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UCCJIEJJOBAHUE HAPYIIIEHUI LIEHTPAJIBHOM HEPBHOI

CUCTEMBI 1 OPT’AHOB UWYBCTB CPEJIN HACEJIEHH A
3AITAZIHOU 30HBI ABEPGANJIKAHA
AxkniepoBa [ A.

Baxuncxuii I'ocyoapcmeennwiii Ynueepcumem, baxy, Azepoatioxncan
[ompo6uast madopmMarrs 00 aBTOpax pa3MelicHa Ha calTe
«Yuensie Poccum» - http://www.famous-scientists.ru

Cpenn Hacenenusi 3amagHo 30HBI A3eplaiixkaHa IpOBeleHBbI MeIMKO-
reHeTHYeCKHe MCCJIeN0BaHHA MO BhbisiBjJeHni0o HapymeHnuili IIHC u opranos
YYBCTB, YCTAHOBJIEHBI THIIBI Hacjef0oBaHus narojoruii. Ilyrem nurorenern-
YeCcKOro AaHAJIN3a HICHTH(HUIHUPOBAHBI KAPHOTHIIBI OO0JIBHBIX CHHIPOMOM
Knaiingeanstepa. Cpenu 638 60abHbIX ¢ 14 Hac/ieACTBEHHbIMH M BPOsKIEH-
HBIMH 3a00JIeBaHHAMH 0o0Jiee MOJOBHHBI IPUXOANUTCS HA MOHOTeHHbIE IaTO-
JIOTMM € aAyTOCOMHO-peleCCHBHBIM THIIOM HACJEAOBAHHUSA, YTO O00BSICHSIETCS
BBICOKOIl YacTOTOil KPOBHOPOJACTBEHHBIX OPAKOB cpeau poauTesel MpodaH-
OB, XapaKTEPHBIX JJIsl HCCJIeAyeMOi 30HBI pecy0JIuKH.

KurodeBrble cjioBa: nmomyJsinnoHHasi reHetnka, 3adonesannst HHC n opranos
YYBCTB, KPOBHOPOJACTBEHHBIE OpaKH, THII HACTeTOBAHUS, IUTOTeHeTHYeCKH I

aHaJIn3

Benymee mMecTo B CTpYKType OETCKOM
MHBAJIMIHOCTH 3aHUMaroT 6onesnu [IHC, Ha-
PYLIEHHS YMCTBEHHOTO Pa3BUTHSA M OONEC3HH
opra"oB 4yBcTB. [lopoku [THC BxonsT B me-
pedenb 19-tu HO30MOTMYECKHX (OPM aHOMa-
JUI pa3BUTHS, MOMLIEKAINX 0053aTENEHOMY
yuery no cucteme EUROCAT [7]. 3a mo-
cnegnue 15 nmer HapymeHus QHU3HMYECKOrO U
HEPBHO-TICHXHYECKOTO PAa3BUTHUS BBISIBICHBI Y
26,4% nerelt mepBOro roja XU3HU, 4acTOTa
ciydaeB nepeOpanpHoro mapamuva (JLIIT),
YMCTBEHHOM OTCTaJOCTH M IPYTUX HEBPOIO-
THYECKUX pacCTPOMCTB cocrasisieT 1,5-2,5 Ha
1000 HoBOpOXHeHHBIX. Kpome TOro, HeBpo-
Joruyeckue 3a0oNeBaHMs SBIAIOTCS TPHUYHU-
Hoit 70% wnBamuaHocTn ¢ aercrBa [9; 10].
JedexTel HeBpanbHOI TPYOKH, B TOM YHCIIE,
Spina bifida u sHuedanonene ¢ vacroroit 1
Ha 1000 pomoB ABASIOTCS IPUIHHON BEICOKHX
YPOBHEH MIIaCHUYECKOW CMEPTHOCTH U CEPb-
e3HbIX 3a0oneBanuil [2; 14]. K uncny nepo-
CTEIIEHHBIX NPOOJIEM B JIETCKOH HEBPOJIOTHH
TPaIULMOHHO OTHOCHTCS M JIHUJICTICHSI, YHC-
JIHHO pacTymas B MOCJIeJHee BpeMs H SB-
JISIFOILASICST CAMbIM YacThIM M3 CEphE3HBIX Ma-
POKCH3MAIIBHBIX PACCTPOMCTB (PyHKIMHA MO3-
ra. Bo Bcem mupe 3a0oieBaeMOCTb SIHIIEI-
cueir cocrasiager 0,5-0,7 ma 1000 uemnosex,
pacmpoctpaneHHocTh - 5-10 Ha 1000 yeno-

BEK, HE MEHEee OJHOro MpHIaJKa B TEUCHHE
JKU3HH TepeHocaT 5% nacenenus, y 20-30%
OONBHBIX 3a00NieBaHHE SBIISIETCS MOXKH3HEH-
HeiM [11; 13]. OxHo#t M3 OCHOBHBIX (hopm
YMCTBEHHOM OTCTaJIOCTU SIBIISIETCS ONUTO(]-
peHusl, BKIIOYAIONIas HECKOIBKO TPYII CTOM-
KX HapylIEHWH WHTEJIEKTa BCIEICTBHE HeE-
JIOpPa3BUTHUSI MO3ra B paHHEM BO3pacTe, C Yac-
totoit 2-3% [15]. Hepenko mpuymnHON ymcCT-
BEHHOH OTCTaJIOCTH MOXKET SBHTHCS JIMIIHSIS
X-xpomocoma mpu cuaapome KnaitHdensre-
pa, KJIaCCHYECKH BapHaHT KOTOPOro (Kapuo-
tun 47, XXY) Bcrpeuaercs ¢ yacroroii 1,5 Ha
1000 HoBOpOXICHHBIX [16].

Haubonee wacteiM medexToM 3peHus,
ABIISIETCS. MUOMHKSA, JIULIAIONIAS TPYA0CIOC00-
HOCTH JHOO 3HAYUTEIHFHO OTrPaHUYMBAIOLIAS
ee B MOJIOZOM WJIM 3pESiOM BO3pacTe M OTHO-
csmascsl K Tpymme ria3HeIx Oone3Hed ¢ Ha-
CIIEACTBEHHOM MPENpacioioKeHHOCTBIO, MPH
KOTOpOW HAaCJIEACTBEHHOCTh BBICTYMAeT Kak
MAaTOr€HETUYECKHUH WA YCIIOBHO-
stuonoruueckuii dakrop [8]. BpoxaeHHbie
KaTapakThl BCTPEYAIOTCS OTHOCHTEIBHO pea-
KO, ogHaKo cocTasiisiroT okoiio 10% or kara-
PakT pasznu4yHOi dTHONOrNH. Cpenu MpUYuH
CIIENIOTHl y JIeTel Ha JONI0 BPOXKAECHHBIX Ka-
tapakT npuxogutcs 13,2-24,1%, cpenu nipu-
ypH caabosumenusd — 12,1-13,4%. Hacnenct-
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BEHHbIE (POPMBI KaTapakT COCTAaBIIIOT 25-
33% oT BpOXAEHHBIX KaTapakT M dYacTo
BCTPEUAIOTCS y HECKOIBKUX YJICHOB OJHON
cembH [12].

BcemupHbIe KOMIUIEKCHBIE MEIUIINH-
CKHE OCMOTpHI TIO BBISIBIICHUIO HapYIICHUN
Cllyxa, TMPOBEICHHBIE B pPa3iMYHBIX 30HAX,
mokasaiu, uto Oonee ueM y 6% HaceneHus
OOHApY)KCHbI W3MEHCHHUS CIIYXOBOW (PYHK-
iy, npudeM y 0,65 — 2% w3 HUX BBIABICH
HeaJICKBaTHBIA CiyX. PacmpocTpaHeHHOCTh
BPOXJICHHOW TYTOYXOCTH U TIYXOTHI COCTaB-
asier 1 wa 650-1000 HOBOpOKHEHHBIX [4].
Cpenu HecHHIIPOMATBHBIX (POPM HApYIICHUN
cyxa 75% cocTaBisieT perecCuBHAsS HECHH-
JIpoManbHas Tyroyxocts [17]. UccnemoBanue
TCHETUYECKON TeTePOreHHOCTH CYIIECTBEHHO
KaK JUIS U3y4YSHHs STUOJOTHH TITyXOThI M BbI-
paboOTKK Ha 3TOH OCHOBE MOJIXOA0B K MaTOre-
HETUYCCKOMY JICUCHUIO, TaK W JUIS MPABUIIh-
HOTO MEIUKO-TEHETHYECKOTO KOHCYJIBTHPO-
BaHUSL.

Y4uuTeBas 3HAYUTENBHYIO POJb aHO-
Manuii IIHC u opraHoB 4yBCTB B MiajeHYe-
CKOMl W JeTCKOW CMEPTHOCTH, WHBAJIWH3a-
MY, COLMATBHOM Je3alanTaliiy, MEIUKO-
TCHETUYECKOe W3YYCHUE TaHHBIX MaTOJOTHN
SIBJIICTCSI HEOOXOAMMBIM JUIS X aJIeKBATHOTO
JiedeHUsT W KoppekTHoW mnpodunaktuku. C
ATOW IIENBI0 HAMU MPOBENEHBI MOIMYIISIIHOH-
HO-TCHETUYECKHE HCCICAOBAaHUS B KPYITHBIX
patioHax 3amaHOi 30HBI A3epOaiimKkaHa.

Marepuanbl 1 MeTObI HCCJIE0BAHMIA

Martepuan coOpaH B SKCHEIUITMOHHBIX
YCIIOBUSIX B CelaxX W B PalOHHBIX IHEHTPax
Axcradunckoro, Taysckoro m Kazaxckoro
paiionoB 3aragHoi 30861 B iepuoj ¢ 2005 no
2008 rr. J{nst BbIsBICHUSA OOJNBHBIX C BPOXK-
JNIGHHOM W HaCJEICTBEHHOM maTonorueu
HC, opranoB ciyxa U TIJia3 KCIOIb30BAHBI
criucku BTOK IPb. B cemax nmpu moaBopo-
BOM 00x0Jlle¢ ceMell TpoOaHJ0B COCTaBIICHBI
POJIOCIIOBHBIE W TYTEM T'€HEAIOTHYECKOro
aHanm3a TUudGepeHIIMPOBaHbl CITydau BPOXK-
JICHHBIX TTOPOKOB W HACIE/CTBEHHBIX 3a00J1e-
BaHUI.

[Ipu cryyasix mog03peHus Ha CHHAPOM
KnaitngensTepa npoBeneH IUTOrCHETHYE-
CKUW aHamu3 C HWCHOJIh30BAaHHEM METOIUKU
OTpE/ICICHNS TTOJIOBOTO XPOMAaTHHA B COCKO-
0ax CIIM3UCTON 0OOJIOYKH POTOBOM MOJIOCTH C

BBISIBIICHUEM XPOMAaTHH-TIOJIOKHUTENbHBIX WH-
Tepdasubix siuep (OykBaibHbIN TecT) [6].

@DeHOTUIMYECKHE YacTOThl BBISBIICH-
HBIX MATONOTHHM ONpeAesieHbl IO METOAUKE
JIu Y. [5]. docToBepHOCTh pa3inyuii BbIYHC-
JSUIaCh C HCIOJB30BAHUEM KPHUTEPUS «XU-
kBangpat». [Ipu olLeHKe TOCTOBEPHOCTH pas-
JUYUI MEKIY CpeIHUMH apu(pMETHUUECKUMH
IBYX BBIOOPOYHBIX COBOKYIHOCTEH HCIOJb-
30BaH kputepuit CteroneHTa [3].

Pe3yabTaThl ucciaenoBanuii

[lo ycraHoBIEHHBIM paHee pe3yibTa-
TaM TOMYIALUOHHO-TEHETUYECKUX HCCIIENO-
BaHU, MPOBEICHHBIX CpPEeAM HaceneHus 3a-
MaJHOW 30HBI, BEAYIIMMH MATOIOTHUSMH Cpe-
I 3aperuCTPUPOBAHHBIX HACIECACTBEHHBIX H
BPOXKJICHHBIX MATOJOTUH SBIISIOTCS Hapylle-
Hust [THC u opranoB uyBcTB (Ccinyxa u 3pe-
Hust) [1]. Ipu stom B Akcrapuuckom u Ka-
3aXCKOM pailOHaX Ha MEePBOM MecTe HaXOIsT-
cs1 anomanuu 1THC (46,3% u 48,75%), 3atem
anomaiuu ciyxa (37,96% u 35,0%) u 3peHus
(15,74% un 16,25%), B Tay3ckom paiione —
anomanuu ciyxa (54,48%), 3arem Hapyie-
aust LITHC (34,14%) u 3penns (11,38%).

HaubGonee oOmmpHO mpencTaBieHa
cTpykrypa 3aboneBanuii LIHC coBmecTHO ¢
HapYLIEHUSMH YMCTBEHHOT'O Pa3BUTHA — 10 9
KIMHUYecKuX (Gopm (puc. 1).

Cpemn napymenuit [{HC Benymiee me-
CTO 3aHUMAaeT OMUro(peHus, FHLEPaTONATHS
n JUII, xapakrepusyromumecs: BHICOKOH (e-
HOTUIIMYECKOM YacTOTOH, MpH 3TOM Hau-
Oonplliee 3HAUEHHUE 10 BCEM HO30JIOTMYECKUM
¢opmMaM JaHHOM MATOIOTMU OOHAPYKEHO B
Kazaxckom paiione (Tabm. 1).

Hapsny ¢ BpoXAEHHBIMH TOPOKaMH
pa3BuTHA OoJiee TOJIOBUHBI MEHIEIUPYIOMUX
3a0oneBanuii IIHC cocTaBisioT maToOIOTHH C
AP Tumom HacienoBaHHS, YTO XapaKTEpHO
JUI HACEJICHUS C BBICOKMMH 3HAYCHUSIMH
KPOBHOPOACTBEHHBIX W 3HJIOTAMHBIX OpaKoB
1 K03 $punreHTa UHOpUIUHTA.

B nByx paiioHax mpoBeJieH LUTOreHe-
TUYECKUH aHalM3 NpH NOAO3PEHUH Ha CHH-
npom Knaitngensrepa. B Taysckom paiione
cpean OONBHBIX C pacleNHHON T'yObl/Heba y
npobanna A.K. numarHocTHpoBaH CHHIPOM
Knaitndensrepa ¢ xapuotunom 47, XXV, B
Kazaxckom paiioHe — cpenu Manb4ukoB 10 14
JIET y TPOHUX TaKKe MACHTU(UIMPOBAH Kiac-
CHYECKHI BapUaHT CHHAPOMA.
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Puc. 1. Bpoxxnennsie u HacineacTBennblie Hapymenus: LITHC B 3ananHoi 30He AzepOaiimxana

1. Onurodpenus; 2. JIUIT; 3. Dnunencus; 4. Dunedanonatus; 5. Spina bifida; 6. YMcrBennas
OTCTaJIOCTh COBMECTHO C BPOXKICHHOW TIIyXoHeMoToi; 7. UMOenmisHOCTh (Hemota); 8. CuH-
npom Kunaitngensrepa; 9. Cunapom Jlopenca — Myna — bapau — bunna

Tadauna 1. denorunnueckue yactorsl Hapymenuit [IHC B 3ananHoit 30He pecniyOnuku, %

Hapymenns HHC (Tun HacienoBanus) Akcrada Tay3 Ka3zax
Osmrogppenus (BITP, AP) 0,0159 0,0149 0,0220
JUIT (BITP, AP, M®) 0,0119 0,0088 0,0130
Ouredanonarus (BIIP) 0,0106 0,0156 0,0163
Onunencus (BIIP, AP) 0,0093 0,0061 0,0106
Spina bifida (BITP) 0,0066 0,0081 0,0114
YO COBMECTHO € BPOXKIECHHOW TIyXOHEMO- 0,0066 0,0054 0,0098
toit (BITP, AJT)

HmbenmneHoCTh (Hemorta) (AP, M®D) 0,0053 0,0075 0,0081
Cunnpom Krnaitngpensrepa (XXY) - 0,0007 0,0024
Cunnpom Jlopenca — Myna — bapau — bun- - - 0,0016
na (AP)

[Mpumeuanne: YO — ymcrBennas orcranocts, LI — nerckuii nepedpansuslii mapamd, AP - ayrocomno-
peueccuBHoe, AJl - ayrocomMHo-noMuHaHTHOe, M® — mynbTH(aKkTOpHansHOe HacnexoBanue, BIIP —

BpO)KI[CHHLIﬁ IOPOK pa3BUTUA

JlocToBepHOCTh pa3inuyuil IMOJIy4YeH-
HBbIX JaHHBIX o HapymeHusMm L{HC B Tays-
ckoM u Kaszaxckom paiioHax B OTHOLIEHHH K
AxkcTaMHCKOMY paifoHy He BbIsBIeHA ()
>0,05; P>0,05), mexnay Taysckum u Kasax-

CKHM paiionamu — ycraHoBieHa (x° <0,005;
td=3,0969, P<0,002).

Kax Bblle yka3aHo, B OTIMYHE OT AK-
cradunckoro u Taysckoro paiionoB, B Ka-
3aXCKOM palOHE Ha IIEPBOM MECTE HaXOMAATCS
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HapymeHus: CiiyxXa, Ipu 3TOM 4aCTOTa BCTpPEC-
YaCMOCTU TYIrOyXOCTH H TJIYXOThI Yy I[eTeﬁ

BBIIIE, YeM Y B3pOCIBIX (Tadi. 2).

Tabauna 2. YactoTta HapymeHui ciyxa B 3anaHON 30HE peciryOnuKu

Aomammu cryxa Yacrora, cpenHee 3HaueHue, %
Axcraga Tay3 Kazax
Tyroyxocts (B3pocibie) 19,51 3,80 9,52
Tyroyxocts (neru) 26,83 60,76 28,57
I'nyxora (B3pocibie) 24,39 13,29 17,86
I'nyxora (nern) 29,27 22,15 44,05

deHOoTUNHYECKHE YacTOTHl BCTpedae-
MOCTH T€HETUYECKUX MAaTOJIOTHH CIyXa HaXo-
ISTCS B MPSIMOM 3aBUCHMOCTH OT YaCTOTHI
BCTPEYaEeMOCTH KPOBHOPOJACTBEHHBIX OpaKoB
B momynsuud. Ilpu sToM (eHOTHIHMYECKas
YyacToTa TIyXOTHl cpeau aeTed B AkcraduH-
ckoM u Kaszaxckom paiioHax BBIIIE YaCTOTHI
TYTOYXOCTH U COCTaBIISIET, COOTBETCTBEHHO,
0,0159% wu 0,0301%. B Tay3ckom paiione
OCHOBHOM BKJIaJl B HApYIICHHE JETCKOTO CIIy-
Xa MOMaAaeT Ha OO TYTOYXOCTH C 4YaCTOTON
0,0650%. VYcrtaHOBIEHO, YTO HapyLICHUS
cllyxa SBIISIIOTCSI KaK MOJHWI'CHHBIMH, TaK H
MOHOTI'CHHBIMU 3a00JI€BaHUSMH, @ BBICOKYIO
gactory AP Tuna HacienoBaHusi cpemy mpo-
0aHIOB MOXXHO OOBSCHHUTH BBICOKOW 4YacToO-
TOW KPOBHOPOZICTBEHHBIX OpaKkoB Cpeau HX
poauteneii. Cienyer OTMETUTb, YTO JaHHBIE
MATOJOTUH OTHOCHIIUCH K HECHHIPOMAIbHBIM
HapyIIEHUsAM cIyXa, TOrga Kak cpeau Hace-
JeHusi 3amagHol 30HBI OBLIO BBIABICHO 25
OONBHBIX C CHHAPOMAIBHOH TIIyXOHEMOTOH
IpH yMCTBEHHOM OTCTaJOCTH, XapaKTepu-
syrouieiics AJ] Tunom HacnenoBanus (puc.l).

[lonydeHHsle pe3ynbTaThl MO aHOMA-
JUSIM CITyXa JTIOCTOBEPHO pa3inyaliuch B AK-
cradunckoM u Kaszaxckom paiioHax B OTHO-
mennu Kk Taysckomy paitony (x°<0,005;
P<0,002, td=3,1079), mexxay AcTadhuHCKUM U
Kazaxckum paiioHaMu — pa3iaudus HE AOCTO-
BepH! (x>>0,05; P>0,05).

Cpenu naTonoruil 3peHus B 3amajgHon
30HE 3aperUCTPUPOBAHBI TpU 3a00NICBaHMSA:
MHUOMNUS 00EUX IJ1a3 U BPOXKJACHHAS KaTapakTa
- ¢ AP tunom HacnenoBaHusi, U cyOaTpodus
a3 - MyJIbTU(aKTOpruaibHOl npuponsl. De-
HOTUIIMYECKAsl 4acTOTa MUONUHM MaKCHMallb-
Ha B mnonymiuuu Kaszaxckoro paiiona -
0,0155%, B Akcradunckom u Tay3ckom paii-
onax — 0,0132% u 0,0095%, cOOTBETCTBEHHO.
AmnanornuHoe HaOMOAaeTCs U B OTHOIICHUU

BpoxaeHHO katapakTel — 0,0147%, 0,0093%
n 0,0102%, coorBerctBenHo. Cybatpodus
riia3 3aperucrpupoBana Bo Tay3ckom u Ka-
3aXCKOM paioHax ¢ ()EHOTUITUYECKON 4acTo-
toi 0,0027% u 0,0016%.

JlocToBepHOCTH pa3IUyMiA 1O PE3yilb-
TaTaM B OTHOIICHWM aHOMAJWi 3pCHUS HE
oGuapyxeno (x*>0,05; P>0,05).

Takum oOpazom, B 3amamHol 30HE
AzepOaiimxana cpeau 638 OonbHbIX ¢ 14 Ha-
CIICICTBCHHBIMU U BPOXKJICHHBIMU 3a00JeBa-
HusMu  64,29% npuxoauTcs HA MEHJICIH-
pyromue maronoruu ¢ AP Tumom HaciemoBa-
HHSI, YTO OOBSACHSETCS BBICOKOM YaCTOTOM
KPOBHOPOJICTBEHHEIX OpakoB Cpemy POIUTE-
Jiel TpoOaH0B, XapaKTEpHBIX [UIsl HUCCIIe-
JlyeMoii 30HbI pecnyOnuku. [lomydeHnHsie pe-
3YJIBTAThI TIOMYJSIIUOHHBIX HCCIICOBAHUNA 110
BBISIBJICHUIO YACTOThI U T'€HETHYECKOU TeTe-
porerHoctu 3aboneBanuii [[HC wu opranos
YYBCTB C JAJIBHEHIINM COCTABIICHUEM PErHh-
CTpa HO30JIOTHA U OOJTHHBIX HEOOXO MBI IS
MEPCIEKTUBHOTO M PETPOCIIEKTUBHOIO MEJIU-
KO-TEHETUYECKOT0 KOHCYJIBTHPOBAHMS ITHX
cemeit. Kpome Toro, 310 BakHO A1 TUArHO-
CTUKU ¥ OpraHU3aIluy MMPaBWIBHOTO JICUCHUS
U TpOo(UIAKTHKA YKa3aHHBIX MATOJOTHA,
BKJIFOUAsl TIPEHATAILHYI0 TUATHOCTUKY ILIOJNA
B CEMbSX, BXOJIIUX B TPYIIYy PUCKA, U TEM
CaMbIM, CHWKCHUS POXIAAEMOCTH OOJIBHBIX
JIeTel U UX CMEPTHOCTH.
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RESEARCH OF INFRINGEMENTS OF CENTRAL NERVOUS SYSTEM AND SENSE
ORGANS AMONG THE POPULATION OF WESTERN REGION OF AZERBAIJAN
Akperova G.A.

The Baku State University, Baku, Azerbaijan

Medical-genetic researches on revealing infringements CNS and sense organs among the
population of Western zone of Azerbaijan are carried out, types of inheritance of pathologies are
established. Karyotype of patients by Klinefelter syndrome by the sytogenesis analysis identi-
fies. Among 638 patients with 14 hereditary and congenital diseases more than half falls at mo-
nogenic pathologies with autosome-recessive type of inheritance that speaks high frequency of
consanguineous marriages among parents of the probands, characteristic for a researched zone
of republic.

Key words: Genetics of populations, diseases of CNS and sense organs, consanguineous
marriages, type of inheritance, sytogenesis analysis.
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