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Cpemu Hacenenus LlnpBanckoii 30HbI A3epOaiikaHa MPOBEICHB MEHKO-TCHETHUCCKUC
uccienoBanus 1o BoisBneHuto Hapyumenuil [IIHC u opraHoB 4yBCTB, yCTaHOBJIEHBI TUIIbI Ha-
cienoBanus maronoruit. Cpeau 119 GonpHBIX ¢ 14 HACTICNCTBCHHBIMU U BPOXKICHHBIMHE 3a-
OoneBanmsiMu 71,43 % TpUXOAUTCS HA MOHOTCHHEIC ITATOJIOTHH C ayTOCOMHO-PEICCCHBHBIM
TUTIOM HACIICIOBAHUS, YTO OOBSICHICTCS KPOBHOPOJICTBCHHBIMU OpakaMU CPEAH POAUTEICH

poOaHIOB.

KiroueBbie ciioBa: HEHTPAJ/JIbHasi HEPBHAasA CUCTEMA, OPraHbl YyBCTB, KPOBHOPOACTBECH-
HbIE 6palcn, THII HACJICJOBAHUA

EsxeromHo Ha cBeT MOSBIsETCS BCe OONb-
1Ie JeTeil ¢ BPOXKJACHHBIMU aHOMAJIMSIMHU pa3-
BHTHS, YBETTMUMBAETCS M YUCIIO HEYTOB, TIPH-
OOpETeHHBIX B paHHEM jaeTcTBe. OCHOBHBIMH
NpUYMHAMHA WHBAJHIHOCTH y JETEH SIBISIOT-
CsI BPOKICHHBIE H XpPOMOCOMHBIE 00JIe3HH, 00-
JIC3HU BHYTPHUYTPOOHOTO U MEPHUHATAIBLHOTO
nepuosa.

Hapymienns ¢usudeckoro m HEPBHO-TICH-
XMYECKOIo pa3BUTHUS BBIABIEHBI y 26,4 % ne-
TE MepBOro Toja XM3HM, YacTOTa ClIydyacs
uepedpansHoro mapanuga (JLII), ymcTBeH-
HOW OTCTaJOCTH M JAPYTUX HEBPOJIOTUUYECKHX
pacctpoiictB coctaisgeT 1,5-2,5:1000 HOBO-
POXIEHHBIX, HEBPOJOTHYECKHE 3a00JIeBaHUS
SBIsAOTCA NpuunMHOM 70% WHBaNMIHOCTH C
nercta [8; 9]. edekrsl HeBpanbHOW TpyO-
KU SIBIIAIOTCA TMPUYMHOW BBICOKHX YPOBHEU
MJIaJICHYECKOH CMEPTHOCTU M CEephEe3HBIX 3a-
Oonesannii [3; 13]. K uncity nepBocTeneHHbIX
po0JIeM B IETCKOH HEBPOIOTHH TPAJAUIINOHHO
OTHOCHUTCSI U SIHJIETICHS], 3200JIeBaEMOCTb KO-
Topoit coctasmsiet 0,5-0,7:1000 uenoBek, pac-
npocTpaneHHocTh — 5-10:1000 dernoBek, He
MeHee OHOTO NPHUIMAIKa B TCUCHHE KU3HU I1e-
peHocst 5% nacenenus, y 20-30% Oo0JIbHBIX
3a00eBaHNe SIBISETCS TOXHU3HEHHBIM [10;
12]. OnHoii U3 OCHOBHBIX ()OPM YMCTBEHHOI
OTCTAJIOCTH SIBIISICTCS OMUTO(PEHUsI, BKIIIOYA-

I011as] HECKOJIBKO TPYIII CTOMKUX HapyILICHUH
WHTEJUIEKTa BCIIEICTBUE HENOPa3BUTHS MO3ra
B PaHHEM BO3pacTe ¢ 4acToToit 2-3 % [14].

Haunbonee yacteiM e )eKTOM 3peHUSI SBIIS-
€TCsl MUOTIHSL, JINIIAOIIAs TPYI0CIOCOOHOCTH,
00 3HAYUTEIFHO OTPAHWYUBAIOIIAS €€ B MO-
JIOZIOM MJIU 3PEJIOM BO3pPAcTe U OTHOCAIIAsICS K
IpyIIIe I1a3HbIX 00Je3Hel ¢ HacIeCTBEHHON
MIPEIPacIoIOKEHHOCTRIO [7]. BpokaeHHBIE
KaTapakThl COCTaBIAOT okoso 10% ot kara-
PaKT Pa3IMYHON ATHOJIOTHH, CPEAM TNPUYUH
CJIETIOTHI Y JIETeH Ha JOJI0 BPOXKJICHHBIX KaTa-
pakT npuxoaures 13,2-24,1%, cpeau nmpuuuH
cnabosugenns — 12,1-13,4%. Hacnencteen-
HBIe (DOPMBI KaTapakT cOCTaBISIOT 25-33 % oT
BPOXKJICHHBIX KaTapaKT U 9aCTO BCTPEUAIOTCS Y
HECKOJIbKUX YJICHOB OMHOM cembu [11].

BcemupHble KOMIUTEKCHBIE MEIUIIMHCKHE
OCMOTpBI TIO BBIABICHUIO HAapyLICHUH Ciy-
Xa, TIPOBEJIEHHBIE B PA3JIMYHBIX 30HAX, MOKa-
3anu, 9to Oomnee uyeM y 6% HaceneHHus oOHa-
PYKEHbI I3MEHEHUSI CITyXOBOW (DYHKIIMH, TIPH-
geMm y 0,65-2% 13 HHUX BBISIBICH HEaJeKBaT-
HbIN ciyX. PactipocTpaHeHHOCTh BPOXK/IEHHOU
TYTOyXOCTH U ITyXOThI cocTasisieT 1:650-1000
HOBOPOXKJICHHBIX [5].

VYuuThiBas 3HAYUTENBbHYIO POJIb aHOMAIUM
IIHC u opraHoB 4yBCTB B MJIQJIEHUYECKOH H
JIETCKOW CMEPTHOCTH, WHBAJINWAM3ALUH, COIH-
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QJIPHOH Je3ajanTaluy, MEAUKO-TeHEeTHYECKOe
n3ydeHHe JAHHBIX MaTOJOTHI SBISETCS] HEOO-
XOOUMBIM JId UX aJJ€KBATHOTO JICUCHUA U KOP-
pextHOU mpodumakTuKu. C 3TOH IeNbI0 HAMU
MIPOBEACHO TOMYISHOHHO-TeHETHYEeCKoe 00-
ciefoBaHue aerckoro Hacenenus [lupeaHckoi
30HBI A3epbaiipkana B Bozpacte 70 14 jet.

MaTepI/IaJ'IBI U METOAbI I/ICCJ'[e)IOBaHHﬁ

Marepuai coOpaH B SKCHEAUIIMOHHBIX YCIIO-
BHSIX B CellaX M B pallOHHBIX IieHTpax KoOycTan-
ckoro u AxcyuHckoro paifoHoB lllupBanckoit
30HbI B niepuox ¢ 2005 mo 2010 rr. JIns BbIsB-
JieHUs1 OOJNIbHBIX C BPOXKIICHHOM UM HACJIEICTBEH-
Holi narosorueit LIHC, opranos ciyxa u mas uc-
nosb3oBanbl criucku BTOK IIPB. B cenax npu
TIOZIBOPOBOM 00XO7ie ceMel MPOOaH/I0B COCTaB-
JIEHBI POJIOCIIOBHBIE U IIyTE€M I'€HEaJIOIrHYECKOro
aHam3a JUPPEepeHIIMPOBAHBI CITyYan BPOXKIICH-
HBIX TIOPOKOB M HACIIE/ICTBEHHBIX 3a00JICBaHHH.

@DEeHOTUNNYECKHE YacTOThl BBISBICHHBIX
MaToJIOrui onpeneiieHsl no Meroauke Jiu Y.
[6]. HOCTOBEPHOCTh pa3IUYMi BBIYUCIISIIACH
C HCHOJIBb30BaHUEM KPUTEPHS «XHU-KBaIpaT».
[Ipu omeHke AOCTOBEPHOCTH Pa3IUYUN MEX-
Ny CpelHUMHU apu(pMETHIECKUMH JIBYX BBIOO-
POYHBIX COBOKYIHOCTEH HCIOJIb30BaH KpUTE-
puit CteronenTa [4].

45

Pe3yabTarhl uccie10BaHuii
U UX 00Cy:KIeHne

[Io ycraHOBIEHHBIM paHee pe3yJabraraM
HOIYJIALUOHHO-TEHETUIECKUX HCCIIENI0BA-
HUM, TIPOBEIEHHBIX CpeIu JETCKOTO Hacee-
Hus [IlupBaHCcKoO 30HBI, B AXCYHHCKOM paiio-
He cpenu 13105 npokuBaOIUX 34€Ch ACTEH y
114-tu oOHapyxkeHbI 22 HO30J0THYECKUE (Op-
M1, B KoOycTanckom patione cpeau 12249 me-
Teit y 118-tu — 23 dopmsl [2].

Benymmmu matoiorusiMu - cped  3aperu-
CTPUPOBAHHBIX HACJEICTBEHHBIX U BPOXKICH-
HBIX Martoyoruil sBisttorcst Hapymenus LIHC
M OpraHoB 4yBCTB (cimyxa u 3penus) [1]. Ilpu
9TOM B AXCYWHCKOM paiioHe Hapymrenus [[HC
cocraBisiloT 66,07%, B KoOycraHckom paiio-
He — 80,95%. AHomanuu ciyxa B AXCyHHCKOM
paiioHe peructpupoBainch ¢ yactoroi 10,71 %,
NaToJIOruu 3peHus — ¢ yactorod 23,21%. O6-
parHasi kapTuHa HaOmonaercs B KoOycranckom
paiioHe, IIe aHOMAJIMK ClIyXa BCTPEYAOTCS Ya-
e — 12,7 %, Hapymenus 3penust pexe — 6,35 %.

Haubonee oOmmpHO npeacTaBieHa CTpyK-
Typa 3adoneBanuii [THC coBMecTHO ¢ HapyTre-
HUSIMH YMCTBEHHOT'O Pa3BUTHS — A0 8 KIMHU-
yeckux (OpM B KaXKAOM oOcieayeMoM paiio-
He (PUCYHOK).
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Yacrora, %

5 6 7 8 9 10

0 1 2 3 4
Hapywenna ITHC
—t— Axcy —o— KoGycman

Hapywenus [{HC u opeanos uyscme 6 LLlupsarnckoii 30ne Azepbaiiosxcana:
1 —0yn; 2 — onueopenus; 3 — snunencus, 4 — suyegharonamusi; 5 — 6posicoenHasn 2uopoyeghanus;
6 — spina bifida, 7 — umbeyunbHocmy,; 8 — yMCMEEHHAS, OMCMANOCHbL COBMECHTHO C ACMUSMAMUIMOM,
9 — YMCMBEHHAs OMCMAIOCHb COBMECHIHO C 8POACOCHHOU 2yXOHemomot, 10 — cuHOpom KOKKeliHa
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Cpenn mapymenuii [[HC Bemymee mecto
3aaumaet JILI1, omurodpenus, >unedanoma-

s U Spina bifida, xapakrepusytonuecs: BbI-
COKOH (PEeHOTHITMYECKON YacTOTOM (TabnuIa).

®enorunmueckne yactotel Hapymenuil [{THC B 1lIupBanckoii 30ue pecryOmuku, %

HasBanue narosornu AxcyuHckuii paiion | KoOycranckuii paiion

JIT (BITP, AP, M®) 0,1145 0,1388
Omurodpenust (BIIP, AP) 0,0458 0,0735
Omunencus (BITP, AP) 0,0153 0,0245
Dunedanomnarus (BIIP) 0,0305 0,0571
YO + BpoxnenHas rimyxonemora (BIIP, AJl) - 0,0571
NmbermbensHOCTS (HeMoTa) (MD, AP) 0,0153 -

Spina bifida (BIIP) 0,0382 0,0408
YO + acturmarusm (BIIP) 0,0153 -

Bpoxnennas runaporedanus (BITP) 0,0076 0,0163
Cunnpom Koxkeiina (AP) - 0,0082

[Ipumevanue: YO-—yMcTBEHHas OTCTANOCTh, AP —ayTOoCOMHO-periecCHBHOE 3a00J1eBa-
Hue, A/l — ayTrocoMHO-10MHHAHTHOE 3a00eBanue, M® — mynbTH(haKkTOpHaibHOE 3a00JICBaHUE,

BIIP — Bpoxx1IeHHBIM MOPOK Pa3BUTHA.

Hapsany c¢ BpoXIeHHBIMH TOpOKaMH paz-
BUTHs OoJiee MOJIOBUHBI MEHICIMPYIOLIUX 3a-
oomeBannii [[HC cocrammsitor maronmoruu ¢
ayTOCOMHO-PEIIECCUBHBIM THUIIOM Hacje0Ba-
HUSL, YTO XapaKTEPHO JUIs HACEJICHUSI C BBICOKHU-
MH 3HAQUEHHMSMH KPOBHOPOJCTBEHHBIX U DHJO-
raMHbIX OpakoB 1 KodunrenTa nHOpUANHra.

Hano orMeTuTh, 4TO CHHAPOMAJIbHBIC HA-
pywenust [THC BcTpedaroTcst JOBOJIBHO PEIKO.
JlocToBepHOCTh pa3inyuil MONY4YEeHHBIX JaH-
HEIX 10 HapymeHusM [{THC mo paitonam He BBI-
sieieHa (y>> 0,05; P> 0,05).

BpoxkneHnHnas miyxoHemMoTa KaK HECHH-
JPOMAaJIbHBIN MOPOK BCTPEYAETCsl BO BCEX 00-
cleqyeMbIX paiioHax 30HBL [Ipu coctaBneHun
POZIOCTIOBHBIX OIPEJENIEH €r0 BPOXKIAECHHBIMH,
MyNbTH()AKTOPUAIbHBIH M ayTOCOMHO-peLec-
CUBHBIN TuN HacienoBaHus. [Ipu s3Tom B Ax-
CYUHCKOM paiioHe (eHOoTHNHUYecKas 4acToTa
3aboneBanms cocrapusier 0,0610% , B KoOy-
cranckoM — 0,0653 % . JlocToBepHBIX pa3iu-
YU 0 aHOMAJIUSAM CITyXa TakKe He YCTaHOB-
aeno (>> 0,05; P> 0,05).

B KoOycranckom paiioHe 7 aereid crpaia-
JU CUHAPOMAJIBHON ITIyXOHEMOTOM, BCTpeda-

IOIIEICS COBMECTHO C YMCTBEHHOM OTCTano-
CTBIO (CM. TAOIHITY).

Cpenu aHoManuil 3peHusl JUarHOCTUPOBA-
HbI HECKOJIbKO KJIMHHYECKHUX (OpM, IO TOIy-
YEHHBIM pe3yabTaTaM KOTOPBIX CPEH MOMYIIs-
U PalilOHOB OOHAPYXEHO JIOCTOBEPHOE pas-
mague (x> < 0,025; P < 0,05). Tak, B AXCyuH-
CKOM paiioHe BbIABICHO 13 nereil ¢ Muomnuen
o0oux mia3 ¢ yacroror 0,0687 % u BpoxkIEH-
Hol karapakToii — 0,0305 % . B KoOGycranckom
patioHe oOHapy»xeHo 4 nerell ¢ MHOTIHEH 00e-
ux a3 (0,0082 % ), BpoxkIeHHOW KaTapaKToi
(0,0163 % ) u peruroGacTomoit (0,0082 % ).

Takum o6pazom, B IllupBaHCKOI 30HE
AzepbOaiimkana cpeau 119 GonbHBIX neTel ¢
14 Haclie/ICTBEHHBIMU U BPOXK/ICHHBIMHU 3a00-
neBaamsvu [THC u opranos uysctB 71,43 %
MIPUXOJUTCS HA MEHJCIUPYIOIINE MaTOIOTHI
C ayTOCOMHO-PEIICCCUBHBIM THUIIOM HACIEH0-
BaHHUs, YTO OOBSICHSETCS BBICOKOM YacTOTOM
KPOBHOPOJICTBEHHBIX OpakoB Cpely pOjuTe-
Jieit mpoOaHI0B, XapaKTePHbBIX ISl HCCICIye-
MO¥1 30HBI PECITyOJIUKH.

[TomyueHHBIE pe3yabTaThI OMYASITHOHHBIX
WCCIIEIOBAHUN C JTaJIbHEUIIMM COCTaBICHUEM
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perucTpa HO30JIOTHA W OONBHBIX HEOOXOIH-
MBI JIJISl TIEPCIIEKTUBHOTO M PETPOCIIEKTUBHO-
o MEAUKO-TECHETUYCCKOI0 KOHCYJIbTUPOBAaHUS
atux cemeit. Kpome Toro, 3To BaskHO Jid Aua-
THOCTHUKH W OpTaHW3aIliH MPABHIBLHOTO JIede-
HUS M TIPOQUIAKTUKHA YKa3aHHBIX MATOJIOTHH,
BKJIIOYAsT TIPEHATAIBHYIO TUArHOCTHKY TLIONA
B CeMbsX, BXOAAIINX B TPYIITY PUCKA, U TEM
CaMbIM CHUIKCHUA POKAACMOCTHU 6OHI)HI)IX Je-
Tel U UX CMEPTHOCTH.
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INFRINGEMENTS OF THE CENTRAL NERVOUS SYSTEM
AND SENSE ORGANS AMONG THE POPULATION
OF SHIRVAN REGION OF AZERBAIJAN
Akbarova G.H.

The Baku State University, Baku,
e-mail: akperova_science@mail.ru

Medical-genetic researches on revealing infringements CNS and sense organs among
the population of Shirvan region of Azerbaijan are carried out, types of inheritance of
pathologies are established. Among 119 patients with 14 hereditary and congenital diseases
71.43% at monogenic pathologies with autosome-recessive type of inheritance that speaks
consanguineous marriages among parents of the probands.

Key words: The central nervous system, sense organs, consanguineous marriages, type

of inheritance
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