MEJUIIMHCKUE HAYKU

YJK: 616.155.16

27

HAPYIIEHUS IIEHTPAJIbHOM HEPBHOM CUCTEMbI 1 OPTAHOB
YYBCTB CPEJU OIYJISILIMU MYT'AHCKOM 30HbBI
A3BEPBAUJIKAHA
I'.A. AkniepoBa
baxunckuii I'ocyoapcmeennviii Yuusepcumem, baky, Azepbatioocan

Cpenu HacedeHuss MyraiHckoil 30HbI A3epOaiilkaHa NpoOBeleHbI MeTHUKO-
reHeTu4yeckue McciaeqoBaHusA Mo BhisBjieHnio Hapyuenuii [IHC u opranos
YyBCTB, YCTAHOBJIEHBI THNBI HAcJeq0BaHuA natosoruii. [lyrem muroreneru-
YeCKOr0 aHajiu3a WICHTH(UIMPOBAHBI KAPHOTHIBI 0OJBHBIX CHHIPOMOM
Kunaiingeanbtepa. Cpenn 352 60abHBIX ¢ 21 HacJeACTBEHHBIMA U BPOXKIEH-
HBIMH 3200JIEBAHUSIMHU 0O0JIBIIASL YACTh MPUXOAUTCH HA MOHOTE€HHBbIE MATOJIO-
THH C AYyTOCOMHO-PENeCCHBHBIM THIIOM HACJIEA0OBAHUS, YTO OOBACHAETCS
KPOBHOPOACTBEHHBIMH OpaKkaMu cpeau poauTeseil Npo6aHaIoB.

KiaroueBnie ciioBa. HacJieICTBEeHHbIE H BPOXKICHHBIC 3200/1€eBaHMs, KPOBHO-
POACTBCHHBIC 6pa1m, THII HACJIEIOBAHUSA, IMTOreHeTUYECKU aHAIU3.

OpHOWl W3 TEPBOCTENCHHBIX MPOOIEM
COBPEMEHHOTO  3J[PaBOOXPAHCHUS  SBIISIOTCS
BKJTFOUAOIIE 3200JICBaHUS PA3INYHOTO TeHe-
3a HEBPOJIOTMYECKHUE PACCTPOICTBA M HAPYIIIe-
HUsI OPTaHOB YYBCTB, BEAYIIHE K WHBATHM3A-
WA W CONHMANIBHOW mu3aganTanuu. JleTCKuit
nepebpansubiit mapamuy (IIIIT), srnedanomna-
THs, onuroppenus, smuencus u Spina bifida
SIBJISIFOTCSL TIPUYMHON BBICOKHMX YpOBHEW JeT-
CKOW MHBAJIMJHOCTH, MJIQJICHYECKOU CMEpPTHO-
CTH, KOTOpbIE MOTYT JCTCPMUHHUPOBATHCS
B3aUMOJICHCTBUEM TEHETUYCCKHX W BHEUTHUX
¢axropos [2, 3,7, 8,9, 11, 12, 14].
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JeTell poKIAIoTCa C TIIyOOKOW moTepei ciy-
Xa, TPU ITOM CBBILIE IIOJOBUHBI IPEIHUH-
TBaJIBHON TIIyXOTBI SIBJISIETCS TE€HETHYECKOM,
HanboJiee YacTo — ayTOCOMHO-PELIECCUBHON H
HecuHApoManbHOW. HeOonpmold  mpoumeHT
IPEIUHIBAJIbHOM TIyXOThI SBISIETCS CHHAPO-
MaJIbHOW WJIM ayTOCOMHO-IOMHHAaHTHOH He-
cuHapomanbHoii [13, 15].

AHOMaJIUU 3pEHUs ABISIIOTCA OJHUMHU
U3 OCHOBHBIX HHBAJIMIU3UPYIOLIUX I1aTOJIO-
THUYECKUX COCTOSIHUH, CPEeAN KOTOPBIX Haubo-
Jjee XapakTepHbl MMOIMSA, OTHOCSILASCSI K
TPYIIEe TIa3HBIX O0JIE3HEH ¢ HACIECICTBCHHOU
NPEApacIoIOKEHHOCTHIO, BPOXKIICHHbBIE KaTa-
PaKThl, Ha AOJIO KOTOPBIX mpuxoautcs 13,2 —
24,1% npuunH CIEHOTH y aeTel, U cybaTpo-
¢us rnas, ABISMIOMA’ACS MYJIbTHQAKTOPUAIb-
HBIM TTopokoM [10].

OnpeneneHrue 4acTOTHl pacpocTpaHe-
HUS yKa3aHHBIX aHOMAJHH, YCTaHOBIJICHUE
TWTIA HACJIEZIOBAaHUS W TOCIENYIOIIee COCTaB-
JICHUE PETrHCTpa JaHHBIX 3a00JIeBaHUN IS
KQXKIOW TOMYJIALUN B OTJCIBHOCTH SIBIISETCS
HEOOXOAMMBIM YCIIOBHEM B NMPOQPUIAKTHKE U
CHIDKEHUH BCTPEYAaEMOCTH JTAaHHBIX 3a00JieBa-
Hui. C 3ToM 11enbl0, HAaMU MPOBEIACHBI MEIU-
KO-TEHETHYECKHE UCCIIEOBaHUS B HEKOTOPBIX
patioHax MyraHCKo# 30HBI A3epbaiimkana.
Matepuanbl 1 MeTOBI HCCIETOBAHMIA
Martepuan coOpaH B SKCIEIUIIMOHHBIX
YCIIOBUSIX B Cellax M B PAaWOHHBIX IIEHTpax
CaaTnmHCKOTO, CanpsHCKOTO, Ann-
Baiipamnuuckoro n Jxanmmiabagckoro pam-
OHOB MyraHckoii 30HbI B nepuog ¢ 2005 mo
2009 rr. [ns BeIABACHHS OOJIBHBIX C BPOXK-
JICHHOU M HacaeacTBeHHoM naTtonoruen [THC,
OpPTraHoB CITyXa W IJIa3 UCIOJIb30BAHbI CITUCKU
BTOK LPB. B cenax mpu moaBopoBoM 00X0-
ne ceMed mpoOaHIOB COCTaBJICHBI POIOCIOB-
HbIE W IIyTeM T'CHEAJOTHYSCKOTO aHaju3a
mudGepeHIUpPOBaHl  CIydan BPOXKICHHBIX
MTOPOKOB M HACJIEJICTBEHHBIX 3a00JICBaHIIA.
[Ipu cnyyasx momo3peHHs HA CUHAPOM
Kiaitndenbrepa mpoBeneH MHUTOTCHETHYC-
CKA{ aHaJN3 C WCHOJH30BAHWEM METOAHKH
OTIPE/ICTICHHSI TIOJIOBOTO XPOMAaTHHA B COCKO-
0ax cIu3UCTON 000JIOYKH POTOBOM MOJIOCTH C
BBISIBJICHHEM XPOMATHUH-TIONIOKHUTEIHHBIX HH-
TepdaszHbIx saep (OykBaibHbIN TecT) [6].
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DEHOTUIINYECCKUE YaCTOThl BBISBIICH-
HBIX MATOJIOTUI OMpeIeNIeHbI 110 MeToAuKe JIn
Y. [5]. JocTOBEpHOCTh pa3Iu4Mii BBIYHCIIS-
Jach C UCIOJb30BAHUEM KPUTCPHUS «XU-
kBaapar». IIpu olleHKe MOCTOBEPHOCTH pa3-
JIUYUANA MEXAY CPEOHHUMH apUPMETHUCCKUMHU
JIBYX BBIOOPOYHBIX COBOKYITHOCTECH HCIIOJNb-
30BaH kputepuii CteiozeHTa [4].

Pe3yabTarsl uccaeq0oBaHui

Pe3ynbTaThl MEIUKO-TEHETUUECKUX HC-
CJeIOBaHMM, paHee MpoBeleHHbIE B MyraH-
CKOH 30HE, TIOKa3aJii BBICOKYIO YacTOTy pac-
MPOCTPAHEHUSI CPENH TOMYJISAIUA aHOMaTHI

IHHC, xotopsie mpeacraBieHsl Hanbomnee 00-
mupHO — 16 HO30M0rMYecKuMH (hopmamu [1].
Hekotopele U3 JaHHBIX KIMHUYECKUX IIPOSIB-
JICHUH BCTPEYAIOTCS COBMECTHO C Hapylie-
HUSIMHM OpPTraHOB YyBCTB, CPEIU KOTOPBIX Ipe-
BAJIMPYIOT HECHUHIPOMAJbHBIE HAPYIIECHUS
cinyxa. Cpeau Hapymenuit LIHC Benymee me-
CTO 3aHUMaET ONUTOPpeHHs, SHIEdaTonaTus,
snunencus u JIII, xapakTepusytoiyecs Bbl-
COKOH (pEHOTUITUYECKON YaCTOTOH, PU ITOM
HanOoJblIee 3HaUYCHUE MO BCEM HO30JIOTHYe-
CKMM (popMaM JTaHHOW MATOJIOTHH OOHapyke-
Ho B Anmu-baiipamiamnHckoM paiione (tadm. 1).

Tab6muma 1

Denorunuyeckue yactorbl HapymeHuii [IHC B Myranckoii 30He pecny6aunku, %

IMaTosiorus (THN HACTETOBAHMA) Caatabl CanbsiH Jokanunadan Aunu -Baiipamabl
JUIT (BITP, AP, M®D) 0,0429 0,0123 0,0067 0,0196
Omurodpenus (BITP, AP) 0,0286 0,0154 0,0200 0,0266
Omunencus (BIIP, AP) 0,0200 0,0169 0,0100 0,0224
Duuedanonarus (BITP) 0,0046 0,0123 0,0050 0,0126
YO + BpokaeHHas [ITyXOHEMOTa 0,0046 0,0062 0,0050 0,0112
(BIIP, AZT)

Dunedanonatus + 0,0031 - - -
riayxonemora (BITP, AJT)

JIByXCTOPOHHHI KaXIHaPHBIA HEB- 0,0028 - - -

put (M®)

CenconeBpasbHas riyxora (M®) 0,0028 - - -
NmbenmibHocTh (Hemora) (M®, 0,0028 0,0077 0,0017 0,0084
AP)

Muxkpouedanus (BIIP) 0,0028 - - -
Bpoxaennas ruaponedanus (BIIP) 0,0046 0,0046 - -
Spina bifida BIIP) 0,0046 0,0138 0,0033 0,0182
Cunpapowm Jlopenca-Myna-bapae- 0,0028 - - -
Bbupist (AP)

Cungpom Tomcona (BIIP) - - 0,0100 -

YO + acturmatusm (BIIP) - 0,0077 - -
Cunapom Knaitndpensrepa (XXY) - - 0,0070

Ipumeuanue: YO

— YMCMEEHHAs omcmanocnmb,

Al —

OemcKuil  yepeOpaibHblll  napaiuy,

AP - aymocommno-peyeccusnoe, A/l - aymocomuo-oomunanmuoe, M® — myrsmugakmopuanvroe

Hacnedosanue, BIIP — apooicoennulil ROpoK pazeumus

B crpykrype 3aboneBaemoctn IIHC
YMCTBEHHAsI OTCTaJOCTh BCTPEYAETCS COBME-
CTHO C BPOKACHHOU TTyXOHEMOTOU MOBCEMeE-
CTHO, COBMECTHO C AaCTHTMAaTH3MOM € —
TOJBKO B CaJIbsTHCKOM paifoHE.

B Amnu-BaiipamnuHckoMm paiioHe 0OHa-
pYXeHbl mATepO OONBHBIX C CHHAPOMOM
Knaiingenbrepa ¢ kapuotunom 47, XXY.

Hamo ormetuTh, YTO CHHApPOMANBHBIC
HapymeHuss [[HC BcTpewatroTcss 1OBONBHO
penko. J[oCTOBEpHOCTh pa3iWyMid TOTy4YEH-

HBIX AaHHBIX o HapymenusMm [{HC mo paii-
oHaM He BbisiBIeHa (x>>0,05; P>0,05).
BpoxeHnast TIyXoHEMOTa KaK HECHH-
JIPOMAITBHBIA MTOPOK BCTPEYAETCS BO BCeX 00-
clenyeMbIX paiioHax 30HBL [Ipm sToMm, B Ca-
aTJIIMHCKOM palioHe (heHOTHUITUYECKasl YacToTa
3a0oneBanus cocrasiateTr 0,0200% s Canbsn-
ckom — 0,0123%, B Ixanumabaackom —
0,0117%p Anu-batipamauackom — 0,0224%.
YCTaHOBICH BPOXICHHBIN, MYJIbTU(AKTOPH-
aJbHBIA U aAyTOCOMHO-PELIECCUBHBIN THI Ha-
cnenoBanus. B CaarnuHckOM paiioHe oOHa-
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py)KeHa BpPOXKICHHAs TIIyXOHEMOTa, SBIISIO-
IIasICsl CIICICTBUEM paclIeInHbI Heba ¢ YacTo-
toit 0,0028%u BpOKIECHHBIM U ayTOCOMHO-
JOMHHAHTHBIM THIIOM HacjeoBaHus. Jlocto-
BEPHBIX Pa3IMYMil 10 aHOMAJIHSAM CyXa Tak-
e He ycraHosieHo (y°>0,05; P>0,05).

29

Cpenn aHOManuMii 3pEHUs] TUATHOCTH-
POBaHBI TPH KIMHUYECKHE (HOPMBI, TIO TOIY-
YEHHBIM pe3yJIbTaTaM KOTOPBIX JOCTOBEPHBIX
pasmuunii He oGHapyxero (y° >0,05; P>0,05)
(Tabm. 2).

Tabmuua 2

DeHOTHNINYECKHE YACTOTHI BPOKIEeHHBIX MOPOKOB 3peHusi B Myranckoii 30He pecnydunku, %

Maronorus (Tunm Haciae- | CaatJbl CaubsH Jxamnnadan Aun -Baiipamibl
JI0BaHMSA)

Muomnus 06eux ria3 (AP) 0,0171 0,0100 0,0100 0,0252
Bposknennas katapakra 0,0333 0,0185 0,0083 0,0196
(AP)

Cy6arpodus ria3z (M) - - 0,0017 0,0014

Takum oOpa3zom, B MyraHCKoil 30HE
AzepbOaitmkana cpenu 352 6onbHBIX ¢ 21 Ha-
CJIC/ICTBEHHBIMU W BPOXKJICHHBIMU 3a00JieBa-
Husimu 38,1% npuxoaUTC Ha MEHACIUPYIO-
[IMe TIATOJIOTHH C ayTOCOMHO-PEIECCHBHBIM
TUTIOM HACIIEOBaHUs, YTO OOBSCHSACTCS OII-
pEeIEeNeHHON YacTOTOM KPOBHOPOJICTBEHHBIX
OpakoB cpenw pomutenei mpodanmoB. Ilo-
mo0OHast SMUACMHUOINIOTUS HACICICTBECHHBIX U
BPOXICHHBIX 3a00JICBaHUN B OTIEIBHO B3S-
TOM PETHOHE SIBJISETCS BRKHBIM WHCTPYMEH-
TOM OITUCAHUS YPOBHS TEHETHYECKOTO 3]10PO-
Bbs TOIMYJISIIAN U TIO3BOJISIET YTOYHUTH IIeIie-
co00pa3HyIo CTPYKTYPY MEINKO-
TeHETHYECKOW TIOMOIIIN B PETHOHE.
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INFRINGEMENTS OF THE CENTRAL NERVOUS SYSTEM AND SEN SE ORGANS
AMONG THE POPULATION OF MUGAN REGION OF AZERBAIJAN
G.H. Akbarova
The Baku State University, Baku, Azerbaijan

Medical-genetic researches on revealing infringdm@NS and sense organs among the
population of Mugan zone of Azerbaijan are caroet| types of inheritance of pathologies are
established. Karyotype of patients by Klinefeltgndrome by the sytogenesis analysis identi-
fies. Among 352 patients with 21 hereditary andgemital diseases, the most part at mono-
genic pathologies with autosome-recessive typaluéntance that speaks consanguineous mar-
riages among parents of the probands.

Keywords: the hereditary and congenital diseasmssanguineous marriages, type of in-
heritance, the sitogenetic analysis
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