 1 3pdeKxre «0CHO-
BaTessl» Kak MPUUYMHBI €€ pacrpoCTpaHEeHUs.
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Calcinopathy frequency and prevalence rate of ¢.550delA mutation in CAPN3 gene

in Russian Federation

Ryzhkova O.P., Dadali E.L., Rudenskaya G.E., Polyakov A.V.

Research Centre for Medical genetics, Russian Academy of Medical Sciences,

Moscow, 115478 Moskvorechje st.; e-mail: dnalab@med-gen.ru

Limb-girdle muscular dystrophies (LGMDs) are prevalent group of muscular dystrophies. The majority of reported cases (85%)
are autosomal recessive LGMDs. CAPN3 mutations are found in a slightly less than half (43%) of these causes. The ¢.550delA change
is the most prevalent mutation of CAPN3, which was detected in 72% patients from Russian Federation. The goal of this work was both
to define the reasons of ¢.550delA mutation prevalence and to calculate the LGMDs frequency in Russian Federation.

Key words: limb-girdle muscular dystrophies, frequency, age of mutation
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AHann3 myTtauuu B reHe MPZ

B rpynne 6en0pyccKux nauneHToB
C HacnenCTBEHHON MOTOPHO-CEHCOPHOM HEBPOMaTUEN

Ocapuyk T.B., PymsaHueBa H.B.

'Y Pecnyb6nnkaHCcKkuii Hay4HO-NPaKTUYECKNin LeHTP «MaTtb n anta», MMHUCTEPCTBO 3apaBooxpaHeHns Pecny6nukmn Benapycs,

Pecny6nuka Benapycb, 220053, MuHck, OpnoBckasi, 66

HespanbHas ammnotpodus Lapko—Mapn—Tyc (CMT) tun 1B 9BnseTcs ogHMM 13 TUNOB HeBpasbHO ammoTpodumn LLapko—Ma-
pn—Tyc, HaCNeACTBEHHON AEMVNENNHNSMPYIOLLEN HEBPOMATAM, 1 aCCOLMUPOBaHa C MyTaumsmm B reHe MPZ. Bbin npoBefEH CUKBEH-
CHbIl @HANIN3 LWECTM 9K30HOB reHa MPZ, KoTopsblIii BbIiBU MyTaumm y ayx 13 50 npobanaos (4%) ¢ CMT, oaHa 13 HalioeHHbIX MyTa-
LMiA paHee He onucaHa. HoBasi MyTaums accoLmMmMpoBaHa ¢ TXENLIM GEHOTUMOM, He 06HAPYXeHa Y 34,0POBbIX YTIEHOB CEMbM U B KOH-
TPOJILHON rpynne 340P0BbLIX AOHOPOB, YTO NOATBEPXAAET NPEANONOXEHNE O NpuynHe BO3HMKHOBEHUS CMT tun 1B B 370 cembe.
Takxe B 9k30Hax 5 n 6 reHa o6HapyxeHsbl nonumopduamel Gly200Gly n Ser228Ser, He NpuBoAsLLME K 3aMEHE AMUHOKWUCAOTHI.

KnioueBble cnoea: HeBpasnbHas ammoTpodus Lapko—Mapu—Tyc tin 1B, MuenuHoBeiin 6enok Py, reH MPZ, myTaums

Baenenne

CMT, uau HacieAcTBEHHAass MOTOPHO-CEHCOpHasi He-
BponaTtusi (HMCH), — oGiuupHast rpymnmna reHeTU4eCKU re-
TEPOreHHBIX 3a00JIeBaHMI, XapaKTEePU3YIOLIAsICs CUMIITO-
MaMM MPOTPECCUPYIONICH TTOJMHEBPOIIaTUN C TIPEUMYILECT-
BEHHBIM MOPAXEHUEM MBI TUCTAJBLHBIX OTAEIOB KOHEY-
Hocteit. HMCH siBasieTcst caMbIM YacThIM CPEM HACIENCT-
BEHHBIX 3a00JIeBaHMI ITepruepUIeCKON HEPBHOM CUCTEMBI.
Yacrora Bcex popm HMCH Bapbupyer ot 1 10 4 Ha 10 000 B
Pa3IUYHBIX Momysiuusx [13].

ITepBuuyHOE TTOpakeHWe HepBa TPUBOIUT K BTOPUYHOM
cnaboctn m atpodum Mbimn. B Hambomblnell cTeneHU
CTpajaloT HEPBHbIE BOJOKHA, IOKPbITbIE MMEIMHOBOM
000JI04KOI, KOTOpble MHHEPBUPYIOT MBIIILBI KOHEYHO-
creit. [TopaxkeHne YyBCTBUTEIBHBIX HEPBOB BBI3BIBAET MPO-
rpeccupylollee HapylleHHe B ITepBYIO 0Yepelb TAKTUIbHOM
U BUOpAlIMOHHOU, 3aTeM TeMMepaTypHOH U 00JIeBOM UyB-
CTBUTEJILHOCTU B CTOIIaX, TOJEHSIX U KUCTIX [1, 4, 5].

KinvHudeckre TposiBICHUS OTHENIbHBIX TeHETUYECKUX
BapMaHTOB UMEIOT 3HAUMTEIbHOE CXOJCTBO, UTO 3aTPYIHSET
JMIMATHOCTMUYECKU 3Tal MEAMKO-TEHETUYECKOTO KOHCYJIb-
TUPOBAaHUS U OOYCJIOBJIMBAET HEOOXOMUMOCTh MPOBEACHUS
JHK-ananuza aist nuddepeHuanibHOR TUarHOCTUKY pas-
JIMYHBIX reHeTn4yeckux BapuantoB HMCH.

I'en MPZ (myelin protein zero), MyTallMi B KOTOpOM
npuBoadT K pasputuio CMT Tun 1B, nmokanu3oBaH B Xpo-
Mocome 1 B cermeHTe q22.1-q23, COCTOUT U3 11IECTU S5K30HOB
obmIeil MpoTSLKEHHOCThIO 7 T.IL.H. Pa3mep 3K30HOB Bapbu-
pyet ot 131 no 370 nykneorunoB. ['en MPZ xonupyet mue-
JIMHOBBII 6enoK P, ¢ MonekynsipHoit Maccoii 28 k]1a, coaep-
Kauuii 219 aMMHOKUCIOTHBIX OCTATKOB, KOTOPBIH SIBJISIET-
C OCHOBHBIM CTPYKTYPHBIM KOMITOHEHTOM Iepudepuye-
CKOTO MHEJIMHA M COCTaBigeT npubnusutenbHo 50% or
Macchl ieprdepruyeckoro MueIMHoBoro Genka [14, 22]. be-
JIoK P, IMeeT ToMeHHYI0 CTPYKTYpY (€IMHCTBEHHBI TpaHC-
MeMOpaHHBIN TOMEH, 9KCTPALICILTIONSIPHBIN 1 MHTPALIEIITIO-

.T[HprIﬁ I[OMCHI)I) 1 UTrpac€Tt BaXXHYIO pOJIb B KOMITaAKTU3alln
MUCIMHA.

B Hacrosiiiee BpeMsi B reHe MPZ oOHapyXeHbl Oojiee
120 MyTamuii BceX M3BECTHBIX TUIIOB (MHUCCEHC, HOHCEHC,
CIUTaiCUHTOBBIE, CO CIIBUTOM PaMKU CUMTBHIBAHUS, AeIeIIUU
U T.1.), TIPOSIBJISIIOLIMXCS B LIEJIOM CcrieKTpe (heHOTUIOB [24].
PaznuuHble TUTTBI MyTaLIMii BIMSIOT Ha BCE CTPYKTYPHBIC Ya-
CTH OesiKa U MOTYT U3MEHSTD aare3uto MueanHa. OCHOBHOM
TUT MYTallUii — OJHOHYKJIEOTUIHbIE 3aMEHbI, TJIABHBIM 00-
pa3oM MMCCEHC- M CIUIaiCMHTOBBIC, Hapyliamoie (yHK-
MM BHEKJIETOYHOTO JOMEHA, WIPAIOLIero 3HAYUTEIbHYIO
pOJIb B aAre3uy MUEJIMHOBON 000104KM. MyTauuu pacnpe-
JieJIeHbl BHYTPU I'eHa HepaBHOMepHO, 6ojiee 70% 13 HUX J10-
KaJIM30BaHbl BO BTOPOM M TPEThEM 3K30HAX, KOAUPYIOLIUX
SKCTPALICJUTIONISIPHBIA JOMEH, YTO CBUIETEJLCTBYET O €ro
¢yHKuMoHanbHOM 3HaueHuM [20]. PesynbraroM MoOXeT
OBbITh KaK JEMUEMHUSUPYIOLINH, TaK U aKCOHAIBHBIA CUM-
TITOMOKOMITIEKC.

Tak Kak pasjauyHble MOMYJSLMU UMEIOT pa3anyus 1o
pacnpocTpaHEHHOCTH OMpPeAEIEHHBIX TOATUIIOB 3a00J1eBa-
Hus, paspaboransl aiaroputMmbl JIHK-mmarnoctukm
HMCH B 3aBuCMMOCTM OT MHONYJISIIUOHHBIX OCOOEHHO-
crewi [2, 3, 7, 23].

Llenv dannou pabomsr — VIEHTUDUKAIUS MyTalUil B Te-
He MPZ, SBISIOIIUXCSI MPUYMHON HEBpaJIbHOW aMHUOTPO-
¢un apko—Mapu—Tyc Tun 1B (CMT tun 1B) B rpynme
nanyeHToB ¢ HMCH u3 6e1opyccKoil momyJisiLuu.

MaTepnaJI bl 1 METObI

Hccnenyemyio rpynimy cocTaBuiIv MpoOaH/bl C KIMHUYE-
CKMM IMarHo30M HeBpajabHOU ammorpodum Illapko—Ma-
pu—Tyc. Or6op mauueHroB mist npoeneHus THK-mgua-
THOCTUKHU TIPOBOAMJICS COTJIACHO MEXIYHAPOIHBIM IUarHO-
CTUYECKUM KPUTEPUSIM IIJIs1 JaHHOM maTojoruu [12]. B ciy-
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yae oOHapyKeHUST MyTalluu y MpoOaHIa aHaIu3 MPOBOIMII-
Csl TAaKXX€ MPYTMM IOCTYITHBIM WiIeHaM CEMbH.

B xauecTBe OMOI0rMUECKOr0 MaTepuaa 1 UccliieioBa-
HMS UcToTb3oBasiach reHoMHast JIHK, BeimeneHHas U3 neii-
KOIIMTOB Tiepudepruyeckoii KpOBU MeTOIOM (heHOI-XJI0pO-
(opmHoii akcTpakuum [10].

O6pasust JAHK 6buti mpoTecTMpoBaHbl HA HAJTUYKUE TO-
YEYHbIX MYyTallUii METOJOM PEeCeKBEHUPOBAHUSI KOAMPYIO-
el mocaenoBaTesIbHOCTU TeHa MPZ.

Jnst amruiMdukalny UCoJIb30Balu MnpaiMepsl, ¢hiaH-
Kupymolue 3k30Hbl reHa MPZ [17, 19]. Cmechb pis TILP ¢
KOHeuHbIM o0beMoM 20 Mk comepxana 100 ur JHK,
IxXITLP oydep, 2,5MM Mg(Cl, 200 MKM
dATP/dCTP/dTTP/dGTP, 5 nM mnpaiimepoB u 0,75 enn-
HMUII aKTUBHOCTU Taq-rmonvmMepassbl.

Ilocne penarypammu oOpasuoB mpu 95°C B TeueHUE
7 MuH nipoBoawM 30 HMKIOB aMIUTMGUKALIMU TIPU CJIEAYI0-
IIMX TeMIepaTypHO-BPEMEHHbIX YCJIOBUSX: 1| MUH JA€HATy-
pauyu ripu 95°C, 1 MuH orxura npu 60°C u 1 MuH cuHTe3a
npu 72°C. Ha 3aBepinaiieil craiuu CMHTE3a MPOOUPKHU C
obpa3uamu BblIEPKUBaIKM B TeueHue 7 MUH mipu 72°C.

IMponayKkTel aMIUIMGUKALIMKY OUYUIIAN C TTOMOIIIBIO Mpe-
LIMIUTAIMY TIOJUATUWICHIIMKOeM. Peakuuio pecekBeHU-
poBaHusl BbinoHsIM Habopamu ABI PRISM BigDye Ter-
minator v.1.1 Ready Reaction Cycle Sequencing Kit o me-
Tomuke rmpou3Boautens. s cunare3a ¢pparmenra JHK uc-
MOJIb30BAJIU OJUH U3 IIPpaiMEpPOB.

ITpoayKThl CeKBEHUPYIOILEH peakiuu OUYUIIAIU METO-
JIOM TIpeunuTan 96% staHojioM B pucyTcTBun 3M atre-
tata Hatpus. [locie OUMCTKM BBHICYIIEHHYIO TTPpOo0Yy pacTBO-
psim B 20 Mkt (popmamuna. [TpoObl neHaTypupoBaiu 4 MUH
npu 95°C, mocie 4ero MpoOMpPKU OBICTPO OXJIAXTaldu BO
Iy, DaekTpodope3 MPOBOIWINA B TCHETUIECKOM aHaJIn3a-
tope ABI PRISM 310 mipu cnenyrommx mapaMeTpax: IIiHa
Kamwuisipa — 47 ¢M; 3arojiHeHre Kamwuisipa 4% monuMe-
poM POP-4TM: temmeparypa — 50°C; BpeMsl HHBEKLIMH 00-
pasiia B kanmuyuisip 15—30 c; Bpemst pa3neneHus 25 MUH; Ha-
npsckeHre 11 kB, O6paboTKy pe3ynbTaTOB BBHITIOJHSIIN C
MOMOIIBIO ITPOrpaMMHOro obecriedeHust Sequencing Analy-
sis 5.1. (Applied Biosystems).

Pe3yJI]>TaTbl u oﬁcy)lmeﬂne

CMT tun 1B — HacnencTBeHHast HEBPOMaTHUs ¢ ayTo-
COMHO-IOMUHAHTHBIM TUIIOM HacjeaoBaHus. Tum 1B sBis-
€TCsSl BTOPBIM IT0 YacTOTe CPeau ayTOCOMHO-TOMMHAHTHBIX
dopm CMT mocnie CMT Tun 1A, u TpeTbuUM 10 YacToTe C
yuétoMm X-cuerieHHoi dopmbl CMT tun 1X. Ucxons us

3TOr0, OTOOP TMALIMEHTOB B TPYITY MCCISIOBAHUS TTPOBO-
JTAJICS TIOCJIe UCKITIOYeHUST AyTuiukaiuu reHa PMP22, a tak-
ke Mytaumii B reHe GJB1 y mpoGaHmoB MyXCKOro moJa.
B cnyyae obHapyxeHus1 y mpobaHIa MyTauuu B rene MPZ
aHaJIM3 TIPOBOJWIICS APYTUM JOCTYITHBIM JUIS UCCIeTOBaHUS
YyjieHaM CEeMbM.

[ onpeneneHuss Mytaluii B reHe MPZ peceKBeHUpPO-
BaHMe KOAMPYIOUIEH MOCIeN0BaTeIbHOCTH IT'eHa MPOBEAEHO
B 58 oOpasuax JHK (50 mpoGaHmoB, 8 pomCTBEeHHUKOB).
OrnpeneneHnue MyTaluuii ¥ MOJMMOpGhU3MOB TTPOBOIUIM HC-
X0Jisl U3 3a(UKCUPOBAHHBIX Ha 3JeKTpodoperpaMme U3Me-
HEHMI1 B TOCIIENOBATEIbHOCTU TMMHMKOB, COOTBETCTBYIOLIMX
onpeneIéHHOMY HYKJICOTUIY B aHAIM3UPyeMOM (hparMeHTe
JAHK, u nyrem cpaBHEHMS] peceKBEHMPOBAHHOI HYKJIEO-
TUIHOM MOCIeN0BaTeLHOCTHU C peepeHCHO mocienoBare-
JIHOCTBIO COOTBETCTBYIOIIETO 9K30HA.

IIpu uccaemoBanum 1-ro u 4-ro sx30HOB reHa MPZ B
ob6pasuax [JHK ot 50 manneHTOB ¢ KIMHUYECKUMU IIpU3HA-
KaMy HEBpOTAaTMU M3MEHEHUI HYKJICOTUIHOMW IOC/ea0Ba-
TEJIbHOCTU, COOTBETCTBYIOLIMX MYTAIUSIM WU TOJUMOP-
(buzmaM Ha TaHHOM y4acTKe TeHa He BBISBICHO.

[Ipu uccnenosanum odpasuos JHK ot 50 mpobanmoB ¢
KinHuYeckoi kaptuHoit CMT Ha Hanmuuue MyTauuid Wiau
MoJUMOp@U3MOB B 5-M 3K30He reHa MPZ u3ameHeHue HyK-
JleoTuaHoOM nocienoBarenbHocTH €.600GA, COOTBETCTBYIO-
mee noaumopdusmy Gly200Gly, o6HapyxkeHO B 2 0o0Opa3-
nax, yro coctaBuio 4%. Hykneorunnas 3ameHa GA B 600
MOJIOKEHWHY OINMCcaHa paHee B JIUTepaType U He MPUBOIAUT K
3aMEHe aMUHOKMCIOTHI [8, 21].

[Ipu nccnenosanuu oopasios JIHK ot 50 mpodbannos Ha
HaJIM4ye MyTalWii WU MOTUMOPGU3MOB B 6-M 9K30HE TeHa
MPZ wu3MeHeHVMEe HYKJICOTUAHON MOCIea0BaTEIbHOCTH
¢.684CT, coorBeTcTBYyIOLIEE TTOMUMOpPU3My Ser228Ser, 06-
HapyXeHO B YeThIpEX 0Opasiax, uro coctaBuiio 8%. Hykie-
otunHas 3ameHa CT B 684 rmonoxeHUn onMcaHa paHee B JIN-
TepaType U He MPUBOIUT K 3aMeHe aMUHOKUCIOTHI [8, 15,
18, 21, 24].

Bo BTOpOM M TpeTheM 3K30Hax reHa MPZ myraunm 00-
HapyXeHBI B IBYX CeMbsiX y 5 4es.: y 2 u3 50 mpobaHioB, 4TO
cocTaBuiio 4%, 1 y TPEX U3 BOCBMM OOCIICTOBAHHBIX POJICT-
BEHHMKOB. XapaKTePUCTUKA BBISIBICHHBIX HYKJIEOTUAHBIX
3aMeH IpeacTaBieHa B TaOI. 1.

Cembs 1. Panee He ommcaHHas wmyTtamust IVS1-2AC
UACHTU(UIMPOBAHA Y XeHIIUMHbI-ipobaHaa 23 ner (I11.3,
POIOCIIOBHAs MpeACcTaBIeHa Ha puc. 1) ¢ KITMHUYECKOI Kap-
ThHOM cuHnpoma Pyccu—JleBu. CrutaiicuHroBast MyTaiusi
MpeacTaBieHa OJHOHYKJICOTUIHOI 3aMEeHO BO BTOPOIl MO-

Tabnuua 1
JaHHble 0 myTauuax B reHe MPZ, naeHTndnumnpoBaHHbix y nauneHtos ¢ CMT tun 1B
MyTauumsa MonoxeHne myTaunm M3ameHeHne B NnepBUYHON Tun myTaumn Yucno nuu,
(HykneoTngHas 3ameHa) nocnenoBaTenlbHOCTU MIMELLMX MyTauuIo
IVS1-2A C c.68-2A>C AgTG — cgTG CninaiicuHrosas 4
Thr124Met c.371C T ACG — ATG MwucceHc 1
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3uLmu 3’-TocaenoBaTebHOCTH 1 mHTpoHA TeHa MPZwn 060-
3Havaercs Kak [VS1-2A>C.

3abosieBaHue NeOIOTUPOBATIO HA MEPBOM AeKale XKU3HU
MOTOPHBIMU HApYIIEHUSIMU: CIA00CTHIO MBIIIL HUSKHUX KO-
HEYHOCTe}, CHIKEHUEM IBUTATEeIbHOM aKTUBHOCTH, M3ME-
HEeHUEM Moxoaku. B TeueHue 2 nexambl XXKM3HU OTMEUYaIoCh
MPOrpeccUpoBaHUE MOTOPHOM U CEHCOPHON CUMNITOMATUKHU
¢ ¢dopMHMpOBaHMEM TMOJHOM KIMHUYECKON KapTUHBI
HMCH: «iartkasi» 1moxonka, CHYDKeHIE MBIIICYHON CHUJIBI,
CYIOPOTM MKPOHOXHBIX MBIIIL, CUMIITOM <ILIETYKa» B KO-
JIEHHBIX CycTaBax; TMUIOTPOGUsT MBIIIILL CTOM U ToJIeHei, e-
dopmanmsl cTon («IoJjiasg CTOIa»), HapylleHHe YyBCTBU-
TEJBHOCTH B JMCTAJIBHBIX OTHENaX HUKHUX KOHEUYHOCTEH,
rapecTe3nu, 3550KOCTb CTOIT; BOBJICUEHUE BEPXHMX KOHEY-
HOCTel (TpeMop, HapylleHue Toyepka), CHUXKEHHE CyXO-
XKWIbHBIX U niepuocTanbHbIX peduekcoB (CIIP). I1aronoru-
YecKre U3MEHEHUsT HOCWIIM CUMMETPUYHBIN xapakTep. OT-
MEUYEHO MPOTPEeCCUPYIOLee CHUXEHUE OCTPOTHI 3pEHUST —
M30METpUYECKasl, XOPUOPETMHATbHAs MUOMUSI BBICOKOM
crenenu (-7D, HEOMHOKpPAaTHO MPOBOAWIACE Jla3epHast Koa-
rymsumst). Cinyx KIMHWYeCKW He HapymeH. MMenu mecto
TepesioMbl BBUAY HEOMHOKPATHBIX MaJeHU — TIepesioM
KOIMYUKa, MepeoM B TOJIEHOCTOITHOM CYyCTaBe, MepeJoMbl
najublieB HOTr. MHTEeIEeKT HOpMalbHBINA. 3aMyxKXeM, MMeeT
JIBOMX JieTeil (CPOYHBIE POIBI ITyTEM OTIepallii KecapeBo ce-
YeHHUE).

IIpu ocMoTpe B Bo3pacte 26 JieT ONpenessiach MbIIIey-
Hasl TUTIOTOHUSI, PACCTPOMCTBA KOOPIMHAIIMU, HAPYIICHUS
MTOXOAKM M OCAHKW, aCUMMETPMs IIICUeBOTO TIosica, Tpy-
NO-TIOSICHUYHBIN CKOJMIMO3 1 cTerneHM, MbIllleuHast ¢1abocTh
B HOTax (AMCTaJbHBIA HMKHUI Mapanapes), yMepeHHas ru-
MOTPOMUS MBI TOJEHEe, yMepeHHO BBICOKUII CBOM CTOII
(«1moMas cromas), TUIecTe3rs CTom 1 rojeHei. [1pu olleHKe
CITP oTmeueHO BbInajieHUe KOJEHHBIX, aXUJUIOBBIX, MOIO0-
IIBEHHBIX pedeKcoB, OTCYTCTBUE pediekcoB babuHcKoro,
pediexcrl ¢ buliernica coxpaHeHbl. MbIllIeyHas cuia B pyKax
cHXeHa (4 6anna). HapylieHue 4yBCTBUTENBHOCTH B KO-
HEYHOCTSIX IO JUCTAJIbHOMY THUITy — <«TOJb(BbI», «IlepyaT-
KHU».

Ilo manueiM DHMI, npuBenéHHbIM B Tabd. 2, pEerucT-
PYPOBAINCH MTPU3HAKM BBIPAKEHHOTO MOJIMHEBPUTUUECKO-
ro TOpaXkeHUsl HEPBOB BEPXHUX M HIKHUX KOHEUYHOCTEM
CMELIAHHOro (aKCOHAJIbHO-AEMUEIMHU3UPYIOIIEr0) XapakK-
Tepa; CHMMETPUYHOE CHWXEHHE CKOPOCTH TPOBEICHUS
BO30YKIEHMS TI0 UCCTIeTyeMbIM HEPBaM.

OTMeyeHa BereTococyaucTasl IMCTOHUS MO0 CMeLUaHHO-
My tumy. [Ipy DxoKI' BBHISIBIEHBI TOMOJHUTEIbHAS XOpaa
neBoro xenynouka (JIXJI2K) u mpojarc MuTpalbHOIO Kia-
naHa (ITMK) 1 crenenu.

B cBsizu ¢ TeM, uTo 3aboseBaHUE HAcedyeTcsl Mo ayTo-
COMHO-TOMUHAHTHOMY THITY, JUIs1 BBISIBJIEHUS TIPOMCXOXKIE-
Husg mytanuu, JJHK-mrnarHoctrka Oblia mpoBemeHa pomm-
tessim ipodanna (11.2 u 11.5), a Takke 1ByM €€ CHIHOBBSIM B
Bo3pacte 2,5 ner u 4 mec. (IV.1 u IV.2). Myrauusa Gbuia
uaeHTudULIMpoBaHa y oTua npobdanga (I11.5), u y odoux ne-
teit (IV.1 u IV.2).

Orell npobaHIa UMEeT HOPMaTbHOE MHTEJUIEKTyaTbHOE
1 ¢u3nUecKoe pa3BUTHE, cuuTal ceds 3mopoBbiM 110 40 Jer,
MMeJ BBICOKYIO JIBUTaTeJbHYI0 aKTUBHOCTb, 3aHUMAJICS
crioptoM. B aHamHese 4 nepenoma, 0OyCIIOBJIEHHBIE TpaB-
MOi1 (TIepeToMbl MaoOepIIOBOM KOCTHU, KOITYMKA, TaJbleB
kuctu). Ha 5-it mekane XM3HM OTMEUYEHa MEUIEHHO Mpo-
rpeccupytouiasi ciaboctb B HOrax, orpaHU4eHue ABUraTesb-
HOl akTMBHOCTHU. [IpM KJIMHUYECKOM OCMOTpE B BO3pacTte
50 nmeT SIBHBIX HapylIEHUN TOXOAKU He BBHISIBICHO, B 1O3¢
PomMGepra ycToituMB, Tpu BBIMOJTHEHUM TNajblie-HOCOBOM
MpoObl oMpeaeNsiiach Jierkasi MHTeHuus ciesa. OTMeyancs
BbIpaXKEHHbBIN TpeMOp B pyKax (Maibliax), YCUJIMBAIOUIUIACS
MpY Harpy3ke, MUHUMaJIbHash MBIILIEYHas] AUCTOHUS, yMe-
peHHasi c1aboCTh B HOTax, JierkKasi TUIIOTPOMUST MBIIIILL roJie-
Hell, 3s0kocTh cTor. CITP: koneHHbIe pedieKchl HECKOJIbKO
ACMMMETPHUYHBI, aXUJUTOBBI MPAKTUYECKU OTCYTCTBYIOT, MO-
JOIIBEHHBIX HeT. CHUKeHUE YYBCTBUTEIHLHOCTH B HOTaX IO
TUIY «HOCKOB», YYBCTBO OHEMeHMs JieBoi crombl. dedop-
Mallysl CTOM IO TUIY «I1OJIOK CTOMbI» He BbIpaxeHa. Mbl-
1IeYHasl CuJia B pyKax JocTtatoyHas (5 0ajuioB), pedieKchl
COXpaHeHbl, MUHMMAaJIbHOE CHIDKEHUE YYBCTBUTEIIBHOCTU B
NIMCTaJIbHBIX OTIEJax.

Ipu npoeneHnn DHMI ObuUIM BBISIBJICHBI MPU3HAKU
BBIPAXKEHHOTO TMOJIMHEBPUTUUYECKOTO TOPaXXEHUsT MOTOpP-
HBIX HEPBOB BEPXHUX U HIKHUX KOHEYHOCTEM CMEIIIAaHHOTO
(aKcoOHaJIbHO-IEMUETMHU3UPYIOIIETO) XapakTepa, IeHepBa-
LIMOHHbIE U3MEHEHUSI B MBIIIILIAX TOJIEHEH U CTOI, CHMXE-
HME CKOPOCTHU MPOBEIeHUST BO30YKASHUS TI0 UCCIAEAYeMbIM
HepBaM (Tabi1. 2). O0a celHa TpoOaHIa yHACIEIOBAIN MyTa-
nuto IVS1-2AC. ®dusnyeckoe U TNCUXO-peUYeBOEe pa3BUTHE
neTell HopMaJIbHOE, CaMOCTOSITeIbHO Nouutu B 11,5 mMec. u
1 ron. ¥ crapuiero celHa B Bo3pacrte 2,5 JeT (Ha MOMEHT
MEPBUYHON MEANKO-TeHETUIECKOM KOHCYIBTAIlN) OTMeYa-
JIach MbIIIeYHasl TUTIOTOHUSI, TJIOCKO-BaJIbIyCHasl yCTaHOB-
Ka cron. B nanbHelilemM mporpeccupoBaja MbllleyHas cia-
0OCTb B HOrax, HeYKJIIOXecTb Ipu xoawoe. Ilpu ocmotpe B
5-netHeM Bo3pacte oTMedeHbl npu3Haku HMCH: cHmxe-
HUME MBIIIEYHOTO TOHYCA U CUJIbI B HOTaxX (JIETKUIl HYDKHUI
napanapes), O0COOEHHOCTM TMOXOAKM (IPUCTABHOM Iuar ¢
4 ner, OeraeT HEyKJIIOXe, YacTO MalaeT, UMeJ MECTO IMo-
CTTpaBMAaTUYECKUI TIEPEIOM JIy4eBOM KOCTH), HapylleHHe
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OCAHKHU B CAaTUTTAJIbHOM 1 (PPOHTAIBHOM IJIOCKOCTSIX, TUIOC-
KO-BaJIbIycHas naechopMalus CTOI, CUMMETPUYHOE CHIKE-
HHue axuIoBhIX peduekcoB (mpoure CIIP D=S, B HopMme).
KoopnuHaums He HapylleHa, YeperHble HepBbl — 0€3 maTo-
noruu, pediekc babuHckoro orpunatenbHbii. 1o gaHHBIM
OHMI', npuBenéHHBIM B Ta0JI. 2, OTMEUYEHBI IIPU3HAKY YME-
PEHHO BBIPAXXEHHOTO TOJMHEBPUTUYECKOTO TOPAKEHUS
MOTOPHBIX HEPBOB BEPXHUX M HUXKHUX KOHEUHOCTEM JeMU-
€JIMHU3UPYIOLIETO XapakTepa, CHUXXEHWE CKOPOCTU MpPOBe-
JIEHUsT BO30YXKIEHUS TI0 UCCIIeNyeMbIM HepBaM.

[Ipu mepBUYHOM OCMOTpE MIIAIIIETO ChiHA B BO3pacTe
4 Mec. HapylleHU B HEBPOJIOTMUECKOM CTaTyce U MOTOP-
HOM pa3BUTHUU He BbIsIBIIeHO. B Bo3pacte 3 yieT XxomuT camo-
CTOSITEJIbHO, HEYBEPEHHO, HE OEeraet; KOOpAMHALMUSI HE Ha-
pYIIeHa; MBIIIEYHbI TOHYC (DU3MOJOTUYECKMIT; CHIIa
MBIIIII] HECKOJIbKO CHIKEHA B IMCTATbHBIX OTIEIaX HUKHUX
KOHEYHOCTEN; YepermHbie HEpBbl — 0e3 MaToJIOTUM, aXWII0-
Bbl pedieKChl CHUXeHbI, pediiekc badbuHckoro orpunare-
sbHbl. [Tpu npoBeneHun YHMI uccnenoBaHus peructpu-
pyeTcs JIerKoe TOJMHEeBPUTUYECKOE TTopakeHue n.tibialis u
n.medianus 1eMUETMHU3NPYIOIIETO XapaKTepa.

Takum oOpazoM, kiaumHuueckue TmposiBieHus HMCH
WJUTIOCTPUPYIOT BBIPAKEHHYIO BHYTPUCEMEiIHYI0 Bapuabe-
JIBHOCTb B Bo3pacte nebiota (1—5 mekambl XKU3HM) U TSKe-
CTU 3200J1€BaHUs MPU HATMYMU OCHOBHBIX IMarHOCTUYECKU
3HAYMMBIX TIPU3HAKOB y BCEX HOCUTENE MyTallMM TeHa
MPZ.

Taxxe ObuM OOCIEHOBAaHBEI M APYTHE POICTBEHHUKU
npobanna (111.4, 11.4, 111.5). ¥ 3m0poBBIX pOACTBEHHUKOB
JaHHAas MyTalus He BbIsIBJIeHa. Tak Kak MyTallus omucaHa

BIICPBEIC, OBUIM IPOTECTUPOBAaHBI 50 KOHTPOJIBHBIX 00pa3-
oB IHK ot 3mopoBsix noHopoB (100 xpomocom), HU B Ofi-
HOM U3 CJIy4yaeB JlaHHasi HYKJIeOTUIHasl 3aMeHa He Oblia 00-
HapyxeHa. Pe3ynbraTbl peceKBEeHMPOBAHUS MPEACTaBICHbBI
Ha puc. 2.

Cembsa 2. OniucaHHas paHee pa3IMYHBIMU TPYNIIaMU KC-
cremoBareneii [6, 9, 11, 16] aykireotunHas 3amena ¢.371CT
obOHapyxeHa y MmyxunHbl-tipobanaa C (II1.5, pomocnoBHast
npeacrasiaeHa Ha puc. 3). JanHas myTtanus 0003HAYaeTCs
kak Thr124Met 1 MpUBOAUT K 3aMEHE TPEOHMHA HA METUO-
HUH B 124 KOomOHE B 9KCTPalE/IIONSPHOM JOMEHe OesKa.
CnencTBueM MyTalUM SIBJISIETCS KJIMHUYECKasl KapTUHA He-
BpanbHOil amuorpodum Illapko—Mapu—Tyc 2 Tuma c
MTO3IHUM [eOI0TOM — TIepBbie CUMIITOMBI 3a00JIEBaHUS Y
npobaHna mosiBUIMCh nocie 20 JeT ¢ nocienytomum Gop-
MHPOBaHMEM HIKHETo Taparmapesa, BSJIOW IUIETUM CTOII.
[MporpeccupoBana MblleyHas clabOCTh, HEJTOBKOCTh IBH-
KeHUH, neopMalvst CTOM, CHIDKeHe pedIeKCOB B AMCTa-
JIHBIX OTAeNaX HUKHUX KoHedHocTel. [Tpu ocMoTpe nanu-
€HTa B BO3pacTe 56 JIeT KIMHUYECKUI CUMITOMOKOMILIEKC
MPENCTaBIeH BbIPAXXEHHBIMU MOTOPHBIMU U CEHCOPHBIMU
paccTpoiicTBaMH, YMEPEHHBIM CTBOJIOBO-MO3XEYKOBBIM
CUHAPOMOM, MPU3HAaKaMu BereTaTuBHoi nucdyHkuuu. Ha-
OJI0aTMCh KOOPAMHATOPHBIE HapylleHusl («IIaTtkas» IMo-
XOIIKa, CTOUT 0e3 MOAAEePXKKHU C TPYIOM, TPEMOP BEPXHUX
KOHEYHOCTEH, HapyllIeHre movyepKa), aTpo(ust MBIIIIL CTOI
U TOJIeHel, xapakTepHas aecdopMaius cTomn («moJas» CTo-
a), BhIMaAeHUe CyXOXUJIbHBIX U TIEPUOCTATILHBIX peduiek-
COB C HOT, HU3KHE pedIeKChl ¢ BEPXHUX KOHEYHOCTEH, CHU-

Tabnya 2
OaHHble QHMTI y naumenToB ¢ HMCH 1B
XapakTepucTtuka HapyLleHui Cembs 1 Cembs 2
1* 2 3 4 1*
OTteu npobaHaa 1-1 CcbiH 2-11 CblH

MonvHeBpUTUYECKOE NMopaxeHne AeMUeTNHN3N- _ _ i i +
pyloLLero xapakrepa
MonuHeBpUTUYECKOE NOPAXEHNE CMELLIAHHOMO 4 4 _ _ _
aKCOHaNbHO-AEMUNENNHN3UPYIOLLLETO XapakTepa
JeHepBaunoHHbIE N3MEHEHMS + + - - +
CkopocTb npoBegeHus nmnynsca (Cri) no Hepeam:
nervus tibialis: s=d s=d s=d s=d
Cnu, m/c 20,9 20,5 30,7 31,3 17,1
amnantyga, mB 2,3 0,8 4,65 5,19 1,95
nervus peroneus: s=d s=d s=d s=d
Cnun, m/c 26,6 24,5 29,0 40,0 23,9
amnnautyga, mB 2,92 1,03 4,3 4,58 1,46
nervus medianus s=d s=d s=d s=d
Cnun, m/c 26,9 15,0 24,5 32,5
amnauTtyga, mB 2,8 2,0 4,68 5,19
KUK, % 128 73 79 103
MNpumeyaHne. * — npobaHa,
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JKEHUE BCeX BUIOB YYBCTBUTEIBHOCTU B HUXKHUX KOHEUHO-
crsix. [IposiBieHus BereTaTUBHOM MUCOYHKIMKM BKITIOYAIN
HapylleHUsl CepeYHO-COCYIMUCTON cucTeMbl (OJoKana rnpa-
BOM HOXKHU ITyuyka ['mca, CHUHIpPOM paHHeU penojspu3aluu
JKEJTyIOUYKOB), TBYCTOPOHHUI ypeTepo-runpoHedpos, Heli-
POTeHHBI MOYEeBOU My3bIpb (0cIabeHre TTO3bIBOB HA MO-

yeucmnyckaHue). Takxke oTMevanach HEHPOCEHCOPHAs TYTro-
YXOCTb cJieBa (HapyleHUii ciiyXa Y pOAUTENEl U POACTBEH-
HMKOB HE OTMEUYEHO), XPOHUYECKMii KallleJb U CUHIPOM
Apraitna—Po0GepTcoHa (0TCYyTCTBUE MPSIMOIA peaKiIuy 3pad-
Ka Ha CBET MPU COXpaHEHUHM e€ Ha aKKOMOIAIIMIO U KOHBEP-
reHuuoo, aHuzokopusi, Muo3 OD), KoTopble SIBISIIOTCST Xa-

1 | " 1 ] 1 1 1 | 1 ' 1 1 '
T G T G C T T G C A G T G C T G T
2?8 2?7 2?6 21I35 2?4 2?3 2?2 Z?l Z?U 229 228 227 226 2?5 224 223 222 z

1276 1287 1258 1309 1320 1331 1342 13583 1364

1375 1386 1397 1408 1413 1430 1441 1452 1463 147¢

| 1 ] ] . . ' ] 1 ] ] (] ] -

T G T G c T T G ] G T G c T G T

2?5 21?4 2?3 2?2 Z?l Z?l] 2?9 2?8 2?7 2?6 2?5 2?4 2?3 2?2 2?1 Z?l] 2}9
2 A>C

| n/

Puc. 2. PesynbTathl CEKBEHMPOBAHWS BTOPOro 9k30Ha reHa MPZ:
1 — Hopma, 2 — npobaHa. CTpenkoi 0TMEYeHO MECTO OHOHYKNIEOTUAHON 3ameHbl IVS1-2AC

I 1 2 3 O4
| |V
n 1 2 3 4 5 8 7
I [ ] 1 fr— 9 0 1 12
n 2 3 4 5 6 7 8 |
/‘ 0] 14
8 9
v 1 2 3 4 5 6 ?
v 1 2

Puc. 3. PogocnoBHasi cembn C
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OPUTMHAJIbHBIE NCCJIEAOBAHUA

ACG — ATG

A1 MISHA MPZ36-28-10-9-23 PM

475 2486 2497 2508 2519 2530 2541 2552 2563 2574

2585 2596 2607 2618 2629 2640 2651 2662 2673 2684

T T C A C T T G T
163 162 161 160 159 158 157 156 155 1

Puc. 4. Pe3synbTaThl CEKBEHMPOBAHNS TPETLEMO 3K30HA reHa MPZ:

1 — npobGaHp, 2 — Hopma. CTPENKO OTMEYEHO MECTO HYKNeoTUaAHOM 3aMeHbl ¢.371CT

pakTepHbIMU (DEHOTUNMMUYECKUMHU MTPU3HAKAMU, aCCOLIMUPO-
BaHHBIMU ¢ MyTanueit Thr124Met [6, 9, 11, 16]. ITo naHHBIM
KT mogsra, matonoruu He BbisiBeHo. [Tpy OHMTI uccneno-
BaHMM OOHApYXEHO BBbIPaXeHHOE MOJTMHEBPOTUYECKOE IO~
paxXeHHWe HEPBOB HMXKHUX KOHEUHOCTEN JeMUeTMHU3UPYIO-
IIETO XapakTepa ¢ BOBJIEYEHUEM MOTOPHBIX M CEHCOPHBIX
BOJIOKOH, TPYOBIMU IeHEpBAllMOHHBIMM H3MEHEHUSIMU B
MBIIILAX cTOM. M-OTBET ¢ MBILIL[ CTOI OTCYTCTBYyeT. OTMe-
YyeHa rpyo0asi MajJbruIecTe3usl Ha TOJeHSIX U CTOmax, BbIpa-
JKE€HHas Ha MPearuieybsiX U MajblaX KUCTEH.

B cBsizu ¢ TeM, uTo 3aboJeBaHUE HACIeoyeTcsl 1o ayTo-
COMHO-JOMMHAHTHOMY TUITy U pucK pasputusi CMT y ne-
Teil mpobaHma coctaBisieT 50%, a KIMHUYECKUE TPU3HAKU
TIPY TaHHOM MYTAIlM MOTYT MPOSIBISTHCS mocie 40-1eTHe-
ro BO3pacTa, MOJIEKYJISIPHO-TEeHETUYECKOe HCCIe0BaHNe
ObL10 mpoBeaeHO 38-nmeTHeil mouepu npobdannma (IV.4), mo
pe3ynbTataM Kotoporo mytanus Thr124Met B rene MPZ
HCKITIOYeHa. Pe3ynbTaThl CEeKBEHMPOBAHMS TPEACTABICHBI
Ha puc. 4.

Takum 06pa3oM, TUArHOCTUYECKW 3HAUYMMBbIe HYKJICO-
TUAHBIE 3aMeHbI ObUTM MIACHTH(MULIMPOBAHBEI BO BTOPOM U
TpPeTbeM 3K30HaX reHa MPZ, 4To coryiacyercs ¢ JIMTepaTyp-
HBIMU JaHHBIMU U CBUIETEJILCTBYET O €ro (yHKIIMOHAJb-
HoMm 3HaueHnu [20]. OOHapyXeHne HyKJICOTUIHBIX 3aMEH B

rpymie 0eJ0pyCCKUX MalMeHTOB CBUAETEIBbCTBYET O HEOO-
XOIVUMOCTH MCCJICIOBAHMS JAHHOTO TeHa ¢ 1eibio nudde-
peHLMaNbHON auarHocTuku tura CMT.

Brisasnenne renetnueckoro Bapuanta HMCH c ucnons-
30BaHUEM MOJIEKYISIPHO-TEHETMUECKUX METONOB SIBISIETCS
BaXXHBIM 3TallOM MEIMKO-T€HETHMUECKOTO0 KOHCYJBTUPOBA-
HUSI TMALIMEHTOB/CEMeli, KOTOPBIA ITO3BOJISIET OMPEICIUTh
TeHETUUYECKUI CTaTyC POACTBEHHUKOB MpoOaH/ia, OLEHUTD
PUCK POXAEHUS OOJIBHOTO peOEHKa y KaXKI0T0 3aMHTEpPeCco-
BaHHOTO WiIeHa CeMbH, TpoBecTy noponosyio JHK-guarno-
CTUKY 3a00sieBaHMsI y Tofa. Pe3yabTaThl MCCaeq0BaHU SIB-
JISIIOTCSI OCHOBOM JUISI CO3aHMSI PACILIMPEHHOTO aJrOpuTMa
MOJIEKYISIPHO-TEHETUUECKOTO aHaIM3a TeHOB, OTBETCTBEH-
HbIx 3a pazButie HMCH y Genopycckux rnaiueHTOB.
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in Belarusian patients with hereditary motor and sensory neuropathy

Asadchuk T.V., Rumyantseva N.V.

National Center of Research and Applied Medicine «Mother and Child», Minsk, Belarus

CMT 1B is a type of Charcot—Marie—Tooth disease, an inherited demyelinating neuropathy associated with mutations in MPZ
gene. DNA resequencing of MPZ gene’s 6 exons revealed mutations in 2 of 50 probands (4%) with CMT, one of these mutations is
new. The new mutation is associated with severe phenotype and was not detected in healthy members of the family and normal sub-
jects, which supports the hypothesis that it is responsible for the CMT 1B phenotype. We also identified polymorphisms Gly200Gly

and Ser228Ser in exons 5 and 6.

Key words: Charcot—Marie—Tooth disease type 1B, hereditary motor and sensory neuropathy, P, protein, MPZ gene, mutation
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KomMmnnekcHas oueHka 3pPeKTUBHOCTH
MeANKO-reHeTU4EeCKOro KOHCYNbTUPOBAHUS.
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MpuBeaeHbl MeauKo-coLmalbHbie U coupanbHO-AeMorpapuieckne XxapakTepucTUK naLnMeHToB, 06paTMBLLIMXCA 32 MeAuKo-re-
HETUYECKOV NMOMOLLbIO B CBSI3W C HANMYMEM B CeMbe GOMbHOr0 HacneACTBEHHbIM 3a60neBaHeM U Nogo3peHnem Ha Hero. Npo-
BEAEH aHaIM3 3HAHWUS OCHOB MEHETVKM, FEHETUYECKMX NPUYUH 3a60J1eBaHNS, OLEHEHbl HEKOTOPbIE aCMeKThl NCUXO3MOLMOHANBHOMO
COCTOSIHUS KOHCYNbTUPYIOLLMXCS (MPUCYTCTBUS YyBCTBA BUHbI, OECMOKONCTBA MO NOBOAY BO3MOXHOI0 poXaeHust 605bHOro pebexka
1 Op.) 10 NpOBeeHUs MeaMKO-reHeTMYecKo KoHCybTaummn. CenaHa nonbIiTka BhiIBUTb CBA3b 3TUX NOKasaTtenei ¢ Meauko-coLma-
NIbHBIMU 1 AemMorpaduryeckMmm XapakTepucTUKaMi KOHCYIbTUPYIOLLIMXCS.

KnioyeBble cnoBa: Meanko-reHeTU4eCcKoe KOHCYIbTUPOBaHME, KOMIIEKCHas OLeHKa, 3PdEKTUBHOCTb, aHKETbI

Beenenne

Menuko-reHeTnyeckoe KoHcyiabTupoBaHue (MI'K) —
BUJ CIELIMATM3UPOBAHHON ITOMOIIM CEMbSIM, B KOTOPBIX
€CTb 0OJIbHBIE HACJIEACTBEHHBIMU 3200JI€BAHUSIMU WJIM PUCK
poxneHus 6ojabpHOro pedéHka. Hanbonee n3BecTHBIM OIpe-
nenenueM MI'K sBnsercs ompeneneHue HairmonanbHOTO
o011ecTBa TeHeTUKOB-KOHCYIbTaHTOB CoenuHEHHBIX 1lITa-
ToB AMepuku (2006r.): «reHEeTUYECKOE KOHCYIBTUPOBAaHUE
— TMpOoLECC OKa3aHUSI TMOMOILIM JIIOASIM B MOHUMAHUM U
aJanTaiy K MEAUIIMHCKUM, TICUXOJIOTUYECKUM U ceMeii-
HBIM TIOCJICAICTBUSIM BJIUSIHUSI T€HETUUECKUX (DAKTOpOB Ha
pa3BuTHE 3a00JeBaHUsA. DTOT MPOLIECC BKIIOYAET:

® YHTEPIPETALIMIO CEMEMHOM M MEAULIMHCKOW MCTOPUIA
IUTSl OLEHKU pYCKa BOZHUKHOBEHUS WJIM MMOBTOPEHUS 3a00-
JIeBaHUS;

® 00yuyeHHe KOHCYJIbTUPYIOIIMXCS HEKOTOPbIM T€HETHU-
YECKUM 3aKOHOMEPHOCTSIM, TPENCTaBICHUSM O HACENCT-
BEHHBIX 00JIE3HSIX, PA3bsICHEHUE CMbICTIA TEHETMUECKOTO Te-
CTUPOBAHUA U IPYTUX, CBA3AHHBIX C KOHCYJIBTUPOBAHUEM
BOIIPOCOB;

® [IOMOILb CEMbE B MPUHSITUN PEUIEHUS OTHOCUTEIBHO
pPENpOAYKTUBHOIO TMOBEAEHUSI, TEHETUYECKOTr0 TeCTUPOBA-
HUS Y B aIalTalluy K HAJIMYUIO B CEMbE OOJIbHOTO WJIU PUC-
Ky ero nosieneHus» [1, 20].

ITocne 3aBepuieHus mpoekra «['eHOM YenoBeKa» 3HAYU-
TEJTbHO YBEJUYWICS O0bEM MEIUKO-TeHETMUECKUX 3HAHUM
1A BO3POCTU BO3MOXHOCTU ITMATHOCTUKMU HACIEICTBEHHBIX

0oJie3Heil, B TOM 4YMCIIe NIpeHaTalbHOi. B mociaenHue rombl
ObLIM pa3paboTaHbl METOIBI JIEYSHUST psiaa HAaCIeACTBEHHBIX
3a00JIeBaHU, KOTOPBIE paHee CUMTAIUCh HEU3JIEYMMBIMU,
MpexXae BCero HacaeACTBEHHBIX 00Jie3Heil oOMeHa BElleCTB
[9], ob1IecTBO cTao Ooee JTOSITBHO OTHOCUTBCS K JTIOASIM C
TSKENBIMM HACJIEICTBEHHBIMU 3a00I€BAaHUSIMU, YTO TTO3BO-
JISIET UM JIy4llle afanTUpoBaThes B coluyme. B cBsi3u ¢ 1iu-
POKVM BHeIpPEHHEM B MPAKTUKY 3IPaBOOXPAHEHUST pa3jiny-
HBIX BHUIOB TEHETMYECKOTO TECTUPOBAHUS, NPEeHATaJbHOMI
JIMAarHOCTUKHU U BCIIOMOTATEIbHBIX PEMPOAYKTUBHBIX TEXHO-
Joruii (takux, Kak DKO, UKCH u T1.1.) Bce Goibliiee Yucio
ceMeil obpalaeTcsl 3a TIOMOIIbIO B MEIUKO-TEHETUYECKYIO
KOHCYJIbTAlIUIO, TTPOMCXOIUT paclIMpeHre MOKa3aHWil st
MIK.

B coBpemeHHbIX yciaoBusx MI'K — oauH 13 BUIOB cIie-
IMaTN3UPOBAHHON MEAVIIMHCKOM TIOMOIIM, 3HAYUMOCTh
KOTOPOTO BO3pacTaeT, Maxe B pa3BUBAIOIINXCS CTpaHax [16,
19, 21]. Ouenka apdexkruBHocT MI'K B nuHaMuke cTaHO-
BUTCSI CYLLIECTBEHHO# MPo0JIeMOIi, TaK KaK 0e3 Heé TPyIHO
pacCUMTBHIBATh Ha YCIEIIHOE Pa3BUTHE MEIMKO-TeHETHYe-
ckoit oMo [1]. Onpenenenue addexkrusHoctn MI'K B
psifie CTpaH SIBJISIETCST TUTAHOBBIM MEPOTIPUATIEM JIJIsl 001l
OLIEHK! pabOThl MEAMKO-TeHETUYECKOM CIyxXOnl [13, 17,
18].

Panee B Hauueii ctpane addexruBHocts MI'K onienuBa-
JIV TIO0 COOTBETCTBUIO PEMIPOAYKTMBHOTO TMOBENEHUS CEMbU
coBeTy reHetuka [7]. Takoil KpUTepuii OLIEHKA MOXET MpPU-

* ABTOpPBI BbIpaXaloT 0J1arofapHOCTb COTPYIHHMKAM KOHCY/JIbTATUBHO-TIOJIUKIMHUYECKOTO OTIEIeHMs] HaydHO-KOHCYJIBTATUBHOTO OTENa
DI'BY «Menuko-reHeTUYeCKMiA HaydHbIi 1IeHTp» PAMH 3a momolib npy BIMOJIHEHUU JaHHOM MCCIIEI0BATEIbCKOI paboTHhI.
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MEHATLCSI TIPYU TUPEKTMBHOM TIOAXONE K KOHCYJIbTHPOBA-
HUIO, KOT/Ia Bpau-TeHETUK PEKOMEHIYET Ty UJIM MHYIO CTpa-
TETUI0 PENpPOAYKTUBHOIO IMoBeaeHus [15].

3apybexXHble HMCCIIeoBaTelIM B KadecTBe Kputepus 3¢-
(beKTUBHOCTY HEAMPEKTUBHOIO WM YACTUYHO TUPEKTUBHOTO
MIK npeniaraioT CyObeKTUBHYIO OLIEHKY IOJIE3HOCTH KOHCY-
JIBTUPOBAaHUSI TIAIIMEHTAMU MEIUKO-TeHETUYeCKO KOHCY/b-
taiuu  [15], Tpu 3TOM y4uuTHIBaeTCS OOILIAsT YIOBJET-
BOPEHHOCTb JIIO[CH TeHETUYECKIMM KOHCYIBTUpOBaHUEM [12],
YMeHbIIIeHWEe YyBCTBAa BUHBI, OECIIOKOICTBA M APYTHUX TICHUXO-
JIOTUYECKMX MPOoOJieM Yy KOHCYIbTupytoumxes [14, 22].

HecoMHeHHO, MHTepECHBIM MPEICTABISETCS KOMIUIEKC-
HBIN oaxon K oneHke appexrnsHoct MI'K, mpu koTopoMm
aHaJIM3UPYeTCsl YCIIEeLTHOCTh HECKOJIBKUX acIleKTOB, XapaK-
TEPU3YIOLIHUX TPOLECC KOHCYIbTUPOBAHMUSI.

B oTeuecTBeHHOI1 JUTEpaType Majlo OCBEILAIOTCS MPOo-
nembl MI'K [1], ero KOMMYHMKATMBHAsl COCTaBJISIIOILAs,
olleHKa 3(PGEKTUBHOCTY U 3TUYECKHE TPOOIEMbI B COBpE-
MEHHOI OTeYeCTBEHHOM JIMTEPAType MPeNCTaBIEHbl eAUHUY-
HbIMM paboTaMu, OOJIbIIAsT YaCTh KOTOPBIX ObUIa OMYOJIUKO-
BaHa B 80-x rogoB XX Beka [3-6, 8, 10]. Cpenu coBpeMEHHBIX
HWCTOYHUKOB cjemyeT oTMeTuTh padory [.I. T'y3seeBa mo
olieHKe 3(PhHEKTUBHOCTU TEHETUYECKOTO KOHCYJIbTUPOBAHUSI
[2]. B Poccuiickoit denepauiiy 10 CUX MOP HE CYIIECTBYET
CTaHIAPTHBIX METOAOB OLEHKM 3¢ dekTuBHOCTU MI'K.

Ileavio Haweeo uccaedosanus Obla pa3pabOTKa KOMII-
JekcHol oueHKu 3¢ dexkTuBHocTM MI'K cemeil, nmerommx
OOJIbHBIX C HACJIENICTBEHHOM MaTOJIOTUEH.

Marepuabl 1 METOABI

WccrnenoBanue ObUTIO ONOOPEHO STUYECKMM KOMUTETOM
®dIrbY «MI'HLI» PAMH u npoBoauioch Ha 6a3e KOHCY/Ib-
TaTUBHO-TIOJIMKIMHUYeckoro otneneHuss GI'BY «MTHI»
PAMH B 2007-2011 rr. myTéM IByKpaTHOTO aHKETUPOBAHUSI
nauueHToB, obpartusiumxcs st MIK (1o koHcyapTanuu u
MocJie MoJlydeHus1 3aKJII0UeHUsT Bpaya-TreHeTrKa). Mbl Ipo-
BEJIM aHKETUPOBAaHUE BEIOOPKU, OTOOPAHHOM METOIOM IIPO-
CTOTO CiIy4yaiiHOro oTbopa M CcOCTOsIBIIEH W3 226 yell.
(185 xeHmuH 1 41 My>XJuHBI) B Bo3pacte oT 17 mo 67 jer
(mopa: 31 rom). KpurepueM BKIIIOYEHHUSI B BIOOPKY SIBJISI-
JIOCh 00OpallieHue B KOHCYJIbTaTUBHO-TIOJTMKIMHUYECKOE OT-
nenenue ®I'BY «MI'HL» PAMH no noBoay HacjieICcTBeH-
HOTo 3200JIeBaHUs WM MTOJO3PEHUS HA HACJIeICTBEHHOE 3a-
00s1eBaHME Y KOHCYJbTUPYIOLIETOCS, ET0 AETEH WM LPYTUX
POICTBEHHUKOB (B TOM YMCJIe TTApTHEPA MM POACTBEHHU-
KOB napTHépa). KpurepreM UCKIIOUEHUS U3 UCCAETOBAHUS
ObLJI0 OOpalleHKe MO MOBOLY MPEHATAIbHOTO CKPUHWHTA Ha
XPOMOCOMHYIO IaTOJIOTMIO y IjIoga 6e3 OTATrOLIEHHON Ha-
CJICICTBEHHOM IMaTOJI0THE POJOCIOBHOM. YYacTUe B OIPO-
ce ObUIO 100POBOJILHBIM U AaHOHUMHBIM. 7151 MpoBeaeHUs
uccienoBaHus B 2007 T. COBMECTHO C COTPYAHMKaMU
®I'BYH HMucturyta counosnorun PAH Obliu pazpaboTaHbl
JIBE aHKETHI.

s orbopa HEOOXOAMMOIO YKCJIa M KauecTBa BOIIPOCOB
B 2007 1. 6BUIO TIPOBEACHO MMJIOTHOE aHKeTHpoBaHue 71 ce-

MBbU, OOpaTUBIIIEHCcS B KOHCYJIbTALMIO TI0 TIOBOMY TTOA03PE-
HMSI Ha HacJIeNCTBEHHOE 3a00JieBaHue Y peOEHKA WK Y Ofl-
Horo u3 cynpyros. 1o ero pesynbraTaM aHKeTbl ObLIM J0pa-
0OTaHbI W MOCJIE 3TOr0 MCIIOJIb30BAJIMCH B Hallleil padore.
PesynbTathl, moxydyeHHbBIE BO BpeMs MUJIOTHOTO MCCIIeI0Ba-
HUSI, HE YUUTHIBAJIMCh B Hallleil pabore.

AHketa Nel 3amoyiHSUIaCh KOHCYJIbTUPYIOIIMMUCS 10
MPOBEICHUS TIEPBOI KOHCY/IbTAllMU, aHKeTa No2 — mocie
MOJIyYeHUS] UMU 3aKJTIOYeHUST Bpaua-reHeTnka. Bpemst mex-
Ny 3amMojJHeHUeM JBYX aHKeT BapbupoBaio oT 0 maHeil (3a-
nmosiHeHWe aHKeTbl Ne2 B TOT e JAeHb IMOocje MPOBEACHUS
KOHCYJIbTAllUM) 110 1 Toa, COCTaBIISISt B CPEAHEM YEThIPE Me-
csana. Takoit BpeMeHHOI WMHTEpBal OOBSICHSIETCSI CPOKaMU
BBIMOJTHEHUSI Ha3HAYEHHOTO BPAaYOM-T€HETUKOM TeHEeTHYEe-
CKOTO TECTUPOBAHMSI.

B ankere Nol MOXHO BbIIEIUTh HECKOJIBKO OJIOKOB BO-
MPOCOB.

IlepBorit 6110k (12 BOIIPOCOB) IaeT BO3MOXHOCTH BBISIB-
JIATh pa3jiMuHble COIMAIbHO-AeMOorpahuyeckre XxapakTepy-
CTUKM KOHCYJBTUPYIOLIMXCS, TAKAE KaK CEMEWHOE TOJIoXe-
HUe, HATMYKe JeTeil, Bo3pacT, 00pa3oBaHUE, MECTO KUTeJb-
CTBa, MaTepUabHYIO 00eCTIeYeHHOCTh. DTH MOKa3aTe/u M0~
3BOJISIIOT HE TOJIbKO 0XapaKTepu30BaTh BHIOOPKY, HO U Olle-
HWUTb X BO3MOXHOE BIUsHUE Ha 3 dekTuBHOCTE MI'K.

Bropoii 6110k Bkiouana B ceds 1 BOIpOC, KacalolIMiics
1ieJieit, KOTOpble KOHCYJIbTUPYIOLIUECS CTaBAT MpU obpariie-
Huu 3a MI'K. Bonpoc «KakoBbl 1ie;iu Banero obpaiieHust K
HaM» SIBJISIICSI «TTOJYOTKPBITBIM», T.€. IOMUMO TPEATOKEeH-
HBIX BAPMAHTOB OTBETA MMeJIach Tpada «Ipyroe», B KOTOPYIO
MOXHO OBLJIO TONMKMCATh CBOW BapUaHT, TaKXe MOXHO ObLIO
yKazaTh 00Jbllle OMHON 11U 0OpalleHusI.

Tpetuii 6110k comepxain 4 BOIpoca, IMO3BOJISIIONINX OLie-
HUTh UH(OOPMUPOBAHHOCTh KOHCYJIBTUPYIOIIMXCS B 001ac-
TU T€HETUKM, HACJeNCTBEHHBIX 0OJe3Hel, MOBTOPEHMSI 3a-
0oJIeBaHUS UM PUCKA ero Tepenayu B ceMbe.

YeTBepThiit 610K (5 BOMPOCOB) MO3BOJISIET OLEHUTD J10-
JIIO KOHCYJBTUPYIOIIUXCSI, KOTOpblE OTMEYAloT HalIu4yue
YYBCTBAa BUHBI 3a poxIeHue 00J1bHOro pedbéHKa Ui Oecro-
KOICTBA B CBSA3M C BO3MOXHOCTBIO POXXICHMSI peOEHKa ¢ Ha-
CJIENICTBEHHBIM 3a00JIeBAaHUEM B CEMBE.

JlaHHbIe O TsKecTU 3abos1eBaHus pedbéHKa 1 3 (HEeKTUB-
HOCTHM JIeUeHUs OBbIIM TOJYYeHBI TIPU aHaJIN3e MEeIUKO-Te-
HETUYECKUX KapT KOHCYJIBTUPYIOIIUXCS.

B maHHO# mMyGnMKauu MpeacTaBiIeHbl Pe3yJbTaThl aH-
ketupoBaHus 1o MI'K: onucanue coumanbHO-IeMorpadu-
YECKUX XapaKTePUCTUK KOHCYJIbTUPYIOIIMXCH, 1ieseil obpa-
LIEHUST 32 MEAUKO-TEHETUYECKON MOMOUIbIO, MHHOPMUPO-
BaHHOCTU O TeHETHUKE M HACJIeICTBEHHOM MaToJIOTUH, a TaK-
K€ HEKOTOpbIe XapaKTePUCTUKU TICHXO-3MOILMOHAIEHOTO
COCTOSIHUSI KOHCYJIBTUPYIOLINXCS.

Craructryeckass oOpaboTKa pe3yJbTaToB aHKeTHMPOBa-
HMSI TIPOBOAMIIACH C UCITOJIb30BAaHUEM PYCUDUITMPOBAHHOTO
rmaketa mporpaMmm Statistica 6,0 ¢ mpuMeHeHHEM Hemapa-
MeTpUYecKkoro Kputepusi BunkokcoHa, kputepusi MaH-
Ha—YWUTHU, KOPPEISILIMOHHBIN aHaIM3 MPOBOIWIM C TPU-
MEHEeHWEeM HeTmapaMmeTpuieckoro kpurepus CrimpMeHa.
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OPUTMHAJIbHBIE NCCJIEAOBAHUA

Pe3yabratsl u 00Cyxknenne

Mbl oxapakTepu30Baiy BEIOOPKY JIMII, OOPaTUBIIMXCS B
MI'K mo psimy commaiabHO-IeMorpaduyecKux mapameTpoB,
TaKUX KaK: CeMeiHOe IOJoXeHWe, Haluyue aerei (B ToM
yucyie 00JbHBIX), MECTO KUTEIbCTBA, 00pa3oBaHUe, MaTe-
puaNbHOE TOJOXEeHWe U T.O., U TOMbITAIUCH CBSI3aTh 3TH
rapaMeTphl ¢ OTBETAMU Ha BOIIPOCHI, BaXXHbBIE IS ITpoiiecca
MTK.

Couuanvro-demoepagpuueckue
U MeOUYUHCKUEe XapaKmepucmuKku

BonbimncTBo (180 yen., 80%), obparusimxcst B MI'K,
JI0 9TOTO HUKOT/IA He ObUIM Ha KOHCYJIbTAllMM y TeHEeTHKa.
Panee obOpalnannch B Apyryio KoHcyabTanuio 46 uen. (20%),
npu4éM 18 (8%) u3 HUX HA KOHCYJIbTALlMKU ObUTH 2 pa3a, a 12
(5%) — 3 pasa u Gonee. I1o HampaBieHUIO Bpauyeil (HEBPO-
MaTOJIOTH, TIeAUATPhl, SHIOKPUHOJOTH, THHEKOJIOTH 1 1p.)
obparuiuch 124 xoucynbrupyomuxcst (55%), 17 uden.
(7,5%) obpaTUIUCh MOCE MOCELICHHWs Bpayeii-reHeTUKOB
JPYTUX KOHCYJIBTALMA (IPEUMYIIECTBEHHO PErMOHAIbHBIX),
a 85 yen. (37,5%) — camocTosATeNbHO. Psin 3apy6eXXHBIX aB-
TOPOB yKa3bIBaeT, 4TO 3(PGHEKTUBHOCTh PabOTHI T'€HETH-
Ka-KOHCY/IbTaHTa HANpsIMYIO 3aBUCUT OT CJIaKEHHOCTU CO-
TPYAHMYECTBA C BpayaMu APYIMX CIELUAIbHOCTEH, aaeK-
BaTHOTO HANpaBJeHUSI ceMeil Ha KOHCYJIbTAllMI0 K Bpa-
Yy-TeHETUKY, CBOEBPEMEHHOTO BBISIBJIEHUS CEMel ¢ Haclie/l-
cTBeHHoI1 naTosorueit [18, 20]. I1pu comocTaBieHUN MOy~
YEHHBIX HAMH JaHHBIX C JAHHBIMH APYTUX aBTOPOB BBISIBIIC-
HO, 4TO 3a Tociemarue 20 JieT T0JsT CaMOCTOSATENTbHO o0pa-
TUBLIMXCSl CYILIECTBEHHO Bo3pocia. Tak, B pabore Huku-
mHa B.B. [10] 1981 r. ykazaHo, 4TO TOJIBKO 9% KOHCYJIBTH-
pyomuxcs odoparunuchk 3a MI'K camocrosrenbHo, 4TO CO-
IJ1acCOBAJIOCh C TAHHBIMU OOJBIIMHCTBA aBTOPOB TOTO BpE-
MeHHU. B HacTosiiiee BpeMsT YMCIIO CAMOCTOSITEIEHO oOpa-
TUBILIUXCSI COCTABJISIET MO pa3HbIM olieHKaMm ot 10 1o 40%
[10, 11].

Bosbias yacte onpoiuneHHbx (129 uen., 57%) umena
nereit, u3 Hux 77 dven. (60%) wMenu omHOTO peOEHKa,
38 yen. (29%) — nBoux aetei, a 14 yen. (11%) — tpoux wiu
oonee. ¥V 97 narmeHToB (43%) nereii He OBUIO.

IMomospeHne Ha HacHeNCTBEHHOE 3a00jieBaHUE Y
pe6€nka 6buT0 Y 124 (96%) malMeHTOB, UMEIOIINX IeTel, ¥
8 xoHcynbTUpylomuxcs (6%) ymepiau AeTH, Y KOTODBIX,
MPEAIOIOKUTEIbHO MMEIAaCh HACICACTBEHHAS MTATOIOTHS.

17 yenosex (7%) obpatummck 3a MIT'K o moBomy 3a60-
JIEBaHWS Y POICTBEHHHUKOB: 9 Uell. (4%) — y pONCTBEHHUKOB
CO CTOPOHBI XKeHbI, 8 uell. (3%) — y pOICTBEHHUKOB CO CTO-
POHBI MyXa.

VY 122 (54%) oOpaTHUBIIUXCSI B MEAMKO-T€HETUYECKYIO
KOHCYJIBTAIINIO Opak OBbLT 3apeTUCTPUPOBaH, ¥ 54 (24%) ObuT
«(pakTUyecKuii Opak», He maaud OTBeT 48 KOHCYIbTUPYIO-
mmxcst (21%), 2 (1%) 61 B pa3Bone. Y 7 KOHCYIbTUPYIO-
mxcst (3%) uMea MECTO KPOBHOPOACTBEHHBIN Opax.

OTMeuyeH BBICOKMIA YPOBEHb 00Opa30BaHUs PECIOHICH-
ToB: y 133 (59%) u3 Hux OBLIO BBICIICE OOpa3oBaHue, y 14
(6%) — HezakoHueHHOe Bbiciuee, Y 50 (22%) — cpenHee

crienmanbHoe, y 15 (7%) — obiee cpemHee obpa3oBaHue,
14 gen. (6%) He mamM OTBETa Ha 3TOT BOIIPOC

143 pecronnenra (63%) mpoxuBanu B Meramonuce, 20
(9%) — B xpyrHOM Topoxe, 29 (13%) — B cpeaHem ropoje,
18 (8%) — B HebonbiioM Topone U 16 (7%) mpoxkuBaio B
cene. HecMoTpst Ha (hemepaibHYIO TIPUHALIEKHOCTD YIPEK-
neHus, rae npoBomwiock MI'K, nmomasisiioiiee GONIbIIMHCT-
BO KOHCYJIBTUPYIOIIMXCS MIPOXUBAIO B MockBe 1 MOCKOB-
CKOl 06nacTu.

Paznen aHkeTnl, KacamoIuiicsi MaTepUaIbHOM obecIie-
YEeHHOCTH, TI0Ka3ajl, YTO OOJIbIIE IMOJOBUHBI KOHCYJIBTUPY-
fomuxcs (n=156; 69%) cynTaloT CBOE MaTepuaTbHOE MOJIO-
JKCHHME TOCTATOYHBIM, YTOOBI KyITUTh TE€JIEBU30D WU XOJIO-
JIWIBHUK, HO HE JOCTATOYHBIM, YTOOBI KYITUTh MAIIUHY WA
kBaptupy. [Ipu atom 18 manmeHToB (8%) cunTaroT, 4To HU B
4yéM cebe He OTKa3biBaeT, Takke y 18 uen. (8%) xBaTaert ne-
HET Ha MPOIYKTHI, HO MOKYIIKA OIEXIIbl MM O0YBY BbI3bIBa-
€T 3aTpyaHeHHus, a y 14 KoHcynbTupyommxces (6%) xsaraer
JIEHET TOJBKO OT 3apIliaThl IO 3apIuiaThl. DTOT BOIPOC Y
20 marmenToB (9%) BbI3Ba 3aTPyIHEHMs TIPU OTBETE.

Ha Bompoc: «Cobupaerech 11 emié HMeTh IETeii»,
136 mauuenToB (60%) oTBeTWNIIM yTBepaUTEIbHO, 41 yell.
(18%) namucai, uto He cobupaetcs, a 49 gen. (22%) ucnbl-
TaJli 3aTPYIHEHUSI B OTBETE.

Ha oGcnenoBaHuuM B MeTMKO-TeHETUUECKON KOHCY/IbTa-
uuu 66110 134 pe6énka uz 124 cemeit. I1pu olieHKe TSKECTH
COCTOSIHMSI OOJIbHBIX AeTell ycTaHOBieHO, uto 40 nmereit
(30%) 6b1mn wHBanMaaMu aercrsa, 50 (37%) MMenn TOT WK
MHOW cepbe3HbIi QYHKIIMOHANBHBIN nedeKT, 44 (33%) ume-
JIM HE3HAUYMTENbHBIA (QYHKIIMOHATbHBIN H1edeKT.

VY 10 neteit (7%) nedebHBIE MEPOTIPUATHS OBLTH 3 deK-
TUBHEI, y 51 pe6énka (38%) — vacTUUHO 3(PGHEKTUBHEL, a Y
73 (55%) tepanus 3aboneBaHus ObUla HeahHEKTUBHA.

Lleau obpawenus 6 MI'K

BonpmmHCTBO  KOHCYIbTUpYyIomuxes (213 ven., 94%)
yKa3sajo, 4to obdpaiieHue B MI'K mj1g HUX BaXKHO WIM OYEHb
BaxkHO. OCHOBHBIMU LIEJIIMU OOpalleHUST ObLIN:

® YTOYHEHWE WIM YCTAaHOBJIEHHME AMArHo3a HaCJeACT-
BEHHOTO 3aboneBaHus y 138 yen. (61%);

® onpezieJieHUe PUCKa POXIEHHs OOJTHHOTO M BEPOSITHO-
CTH POXIEHUS 310pOBOro pebéHka y 86 uen. (38%);

® foylydyeHre MHGOPMALUM O TEUEHUM 3a00JIeBAHUST Y
72 yen. (32%);

® [IOMOIIb B jeueHun y 63 uen. (28%);

® [IpOBeJCHUE JOPOAOBOIl JIMArHOCTUKU y 27 yell.
(12%);

® TICUXOJIOTHYecKas rmomnepxka y 14 gen. (6%).

Cymma mipesbiiiaer 100%, MOCKOJIBKY KOHCYJIBTUPYIO-
IIMeCs YacTO YKa3bIBau 0ojiee OHOW LeJ 0OpalleHuUs .

Hugpopmuposannocmo
6 obnacmu eeHemuKu U HACAeOCMEEHHOU NAMOAOUU

Ha s¢pdpexkruBHocts MI'K Moryr BausiTh pa3Hbie mapa-
METPHI, B TOM YKcje MTHHOPMUPOBAHHOCTb KOHCYJIbTUPYIO-
IIMXCS B 00J1aCTH TeHETUKM, TIPUPOIBI ¥ TeUeHUs 3abojieBa-
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HMSI, UIMEIOLIIETOCS B CEMbe, TTIOHMMaHNe PUCKa BO3HUKHO-
BEHMSI WJIM TIOBTOpEHHUs 3a00JIeBaHMSI, TCHUXOJIOTHYECKOE
COCTOSIHWE KOHCYJIbTUPYIOIIUXCS (YPOBEHb TPEBOTM, YYBCT-
Ba BUHHI) [1, 6].

st OlIeHKM TIepBOHAYATBHOTO YPOBHSI MH(MOPMHUPO-
BaHHOCTM KOHCYJIBTUpYIOIIUXCS B aHkere Nel wMm ObLT
MPeUIOXKEH PSIl TIPOBEPOYHBIX BOIPOCOB, U Obla OllEHEHA
IIOJIS1 TIPABWIBHO OTBETMBILIHUX IMAlleHTOB (Tabm. 1).

Bompoc «Bcerma nm HacnenctBeHHoe 3abosieBaHUE
BCTPEYAETCsl Y HECKOJbKMX UJIEHOB CEMbU ?» BbI3BAJ 3aTPYI-
HEHME Naxe Y KOHCYJIbTUPYIOIIMXCS, TPAaBUJIbHO OTBETHB-
IIMX Ha TIPeABIAYIIe BOMPOoChl. Borpockl «MoxXeT u u3-
MEHEHWEe TEHOB BBI3BaTh 3aboneBaHue?> U «MoXeT U
pPEOEHOK C HACJeNCTBEHHbIM 3a00JieBAHUEM POIUTHCS Y
3M0POBBIX CYMPYrOB?» TaKXKe BHI3BAIU 3aTPYAHEHUS Y TPETH
KOHCYJIbTUPYIOIIMXCS.

Ha Bonpoc: «M3BectHo sin Bam o nopoaoBoit nuarHoc-
TUKE HACJIeNCTBEHHOTO 3a00JIeBaHUSI B CEMbE» TOJbKO 39
KOHCyabTUpYyoLmxcs (17%) oTBETWIN, YTO UM M3BECTHO O
TaKoW BO3MOXKHOCTH.

Takum o0pa3oM, aHaIU3 OTBETOB Ha BOIPOCHI, Kacalo-
1mecs: UHGOPMUPOBAHHOCTU KOHCYJABTUPYIOUIUXCS TIO Te-
HETUKe U HAaCJeACTBEHHOM MaTOJIOTHH, TTOKAa3aj, YTo y 3Ha-
YUTEJIbHOM YacTU KOHCYJIbTUpYIouXcs (He MeHee 1/3) atu
BOIIPOCHI  BBI3BIBAIOT 3aTPYAHEHMS U, CJIEIOBATENIBHO,
Bpau-TeHEeTUK HOJDKEH YAeIsITh 0c000e BHMMaHUE MHGOP-
MallMOHHOM KOMITOHEHTe KOHCYIBTUPOBAHUSI.

MBI TIPeATONIOXWIN, YTO MHMOOPMHPOBAHHOCTb KOH-
cyabTUpyoImxcs, oopatuBiuxcs 3a MI'K mo Hampasie-
HMIO Bpaueil, 1 00paTUBIIMXCS CAMOCTOSITEJIbHO, MOTYT pa3-
nyatbest. [ aHanu3a ObUIM BBIACTCHBI JBE TPYIIIBL |-
TpyIIa BKJIIOUaaa KOHCYJIbTUPYIOIIHUXCS, 0OpaTUBILUXCS IO
HalpaBJeHUIO Bpayell, B TOM YMCJEe Bpayeii-reHeTUKOB
(n=141, 62,5%), 2-s rpyIima BKJIoYajia KOHCYJIbTUPYIOIINX-
cs1, 0OpaTUBIIMXCS caMocTosTebHO (n=85, 37,5%).

MNHbOpMUPOBAHHOCTL Y KOHCYJIBTUPYIOUIUXCSI TPYIIIIbI
Nel mo psimy BONMPOCOB AEHCTBUTEIBHO OKa3ajach BHILIE,
yeMm B rpymme Ne2. OmHaKo MpHW MPOBEpKe MTOCTOBEPHOCTU
pa3Iuuuil C UCTIOIb30BaHUEM KpuTepus MaHHa- YUTHU Obi-
JIO TIOKa3aHO, YTO 3TU TPYMIbl JOCTOBEPHO pa3anyaiuch

TOJIBKO B OTBETE Ha Borpoc: «M3BectHo 1 Bam o mopomo-
BOI JAMarHOCTWKE HACJEICTBEHHOW MaTOJOTHH Y IJIOAa BO
BpeMs1 GepeMeHHOCTU?». JloNisT KOHCYJIBTUPYIOIIUXCS W3
rpynmbl Nel, 3HABLIMX O TaKOW BO3MOXKHOCTH, OKa3ajiach
npocTtoBepHO Bbiie (p=0,039).

Ouenka 004U KOHCYABMUPYIOUUXCS,
UCHbIMbIBATOWUX OECNOKOIICMEO U YYBCMBO GUHDbI

Hamu 6buTa mcnob3oBaHa CyObeKTHBHAS OlLIEHKA KOH-
CYJNBTUPYIOLTNMHMCS CTETIEHU WX 00eCITOKOEHHOCTH IO TT0-
BOIY POXAEHMSI OOJBbHOTO peOEHKa, a TakKe OLIYIIEHUS
YYBCTBa BUHBI (IIpY HAJIMYKMKM OOJIBHOIO peOEHKa).

O1ieHKa IO KOHCYJIBTUPYIOIIMXCSI, WMEIOIINX OO0JIb-
HBIX J€Teil U UCTILITHIBAIOILMX YYBCTBO BUHBI, MPENCTaBIeHa
B Tabnuue Ne2. IMpu otBere Ha Bompoc «Eciau y Bac 6onen
pebEHOK, To OecrokosT a1 Bac Mbiciu o ToMm, yto Bel unu
Bamr Myx BuHOBaThl B 3aboneBaHuMu Bamiero pe6éHka?»
40 uen. (41%) BbIOpaNM BapUaHT OTBETA «OYEHb OECITOKO-
at», a 24 (19%) npusHaBaiud, 4yTO «DECIIOKOSIT, HO He
oueHb». TakuM 06pa3oM, 0N PECIIOHAEHTOB, YKa3aBIIUX,
YTO OHM MWCIBITHIBAIOT YYBCTBO BWHBI, cocTaBmma 60%,
npuyéM y 41% oHO OdYeHb BhIpakeHO. M3MeHeHUsT momu
PECTIOHICHTOB, MCIBITHIBAIOIINX YYBCTBO BUHBI B 3aBUCH-
MOCTH OT Bo3pacTa O0JIEHOTO peOEHKa, YCTAHOBUTH HE yaa-
JIOCh.

BrisiBieH BBICOKMIT ypOBEHb OOECIIOKOEHHOCTH KOH-
CYIBTUPYIOIINXCST BO3MOXKHOCTBIO POXIEHUSI OOJTHHOTO
pe6€nka (tabm. 3): 142 ven. (63%) Gecrokomsia Takast BO3-
MOKHOCTB, IpH4IEM 61 yelt. (27%) yKasall, 9TO X 3TO CHJIb-
HO OecrokouT, a 59 (26%) — O4eHb CHUIBHO OECIOKOUT.

Ouenka eausHus deMoepapuueckux, CouUanbHbIX
U MEOUYUHCKUX XaAPaKmepucmui 6vi00pKu
Ha UHGOPMUPOBAHHOCb
U NCUXOIMOUUOHANbHOE COCMOAHUE KOHCYAbMUPYIOUUXCS

J11s1 BBISIBJIEHUS CBSI3U YPOBHS MH(OPMUPOBAHHOCTH, a
TaKXe MCUXO3MOLIMOHATBHOIO COCTOSIHUS KOHCYJIBTHPYIO-
IIUXCS C UX JeMOrpapuuecKrMU, COLMAIBHBIMU U MEIN-
LIMHCKUMHU XapaKTepucTuKamu (T10JIOM, BO3pacToMm, oOpa-
30BaHHMEM, MECTOM XUTEILCTBA, MaTepUATBHOM 00ecIeYeH-

Tabnuua 1
Pe3ynbTaTbl OTBETOB HA BONPOCHI O FEHETUKE U HacnenCTBEHHOM NaTonornm
AGc. 3HaYeHns (%)
Oa ‘ Het ‘ 3aTpyaHsaioCb OTBETUTL

3HaeTte nn Bbl, 4TO Takoe:
HacnencTtBeHHOCTb 140 (62) 18 (8) 68 (30)
leHbl 122 (54) 25 (11) 79 (35)

Kak, no Bawemy MHeHuio:
MoXeT N1 N3MEHEHME reHOB BbI3BaTb 147 (65) 7(3) 72 (32)
3abonesaHne?
MoxeT nu pebEHok ¢ HacneaCTBEHHbLIM 3ab0-
JIeBaHNEM POAUTLCS Y 340POBbIX CYMNpPyros? 137 (61) 14 (6) 75(33)
Bcerga nu HacnencTBeHHoe 32516011e|3aH|/|e‘7 16 (7) 104 (46) 106 (47)
BCTPEYAETCH Y HECKOJIbKNX YSIEHOB CEMbU?
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HOCTBIO, HAJIMYUEM MJIM OTCYTCTBMEM IETEi, UX 0OJIE3HBIO
WJIA CMEPTHIO) W PENPOMYKTUBHBIMU TJIAHAMU OBLT IPOBE-
JICH KOPPEISILMOHHBIA aHAIN3 C IMPUMEHEHUEM KDPUTEPUS
CnupmeHa (ta6i. 4).

W3 T1abm. 4 cnenyer, 4TO B OOJIBIIMHCTBE CITYIaeB OTCYT-
CTBYIOT 3HaUMMble KOPPEJSIIUU MeXIy MH(MOPMUPOBAHHO-
CTbIO, TICUXO3MOLMOHAIBHBIM COCTOSTHUEM KOHCYIBTUPYIO-
IIUXCS U MX JAeMorpauuecKvMM, COLMATIbHBIMU U MEIM-
LIMHCKMMU XapaKTepucTukamu. HalieHa Koppensiims Mex-
Iy TIOJIOM KOHCYJBTUPYIOLIUXCS M OTBETOM Ha BOIPOC:
«MozxeT 11 peOGEHOK ¢ HacIeICTBeHHBIM 3a00JIeBAaHUEM PO-
IIUTBCS Y 3M0pOBbIX Ccynpyro?» (r=-0,3): My>XunHbl OoJjice
CKJIOHHBI CYUTATh, YTO PeOEHOK C HAC/IEeACTBEHHBIM 3a00J1¢e-
BaHUEM HE MOXET POIUTHhCS B CEMbE, TNle IBOE CYIPYTroOB
300pOBbl.  B0o3pacT KOHCYJNBTUPYIOIIUXCSI OTPUIIATEIbHO
KOppENUpoBal ¢ OTBETOM Ha BOIPOC O BaXXHOCTU obpariie-
HUSI B KOHCyJbTalmio (r=-0,3), a Takke ¢ OTBETOM Ha BO-
npoc «becrokout 11 Bac BO3MOXHOCTb poXaeHUs peOEHKa
¢ 3abosieBaHMEM, IO TIOBOAY KOToporo Bel obpatmiuch K
Ham?» (r=-0,3), 9TO BEepOSITHO, CBI3aHO CO CHIDKCHHOM I10-
TPEOHOCTBIO B PENPOLYKLMU KOHCYJIBTUPYIOLLMXCS CTap-
1€l BO3PACTHOM TpyIIIIbI.

YpoBeHb 00pa3oBaHMsI OTPULIATESILHO KOPPEIUPOBAT C
oTBeTaMM Ha Bompockl «becrmokouT o Bac Bo3MOXHOCTB
poxneHus pedbEHKa ¢ 3abosieBaHUEM, 10 TTOBOAY KOTOPOTO
Br1 obpatunucs Kk Ham?» (1=-0,21) u «becrmokouT 1 4yBCT-
BO BHHBI II0 TIOBOAY POXJAEHMS OOJBHOIO peOEHKa»
(r=-0,20). YeM BbI11IC OBUT YPOBEHb 00PA30BaHUSI KOHCYJIb-
TUPYIOLMXCS, TEM 4Yallle PECIOHACHThl YKa3bIBaJM Ha OT-
CYTCTBHE YyBCTBA BUHBI 13-3a POKACHUS OOJIbHOTO peOEHKa
u OECITOKOMCTBA TI0 TIOBOJAY BO3MOXKHOIO POXKIECHUS
peb€HKa ¢ HaclenCcTBeHHOM Iarojorueil. OTpuiiaTeabHast

KOppeJsIs Takke oOHapyXeHa MexXIy ypOBHEM 00pa3oBa-
HUSI M OTBETOM Ha Bompoc: «MoxkeT Jin peOEHOK ¢ HACIEeNCT-
BEHHbIM 3a00JIEBaHUEM POIUTHLCS Y 3M0POBBIX CYNPYroB?»
(r=-0,18): 6onee obOpa3oBaHHBIE KOHCYJBTUPYIOLIMECS Ya-
IIe 3HAJIM O TaKOil BOZMOXHOCTHU. TToJIOXUTETbHBIE KOppe-
JISIUMA ObUTM OOHAPYXEHBI MEXIY YPOBHEM 00pa30oBaHUS U
OTBETaMU Ha BOMPOChI: «3HaeTe ik Bbl yTO-TO 0 J1abopaTop-
HOI TMarHOCTMKE HacCJAeACTBEHHBIX OosesHeit?» (r=0,21) u
«H3BectHo 1 Bam o mopomoBoii nuarHoctuke?» (r=0,20).

Haub6onee Bbicokue Ko3(pPUIIMEHTH KOPPEISLIUU BbI-
SIBJICHBI MEX]Ty OTBETAMM Ha BOIIPOCHI, OTpakalollKe Xejia-
HUE UMETh JeTeil U 00ECIIOKOEHHOCTh MX 310pOBbeM. Tak,
MOJIOKUTENIbHBI OTBET Ha BOIPOC «COOMpAeTech JIU Bbl
HMETh AeTeii» KOPPEIUPOBA C IOJIOXHUTEIbHBIM OTBETOM
Ha BOIPOC <«OECIOKOWT JM Bac poOXIeHUE OOJIBLHOIO
pe6€nka» (r=0,65). becnoKoicTBO MO MOBOAY BO3MOXHO-
CTU IIOBTOPHOI'O POXKAEHUS 00JILHOIO peOEHKa KOpPEIUpo-
BaJIO C HAJIMYMEM B ceMbe 0ojibHOro pebénka (r=0,6) c 1s-
XecTbio ero cocrosinus (r=0,45).

OOGHapyxXeHa oTpuLaTeIbHAs KOPPEJSILIS MEXIy Halu-
YUeM Y KOHCYJIBTUPYIOLIUXCS JeTel U XKeJJaHUEM elllé NMETh
pe6énka (r=-0,4) T.e. KOHCYJbTUPYIOLIMECS C IETbMHU, JaXe
OOJIbBHBIMU, OBLIM MEHEE TOTOBBI K TOMY, YTOOBI MMETH e11Ié
pebEéHka. BrIgBaeHa OTpHLIATeIbHAST KOPPEIIIUS MEXIy
TSKECThIO 3a00J1eBaHUs y peOEHKa U 3(PHEKTUBHOCTHIO €ro
neyeHus (r=-0,4). Koppensuus Mexny ypoBHeM oOpa3oBa-
HHUS U MECTOM KUTEJIbCTBA oKa3ajach Hu3kou (r=0,19).

BrisaBieHna xoppensuusa MexXay LieJssMd oOpallleHus U
oTBeTOM Ha Borpoc «Cobupaerech U Bbl UMETh AETCii».
YeM yallle pecrnoHAEHTH YTBEPIAUTEILHO OTBEYaIM Ha BO-
npoc «CobupaeTtech 1 Bbl uMeTh Aereii», TeM 4Yalle OHU
yKa3bIBaJIA CPeAu Liejieil oOpalleHUs «[TOCTAaHOBKA IMArHO-

Tabnmua 2

PacnpepeneHne oTBETOB Ha BOMPOC O YyBCTBE BUHbI 3a 3aboneBaHne pebeHkKa
(Bonpoc «Ecnu y Bac 6oneH pe6eéHok, To 6ecnokosaTt i Bac mbicnu o Tom, 4to Bbl unun Baw my> BUHOBaThbl B
3ab6oneBaHuun Bawero pe6éHka?»)

BapunaHT oTBeTa A6cC. 3HaYeHus 3HaveHus, %
1. He 6ecnokoat 29 23
2. becnokosT, HO HE O4YEHb 24 19
3. OueHb BecnokosT 50 41
4. TpyoHO ckasaTb 21 17

Tabmmua 3

PacnpeneneHue oTBETOB PECNOHAEHTOB HA BONPOC
06 06eCNOKOEHHOCTU BO3MOXHOCTbIO POXAEHMA 60J1bHOro pe6EHKa
(Bonpoc «BecnokouTt nu Bac BO3MOXHOCTb poXaeHUs pebéHka ¢ 3aboneBaHueM,
no noeoay kotoporo Bbl 06paTtunuck kK Ham?»)

BapuaHT oTBeTa A6C. 3Ha4YeHus 3HaveHus, %
CoBepLUeHHO He BecrnokouT 47 21
HemHoro 6ecnokount 36 16
CpepnHsis 06ecrnoKoeHHOCTb 23 10
CunbHO 6ecnokouT 61 27
OueHb cuNbHO GecnokouT 59 26
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3a» (r=0,45), «ompeneneHne pUCKa POXACHMUS OOJIHLHOTO
pe6éuka» (r=0,35), «y3HaTb O TeyeHUU 3a00JIeBaHUSI»
(r=0,3) u «momo1ib B jeyeHun» (r=0,3).

Koncynsmupytommecs, odopatusmmecs 3a MI'K, 6pum
00ECTIOKOCHBI  BO3MOXKHOCTBIO  TTOBTOPHOTO  POXKICHUS
0osibHOrO pedéHKa. PecioHIeHTHI, YKa3aBIlye 1ieJiblo oopa-
LIEHUST TICUXOJIOTMYECKYIO TOAAEPXKKY, Yallle YKa3blBaIu Ha
BaXXHOCTb JIJIs1 ce0s1 oOpaleHust B KoHcynbraumio (r=0,3), a
T€, KTO OOpaTujcsl s OIpenejeHuss pUCKa POXIACHUS
O6onbHOTO pebEHKa, yallle yKa3blBaM Ha OECIIOKOMCTBO IO
MOBOJY BO3MOKHOCTU ITOBTOPHOTO POXIEHUSI OOJBHOTO
(r=0,35). In1s Bcex OTMEUYEHHBIX B TEKCTE€ KOppeIsLuid
p<0,05.

3akmovenne

MBI NpoaHaIU3UPOBAIM OCHOBHBIC COLMATIbHO-AEMO-
rpapuueckre M MCUXOJIOTMUECKUE XapaKTepUCTUKN KOHCY-
JIETUPYIOLIUXCS, UCXOMHBIN YpOBeHb MH(GOPMUPOBAHHOCTU
B 00J1aCTW T€HETUKU U HACJIEACTBEHHOM NMaTOJIOTUU, YTO SIB-
JIIeTCsl HeOOXOAMMbBIM YCJIOBUEM JJISI MOCJIEIYIOLIEH OLEH-
ku 3¢ dexktuBHOCTH MT'K.

OG6HapyXeHa CylIeCTBeHHasI OTPEOHOCTb OIPOIIIEHHBIX
JM1, ocoOeHHO MoJjiomoro Bo3dpacta, B MI'K, kotopasa mo-
CTOBEPHO CBsI3aHAa C UX 00ECITOKOCHHOCThIO PUCKOM POXIE-
HHS OOJIBHOTO pebGEHKaA.

Bbiio 0OHapykeHO, YTO KOHCYJIBTHpYIOLIMecs: ¢ Oojee
BBICOKMM YPOBHEM 00pa30BaHUsI pexke yKa3blBalld Ha Oecrio-

Tabnmua 4

KoadduuneHTtsl koppenauun (kputepun CnupmeHa, r)

Mexay p,emorpacbmquKwMM, counajibHbiIMU U MEOAUUUHCKNUMU XapakKTepUuctukamm un VIHCbOpMVIpOBaHHOCTbIO
0 reHeTUKe N HacNeACTBEHHOM NaToNorMm U NCUX03MOLMOHAJNIbHbIMU XapakTepuctnkamm

MHbOpMMPOBaAHHOCTL U Mepuko-coumasnbHble XapakTepucTuKn
MCUXOSMOUMOHANBHOR | 5 «on- | BospacT | Konuue- | YposeHb | MecTto | Matepu- | Hanuuve | XKenanve| Tsxects | Oddek-
cocrontue CYNbTU- | KOHCYJIb- | CTBO Jie- | 06pas3o- | XuUTenb- | anbHas | 60NbHLIX | MMeTb | COCTOS- | TUBHOCTb
pylOLWMX- | TUpYlO- |Tei B ce-| BaHuA cTtBa | obecne- | geTeit B | geteit |HUS 60Sb-| NedeHns
cs Lmxcs Mbe YEHHOCTb| CceMbe HOro 3abone-
pebéHka | BaHUA
(npwn ero
HanM4nm
B CEMbE)
BecnokoncTeo no no-
BOAY BOSMONHOTO POX- | <0,2 | -0,3 <0,2 | -0,21* | <02 | <02 0,6* | 065" | 045* | <02
neHus 605bHOro
pebéHka
YyBCTBO BMHbI MO MNOBO-
oy poxaeHus GonbHoro | <0,2 <0,2 <0,2 -0,20* <0,2 <0,2 <0,2 <0,2 <0,2 <0,2
pebéHka
S?\jl'(r“;c“’ obpawenns | o5 | _03 | <0,2 <0,2 <0,2 <0,2 <0,2 <0,2 <0,2 <0,2
McxoaHbIn ypoBeHb MHGOPMUPOBAHHOCTM KOHCY/IbTUPYIOLLMXCS:
3HaeTte nn Bbl, 4TO Takoe:
HacnenctBeHHOCTb <0,2 <0,2 <0,2 <0,2 <0,2 <0,2 <0,2 <0,2 <0,2 <0,2
leHbl <0,2 <0,2 <0,2 <0,2 <0,2 <0,2 <0,2 <0,2 <0,2 <0,2
Kak, no Bawemy MHeHunio:
MoxeT N1 usmeHeHne
reHoB Bbl3BaTb 3abose- <0,2 <0,2 <0,2 <0,2 <0,2 <0,2 <0,2 <0,2 <0,2 <0,2
BaHNE?
MoxeT nu pebeHok ¢
HACNIEACTBEHHbIM 3360 ¢ 3+ <0,2 <0,2 | -0,18* | <0,2 <0,2 <0,2 <0,2 <0,2 <0,2
neBaHnemM poamnTbes y
30,0pPOBbIX CYNpPyroB?
Bcerpa nn HacneacTBeH-
Hoe 3abonesanne BCTPe-| 5 | <02 | <02 | <02 | <02 | <02 | <02 | <02 | <02 | <0,
4YaeTcs Y HECKOJIbKUX
4YIEHOB CeMbU?
3HaeTe 4TO-TO O Nabo-
paTopHOW AMarHoCTu- <0,2 <0,2 <0,2 0,21* <0,2 <0,2 <0,2 <0,2 <0,2 <0,2
Ke?
N3secTHO 5in Bam o po- *
DOLOBON AMArHOCTIKE? <0,2 <0,2 <0,2 0,21 <0,2 <0,2 <0,2 <0,2 <0,2 <0,2
MpumeyaHme. p<0,05
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KOMCTBO IO TIOBOAY BO3MOXHOCTH ITOBTOPHOTO POXKICHUS
00JILHOTO pebEHKA M YyBCTBO BUHBI M3-3a €TI0 POXKICHUSI.

ITo oTBeTaM Ha psii MPOBEPOYHBIX BOMPOCOB ObLT OLEHEH
WCXOMHBIN YPOBEHb MEIMKO-TEHETUYECKUX 3HAHUN KOHCYJIb-
TUPYIOIINXCS U BBISIBJICHO, YTO TIPUMEPHO TPETh KOHCYIIBTH-
PYIOLLMXCSI HE MOIVIM OTBETUTh Ha 3TH Borpockl. Tonbko 17%
3HIM O BO3MOXHOCTU JOPOJOBON NUArHOCTUKM HACIeNCT-
BEHHBIX 3a00j1eBaHuUi. JIuiia ¢ 601ee BBICOKMM YPOBHEM 00pa-
30BaHMA Yallle 3HaIM O BO3MOXHOCTH POXIEHUSI OOJBHOTO
peOEHKa y 370POBBIX ponuTeseid, ObUIM 00JIee OCBENOMIICHBI O
BO3MOXHOCTSIX JJaOOPATOPHON AMArHOCTMKM U JTUArHOCTUKHU
HACJEeICTBEeHHBIX 3a00JieBaHUI Yy IUIONA. YCTAHOBJIEHO, YTO
JIOJIST KOHCYJIETUPYIOLIMXCS, 3HABIIMX O MPeHATaJIbHOW Iura-
THOCTHMKE HACJIeJCTBEHHOTO 3a00JIeBaHMsI, TOCTOBEPHO BHIIIIE
cpenu Tex, Kro obparuics 3a MI'K no HampapieHuIo Bpayei,
10 CPAaBHEHUIO C OOPATUBIIMMUCS CAMOCTOSITEIBHO.

[MonyyeHHbIe MTaHHBIC WUCTIOIL30BAHBI ISl aHAIM3a U3-
MEHEeHU MHOOPMUPOBAHHOCTU U TCUXO3MOLIMOHABHOTO
COCTOSIHUSI KOHCYAbTUpYtouuxcsi nociae MI'K, pesynabraTs
KOTOPOTO OyAyT M3JI0XKEHBI B CAEMYIOUIeH MyOIMKaIIMU.
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Integrated estimation of genetic counseling efficiency.
Report I. Analysis of medical and social characteristics of consultees

Baranova E.E.!, Sergeev A.S.?, lvanova L.YU.3, Zhuravleva 1.V.3, Izhevskaya V.L.2, Ginter E.K."2

! — Russian Medical Academy of Postgraduate Education, Ministry of Health, Moscow; e-mail: baranova.gen @ gmail.com

2
3 _ Institute of Sociology, Russian Academy of Sciences, Moscow

— Research Centre for Medical Genetics, Russian Academy of Medical Sciences, Moscow

The present review considers medical-social and socio-demographic characteristics of the respondents having sought the genet-
icist’s advice on the risk of hereditary diseases known or suspected to exist in the family. The characteristics being analyzed included
the level of understanding of the basics of genetics, as well as of the genetic causes of a disease and the meaning of genetic risk;
some aspects of the psycho-emotional state of consultees (feeling of guilt, an uneasiness about a risk of a child with an inherited dis-
order being born, etc.) were also evaluated. An attempt was made to identify the relationship between these parameters and medi-

cal-social characteristics of the consultees.

Key words: genetic counseling, comprehensive evaluation, efficiency, form
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