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It is presented an overview of the results of own studies in 39 settlements of Mugan, Shirvan, Ganja and
Lenkoran-Kazakh economic regions of Azerbaijan during the period since 2005 to 2013 in this article. It was
diagnosed the types of congenital and hereditary abnormalities, installed options of inheritance and frequency
of their distribution by means of biochemical, hematological and molecular-genetic methods. The additional
analysis by Reverse Dott-Blot Hybridization StripAssay and Big DyeTM Terminator DNA methods were hold in
ambiguous clinical and laboratory results. The obtained results will make the basis of nation-wide register of
congenital and hereditary diseases and will help in the differential diagnosis and treatment.
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93EPBAIKAH PECIYBJIMKACBIHBIH TYPFBIHIAPBIHJIA KE3IECETIH TEHETHKAJIBIK ATOJIOT USTHBI
AHBIKTAYIA KEINEH/I KJIMHUKAJIBIK-3EPTXAHAJIBIK )KOHE MOJIEKYJISIPIBIK-TEHETHKAJIBIK OICTEPI
KOJIJAHY

Axkneposa I'.
Baky memiekertik yHuBepcureti, baky kanacel, O3epbaiikan

Makanana 2005-2013 sxpuinap apansirbinaa O3epbaibkan PecrnyonukacsinbiH Myras, [upsan, Jlenkopan sxone [siHka-Kazak 9KOHOMHUKAJIBIK
ayMaKTapbIHBIH 39 e/l MeKeHIH/Ie XKYPri3iIreH o3 3epTTeyiMi3IiH MoTybl OepiireH. BHOXUMUSITBIK, TeMaTOIOT USUIBIK JKOHE MOJICKYIISPIIbI-TeHETUKAIBIK
omicTep/IiH KOMEriMeH Tya maiiga O0JIFaH jKoHE XKYpe Kejle JaMbIFaH MaTOMOTHSUIAPABIH THII, TYKBIM Kyasay jKOJIapbl MEH Tapaitybl aHbIKTALbl. HakTh!
eMec KIMHUKABIK-3epTXaHaIbIK HOTIkKenepae Kocemmna Reverse Dott-Blot Hybridization StripAssay xone JIHK cexenupney Big DyeTM Terminator
omicTepi KomaHAbl. AJBIHFAH HOTIKUIIED Tya Maiina GOJIFaH jKoHE JKYpEe Kelie JaMbIFaH [aTOIOTHsIIaP/IbIH XKaBIPECITyOIHKaIBIK PETUCTPI OOIBIN Ta-
ObLIa Bl J)KOHE AXKBIPATIIAJIbI JUATHOCTHKA MEH M Ke3iH/e KOJJaHyFa MYMKIH/IK Oepei.

Mansb3abl co3nep: Reverse Dott-Blot Hybridization StripAssay, Big DyeTM Terminator, JIHK-HbI cexBeHupIey, MyTalus TUITEpi, O3epdaiikan

INPUMEHEHUE KOMIIJIEKCHOI'O KIIMHUKO-JTIABOPATOPHOT'O U MOJIEKYJIAPHO-TEHETUYECKOI'O I10/1-
XOJIA B IMATHOCTHUKE TEHETUYECKHAX MMATOJIOT Wi CPEJIA HACEJIEHUS ASEPBAMIJKAHCKOM PECIIYB-
JIMKHN

Axneposa I.
bakuncknit [ocynapcTsennsiii Yausepcurer, r.baky, Asepbaiimxan

CraTbst npeacTaBisieT co00i 0030p pe3yIbTaToB COOCTBEHHBIX HCCIICJOBAHMIA, TPOBEICHHEIX B 39 HAaceIeHHBIX yHKTaX MyraHnckoi, IlInpBaHckoii,
Jlenxopanckoit u I'iHpka-Kazaxckoil 5KOHOMIYECKHX pernoHoB Asepbaiiukanckoil Pecrry6miku B mepron ¢ 2005 o 2013 rr. C moMoIpio KoMIIekca
OMOXMMHIYECKHX, TeMaToJIOTHUECKUX M MOJIEKYJISIPHO-TeHETHYECKHX METOJIOB JHArHOCTUPOBAHBI THIIBI BPOXKICHHBIX M HACIEIACTBEHHBIX MaTOJIOTHI,
YCTaHOBJICHBI BAPHAHTHI HACIIEAOBAHUS M YaCTOTA HX pacipocTpaHeHus. [Ipy HeoIHO3HAYHBIX KIMHHUKO-JIa00paTOPHEIX pe3ysbTaTax IPOBEIEHbI IOMOI-
HUTENbHBIE aHaM3bl MeTofamn Reverse Dott-Blot Hybridization StripAssay u Big DyeTM Terminator cekenuposanus JJHK. ITomydennsie pe3yapraTst
COCTaBsT OCHOBY OOLIEPECITyOIMKAHCKOTO PErHCTPa BPOXKACHHBIX M HACIIECTBEHHBIX [IATOJIOTHH M IOMOTYT IpH JuddepeHIrantbHOl AMarHOCTHKE U
JICUCHUH.

KimioueBsbie ciioBa: Reverse Dott-Blot Hybridization StripAssay, Big DyeTM Terminator, cexBenuposanue JJHK, Tunsr myrannii, A3epOaiipkan

HAYYHO-TPAKTUYECKNA MELAVLMHCKUN XKYPHAT



Vcnonb3oBaHue 3MUAEMUOIOTHUECKOr0 MOAX0/1a COB-
MECTHO C KIMHHUKO-Ta00paTOPHBIMU M MOJIEKYJISIPHO-TEHE-
TUYECKMMU METOaMHU HCCIEOBAHUS B IOCIEAHUE TOIbI
nprodpeTaeT 0co0yI0 aKTYaJIbHOCTh M OIIpe/eNsieTcs HeoO0-
XOJJMMOCTBIO Pa3padOTKH aJJeKBATHBIX MPO(UIaKTHYECKUX
MIPOTpaMM C YYETOM TEPPUTOPHAIBHBIX 0COOCHHOCTEH Ia-
TOJIOTHU.

[TomynsMoOHHO-CTaTUCTHYECKUH aHalM3 OOIIeH |
cre(HUIecKUX YacTOT BPOXKJICHHBIX TOPOKOB M Haclell-
CTBEHHBIX 3a0oyieBaHU, TNpoBeneHHbIX B lllupBanckom
okpyre, CaartnuHckoM, CanbsHCKOM paiioHax ApPaHCKOTrO
pernona, AxcynHckom wu KoOycranckom pabionax Illup-
BaHCKOTO pernoHa, Kazaxckom, AkcraduHckom, Tayzckom
paifonax I'thmka-Kazaxckoro pernona n Jxannnabaackom
paiione Jlenkopanckoro peruona B 2005-2013 rr., ocHOBaH-
HbIY Ha uccnenoBannu criuckoB BTOK LIPB, zanuceit menu-
LUHCKNX KapT ¥ JOMOJHUTEIbHON MH(OPMAIHH, TTOy4YeH-
HOW B XOJIe TOABOPOBBIX OMPOCOB, MO3BOJIMI YCTAaHOBUTH
11 momoOHbIX 3a00neBanuil. Cpeu HUX JHIUPYFOIIUMHE T1a-
TonoruaMu sBistorcs HapyieHust LIHC u opraHoB uyBCTB,
COCTaBJISIONME B OKOJO 62%, W HACJIeACTBEHHBIE 3a00IIe-
BaHUS KPOBHU, B COBOKYIHOCTH, 3aHuMaromue 17,5%-31o
XapakTepHble 11 AzepOaiipkaHa TanacceMust, reMo(puns,
nedumr GepMeHTa TITOK03a-6-hocdaraernaporeHassl u
CEepIIOBU/IHO-KJIETOYHAsl aHEMHUSI C YaCTOTOH BCTPEUaeMoc-
™ 5,93%, 1,86%, 7,62% 1 2,09%, COOTBETCTBEHHO.

Cormnacio cnuckam BTOK LIPb u nanueim Tocy-
napcrBenHoro Kommrera nmo Crarucrtuke, Hambosiee pac-
MIPOCTPaHEHHBIMU B A3epOaiijikaHe HO30J0THIeCKUMH
¢dopmamu cpenn Hapymenuid LITHC ssnstores LT u on-
nedanonarus, KOTOpble 10 CBOSH MPUPOJE MOTYT OBITh Kak
MYJBTH(AKTOPHAIBHBIMU, TaK U BpOXaeHHbIMU [1]. BBu-
Jy TOTO, 4TO JAMAarHOCTHKA HEBPOJIOTMYECKHUX HapyIICHUH
B pPaHHEM BO3pacTe HEpeIKO 3aTpylHEHa BCIEJCTBHE He-
YETKOH KapTUHBI CHMOTOMOB, COBMECTHOE UCIIOJIb30BaHUE
OMOXMMHUYECKUX U MOJIEKYJISIPHBIX METO/IOB MCCIIET0BAHMS
HEOoOXOMMO JUISl TIOCTPOEHHS aJeKBaTHOW Teparuu Lepe-
OpaJsIbHBIX HapylIeHUH U uX npoduirakTuku. C 3TOMH 1eIbio
HaMH OIPEACISUINCh OMOXMMUYECKHE MapKepbl HOpaxe-
HUsI HEpBHOH TKaHM y OoibHBIX ¢ JILIT u sHuedanonaru-
el — CBOOOIHBII BHYTPUKJICTOYHBIA MATHUN ¥ JTUITHTHBIN
CIIEKTp KJIETOYHBIX MeMOpaH, BIUSIONINE Ha MeMOpaH-pe-
LENTOPHbIE ¥ HEHPOTPAHCMHUTTEPHBIE CBSI3M M MO (DU-
LUPYIONINE TPaHCMEMOpaHHBIN TPAHCIOPT MOHOB M akK-
THUBHOCTH TIEPEKHCHOTO OKHCIICHHS JIMIUJI0B. MeMOpaHsbl
SPUTPOLUTOB OTPANKAIOT HOPMATBHYIO U IATOJIOTUYECKYIO
(YHKIIMOHAIBHOCTH MEMOpaH JIPyruX TKaHEH ¥ OpraHoB U
4acTO UCHOJIB3YIOTCS JUIsl U3yYEHHsI NPOLECCOB, MPOUCXO-
JSIIIUX B opranusme, a npu JIL[IT u sunedanonariu cHuxka-
ercs 1e()OPMUPYEMOCTh MEMOpaH M YBEIWYMBACTCSl KOH-
LEHTPAIHs] KOHEYHBIX POAYKTOB NEPEKUCHOTO OKUCIEHUS
JIMMIUAOB B masme [2].

Cpenu Bcex TunoB Hapymenuit I[THC, 3apeructpu-
POBaHHBIX B XOJI¢ MCCIEJOBAaHUI, YaCTOTa BCTPEUAEMOCTH
JUIT n sHedanonarnu B 00cIeayeMbIX pernoHax peciyo-
nuku coctaBuia 17,13% u 13,12%. 13 196 6onbabix ¢ JJLIT
n sHuedaonarue, BEISIBICHHBIX paHee, cpean 92 nereit
oboero nosia B Bo3pacre 1,5 Mecsina-7 eT npoBeIieHbl KOM-
TUIEKCHBIE KIIMHUKO-OMoXumudeckue uccienosanus. Oto-
Opano 47 nereit ¢ pazusiMu Gpopmamu LI (ot nerkoit 1o
TsDKeNol) U 45 — ¢ mepuHaransHOH SHIeanonarneii. B ka-
YeCTBE KOHTPOJIBHOW TPYIITEI aHAJIOTUYHO OOJIBHBIM JIETSIM
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o0cIe0BaHbl OTHOCHTEIBHO 37I0POBBIC JeTH (38 denoBek)
AHAJIOTUYHOTO BO3pacTa 000ero moja 0e3 HEBPOJIOTHYEC-
KHUX HapyIllIeHU.

YeranosneHo, uro y nereit ¢ JIUIT u sHedanonarueit
JIOCTOBEPHO YBEIIMYUBAJICS YPOBEHb CBOOOIHOTO XOJICCTE-
puHa u 3upoB xonectepuHa 1m0 3,66+0,44, 1,49+0,12 r/n
u 4,47+0,75, 1,16+0,09 r/m, COOTBETCTBEHHO (KOHTPOIb -
2,5+0,11 u 1,07+0,07 r/m). YpoBeHb OOLIMX JIUIUIOB B MEM-
OpaHax PUTPOIMTOB y JETeH C JaHHBIMH MATOJOTHUSIMU I10-
BBIIIAJICS. HE3HAYUTEIILHO IO CPABHEHHIO C KOHTPOJIHHBIMHU
3Ha4eHUsIMH (6,3+2,0 MM/im) — 7,442,51 MmM/n (mpu L) u
7,92+2,71 MM/n (ipu sHIEanonaTnm).

ConepxaHue TPUIHUIICPHIOB B MEMOpPAHHOM CIIOC Y
nered ¢ JJUIT noBermanocs 10 1,6+0,24 1/ u 10CTOBEpHO
OTJIMYAJIOCH OT KOHTPOJIBHBIX 3HaueHn# (1,01+0,2 r/m), a'y
JeTel ¢ dHIe]anonaTinell — KOJIWYSCTBO TPUTIHIECPUIIOB
cHkanocek a0 0,78+0,12 r/n. U3BecTHO, YTO yBeNHYCHUE
HEACTEpU(DUITMPOBAHHBIX JKUPHBIX KHUCIOT JI€30pTaHH-
3yeT JIMMUIHBIA OUCIION W TPHUBOTUT K HEKOHTPOJIHPYE-
MOMY NOTOKY MOHOB [3]. ¥V Gonbubix ¢ AT xommuecTBo
HEACTepU(UITMPOBAHHBIX JKUPHBIX KHCIOT MOBBIIIAIOCH
o 2,02+1,09 MM/n, nipu »HIedanonaTiu CHUXKAIACh 0
0,61+0,11 MM/n (xoHTpOINB - 0,924+0,18). Cpenn GONBHBIX
¢ Oostee TsDKETOH (hopMoii 3a00IeBaHNs BBISIBJICHO TIOHMKE-
Hue oomux dochomununos mo 1,87+0,08 r/m, 9to cBsi3aHO
C HapYIICHUEM YEPEITHO-MO3TOBOM HHHEPBAINH (KOHTPOJIb
- 3,32+0,41 t/m).

VY nereii ¢ /1L ypoBens docdaruamixonanna u goc-
dormunepunor cocrapmsut 36,5+3,1 u 15,643,2%, npu 3H-
nedanonarun — 38,3+2.5 u 15,24+3,4%, COOTBETCTBEHHO.
Takoe mOBBIIICHHE CcopepKaHus (HOCHATUAMIXOIHHA Y
OOJIBHBIX JIETEH M0 CPAaBHCHUIO C KOHTPOJIBHOW TPYIION
(28,5+1,8% u 14,7+2,0%) sBIIsIETCST KOMIICHCATOPHBIM JICH-
CTBHEM, BBUJIY TOTO, YTO TaHHAs ()PAKIIUS SBIISIETCS CTAOH-
m3aropoM (ochomumumHoro ciost. ComepikaHue 0CTab-
HBIX Qpakiuii hocdomunuaoB B MeMOpaHax dpUTPOLUTOB
CHIDKAJIOCH TI0 MEPE YTSDKEJICHUS] COCTOSHUS OOBHOTO pe-
OeHka.

[Ipu comyTCTBYFOIICH MATONOTHH, B MPOTHBOIIOIOK-
HOCTb OCTAJIbHBIM (hpakiusiM Gochoanumuos, chuHromme-
JIVH TTOBBIIIAJICS apaJIISITBFHO TSHKECTH 3a00JICBaHUS U COC-
TaBsUT B cpeaHeM 1o 19,2+3.2% (kouTpons - 8,0+0,4%),
YTO OOBSICHSIETCS BaKHOU POJIbIO COMHTOMHUEIHHA B MATO-
reHe3e pa3nuvHbIX 3aboneBanuii [[THC.

Conepxanne (GpocdaTUIHOW KUCIOTHI B IPUTPOIH-
TaXx MPH HEBPOJOTUYCCKUX MATOJIOTHAX CHUXKAIOCH IO
2,93+1,17% npu JUIT u 2,0+1,08% mnpu sunedanona-
tuu (KoHTponb - 3,13+1,4%). IlapajurensHo CHMXANIOCh
U IPOILIEHTHOE cojiep:kaHue KapauonunuHa no 2,8+0,91%
npu JJUIT n 3,32+0,6% npu sHuedanonaruu (KOHTPOIb -
4,9+1,44%).

B paHHUX UCCIEIOBAHUSIX BBISBICHA KOPPEIAIIUOHHAS
CBSI3b MEXJIY COJCPIKaHUEM CBOOOIHOTO MArHHS W JIAUJI-
HOTO cocTaBa MeMOpaH 3putpouuToB [3]. YcTaHOBIEHO,
yto netu ¢ AT u sHIedanonarueil Menn MOHMKCHHBIH
YPOBCHb CBOOOJHOTO MarHusl B dPUTPOIUTAX IO CpaBHE-
HUIO C KOHTpoJbHOU rpymmoit — 0,240,013, 0,214+0,018 u
0,27+0,02MM, cooTBeTCTBEHHO. Y AeTell ¢ dHIIe]anonaTu-
elf mpu cHIKeHuu cBoOoaHOoro Maraus 1o 0,21+0,018 MM
B OPUTPOLIUTE YBEIMYUBACTCS YPOBCHb (POCHOIUTIHIOB 10
2,82+0,43 1/, cBobomHOrO XonecrepuHa — mo 4,47+0,75
r/n, Tpurmuuepunos — no 0,78+0,12, u Heactepudumpo-
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BaHHBIX JKUPHBIX KUCIOT — 70 0,61+0,11. [Tpu AUIT Huka-
KHX TIOJIOOHBIX KOPPEIISIIMOHHBIX CBSI3¢H HE BBIABIICHO, UTO,
BEPOSTHO, CBUECTEILCTBYET O CPHIBE aJanTallMOHHBIX BO3-
MOXXHOCTEH y TOI0OOHBIX JIeTEH.

Takum 00pa3oM, YCTAaHOBJICHHBIC TOCTOBEPHBIC U3ME-
HCHHS B JIMITUTHOM CIIEKTPE KJICTOUHBIX MeMOpaH u hocdo-
JTunuaHoTO cocrasa spurporuros npu AT u sHniedano-
MaTHH y JeTel HeMOCPEACTBEHHO BIUSIOT Ha KIIMHUYECKYIO
KapTUHY 3a00JICBaHUs, CTCICHb TSDKSCTH M YMCTBECHHOC
pa3BUTHE JI€TEH, YTO AOJDKHO YUMTBIBATHCS MPHU Ha3Haue-
HUH JUTUTEIIFHOW MEeMOpPaHCTa0MIN3UPYIOIICH Teparuu.

Cpemu OOJNBHBIX C HEBPOJIOTUYCCKUMYU HAPYIICHUSIMH
MyTeM LUTOTEHETHUYECKUX U F€HEaJlOrMueCKUX METO/OB, a
Takke ocHoBbiBasick Ha cnucku BTOK LPb, B mocenkax
[upBanckoro obmactHOro okpyra, B Kazaxckom u Tays-
CKOM paiioHaX 0OHAPYKCHO JEBATH OONBHBIX C CHHAPOMOM
Knaitadensrepa, Tpoe U3 KOTOPBIX HE UMEITH TICUXHYCCKUX
OTKJIOHEHHH, IIECTEPO XapaKTepPU30BAIUCh YMCTBEHHOH OT-
CTAJIOCTBIO, (DaI[MaTEHBIMU PACIICITMHAME U ICHXUYCCKUMHU
paccrporictBamu. [lonoOHas (peHOTHITHYECKAsT BapuaOeih-
HOCTB TIPOSIBJICHUS 3a00JICBaHUS 9aCTO OBIBACT CIICJCTBHEM
MyTanuii U moauMopdu3Ma reHa aHIPOTCHOBOTO pEIeTi-
TOpa, PacmolOKeHHOro Ha X-xpomocome (Xqll.2-ql2).
Kpome toro, cormacHo muTepaTypHbIM JaHHBIM, OKOJIO 25%
ciydaeB cuHnpoma KnaitHdensrepa ocTaroTcss HE pacmos-
HAHHBIMH, BBHUTY IIPOSIBIICHUS (DEHOTUITMYCCKUX MPU3HAKOB
MOCJI€ TIOJIOBOTO CO3PEBAHUS U IMIMPOKOTO CIIEKTpa KIUHHU-
YEeCKOH KapTHUHEI [4].

C nenbro onpefeneHus: B3aUMOCBSI3U MEXY IEHETH-
4yecKol MoaudUKaIuei TaHHOTO TeHa M Pa3IHYUueM B KITH-
HUYECKOM TMpOsiBIeHUU cuHapoma KraitHdensrepa Hamu
MIPOBEJICH MOJICKYJISIPHBIN aHaIu3 reHa aHJApPOTreHOBOTO pe-
nenrtopa myrem Big DyeTM Terminator cekBeHUpOBaHUS
JHK.

VY Bcex OOJBHBIX BBISABICHBI BBICOKHE YPOBHH JIFOTC-
WHU3UPYIOMET0 ¢ (DOIUIHKYICTUMYIHPYIOIIETO TOPMOHA
—16,8+4,2 mIU/mn u 22,7+6,1 mIU/Mi, COOTBETCTBEHHO,
npu Hopme — 1.8-5.2; 2.9-8.2, obmiero xonecrepuHa u Tpu-
munepuoB — 6,8+£2,6 MM/n u 3,3+1,0 MM/, a Takxke Ha-
pylLlIEHUE TOJEPAHTHOCTH K IIIIOKO3€, TPU KOTOPOU ypOBEHb
DTFOKO3bI OBBIMIANCS 110 9,9+3,8 MM/ (HopMma <7,8 MM/n),
YTO CBUJICTEICTBOBAIO O HApYIIEHUU JIMIIUHOTO U yTJie-
BOJHOTO OOMeHa. Hajgo OoTMETHTh, YTO HpPEABIAYIIUE HC-
CJIeTIOBaHMsI TAKXKe MOATBEPKIAI0T ACCOLUALIMI0 CUHIpOMa
Knaitadensrepa ¢ puckoM BO3SHUKHOBCHHS IHAa0CTa U Me-
Ta0ONIMYCCKUX CHHIPOMOB, a TAKKE C NMCHUXUYCCKUMHU Ha-
PYIICHUSMH, COIMATBHON aJanTamnueii 1 HeCroCOOHOCTHIO
WA HU3KOH CITOCOOHOCTHIO K 00yueHwmo [4,5].

B pesynbrare MONeKyIspHOTO aHajan3a yCTaHOBJICHO,
YTO BCC NICBATH MAIUCHTOB ¢ CHHIpoMoM KiaitHdensrepa
HMMEJH JONOJIHUTENbHbIE MOBTOPbl ¢ CAG-caiite nepBoro
9K30Ha I'€Ha aHIPOr€HOBOr0 perenTopa. Tak, yCTaHOBIEHO,
uyT0 B HOpMe CAG y4acTOK NOBTOPSUICS B CpeaHeM 22 pasa,
y OOJBHBIX — HX KOJIMYCCTBO BO3pAcTajio 10 45 MOBTOPOB.
BonbHBIC ¢ pacniennHOM HeOa U YMCTBEHHOH OTCTAIOCTHIO
uMenu 1o 45 MOBTOPOB, C MCUXOCOIUAIBHBIMU PAacCTPOU-
cTtBaMu — 10 43, 0e3 Kakux-Inbo accouuanuii — 38-40 mo-
BTOPOB.

[Tomy4yeHHBIC pe3yNBTaThl O0BSICHAIOTCS TEM, YTO pe-
LENTOphl aHAPOreHa IO03BOJIIOT OPraHU3MYy aJeKBaTHO
pearupoBaTh Ha MYKCKHE IOJIOBble TOpMOHBI. [Ipu yBe-
muueHuH yucia 1moBTopoB CAG-momumopdHOTo ydacT-

Ka JKCIPECCHUsl U3MEHSAETCS, U PELENTOp MOXKET MOTePATh
CBOMCTBO CBSI3BIBaHUS C TOPMOHOM. M3BECTHO, YTO AIMHA
CAG-aenn o0paTHO TPONOPIMOHABHA K ()EeHOTHITHYE-
CKUM IIpHU3HAaKaM y Myx4uH [6, 7]. Tak, Hanpumep, y 00-
CJIe/IOBAaHHBIX OOJIEHBIX OOHApY)KeHa MpsiMasi CBsI3b MEXKTY
poctom 1 CAG-ioBTOpaMu: y 60JIbHBIX CHHIPOMOM C pOC-
ToM 193-195 cm kommuectBo CAG-IOBTOPOB TOCTUTAIIO
45 (tpoe 60spHBIX), 189-191 cm — 43 (tpoe), 184-186 cm
— 40 (nBoe), 180 cm — 38 (onun yenosek). Takum oOpazom,
yeM kopoue CAG-aiiens B reHe aHJPOTeHOBOIO PEIenTo-
pa, TeM BBIIIE €r0 TPAHCKPUMIIMOHHAS aKTUBHOCTh U TEM
MeHblIe (PEeHOTHITMUECKOe MposiBIeHne cuHApoMma Kiaitn-
¢ensrepa.

Kpome Toro, naOmonanach 4eTkasi KOppesius Mex-
1y konndectBOM CAG-NOBTOPOB M YPOBHEM HHTEIIEKTA.
VY GonbHBIX € MOBTOpaMH B KoimuecTBe 45 Halmonanach
YMCTBEHHAsI OTCTAJIOCTh. Y Tpoux 00ibHBIX ¢ 43-M51 CAG-
MIOBTOPAaMH OTMEUEHBI NPOOJEeMBbI C BepOaibHONH KOMMY-
HUKalueH, yueOoi, MCHOJHEHNEM MOCTaBICHHBIX 3aj1ad,
3a[iepaKKa peun. YUUThIBas TO, YTO F€H aHAPOTEHOBOTO pe-
LENTOpa HaXOAUTCA Ha X-XPOMOCOME, OTCYTCTBUE JTalOHH-
3allUU BEJIET K JIOTOJHUTEIbHOM AKCIIPECCUH TeHOB TaHHOI
XPOMOCOMBI, CBSI3aHHBIX CO CTPYKTYPHBIMH (YHKIHSMH
mosra [8,9].

Taxum o0pa3oM, yBeIHueHHE YHCIa X-XpPOMOCOM H
qnuHel CAG-annenu npsMo HpONOPIUOHAIBHO ICUXH-
YEeCKOMY Pa3BUTHIO, COLMAIBHON IPHUCIIOCOOICHHOCTH,
pohecCHOHANBHOM NIEATENBHOCTH M 00paTHO Mpomop-
LUOHATBHO PA3BUTHUIO MYXKCKUX IOJIOBBIX IPU3HAKOB.

KomnnekcHass mnporpaMma HCCIEIOBAaHUN TakKkKe
npeaycMarpuBaia  WACHTH(UKANIO  KIMHUKO-OMOXH-
MHUYECKUX M MOJEKYJISIPHBIX OCOOEHHOCTEeH Haubo-
Jiee XapaKTEepHBIX Ul TOMyIsuu A3sepOaiijkaHa Ha-
CJIC/ICTBEHHBIX 3a00JIEBaHUH KPOBHM — DH3MMOMNATHH IO
ITI0K030-6-(hocarnerunporenaze (I'-6-PJ1), Ttamacce-
MHUHU ¥ CEPIOBUAHO-KJIETOUHON aHEMHH, a TaKXKe aHaIHU3
MOITYJISIINOHHO-TEHETHYECKIX 0COOEHHOCTEH pacmhpoc-
TPAaHEHHUs YCTAaHOBIEHHBIX TUIIOB MyTaluil Cpelu Hace-
JIeHUs 00CJIeIOBaHHBIX PallOHOB.

Ha nepBoM »Tane npoBeaeHb! TeMaToI0rMYECKUE aHa-
mu3el (onpenencuue copepxkanus Hb, HCT, RBC, MCYV,
MCH, RTC), sBistomuecs: KpuTepHaibHO 3HAYMMBIMU Me-
Toxamu JuddepeHnnaNTbHOro aHaIn3a.

Hamu oGcnenoBano 405 mianeHneB o0oero moia
C HEOHAaTAJIbHOW XKEJITYyXO#, y KOTOpPBIX ONpenemsics
YPOBEHBb CHIBOPOTOYHOTO OMIMpPYyOMHA, PETHKYJIOIHMTOB,
reMOrIoOMHa M JPUTPOLMTOB, AKTUBHOCTH (epMeHTa
I'-6-®J1, cpenu kotopbix y 135 nerell oOHapykeHa H-
3uMonarvs. B uucie oOMmMX NMPUYMH MaTOJIOTHYECKOH
TUIIepONINPYONHEMUN UCKITIOYAINCh HECOBMECTUMOCTD
no ABO-rpynme u pe3yc-nmokasareisim, CErcuc, remMaro-
MBI ¥ HEJOHOLIEHHOCTh, KOTOPbIE YaCTO COMPOBOXKIAIOT
HeOoHaTanbHYy0 xenTyxy [10,11].

Mexanu3m (Gpr3N0IOTHIECKOH JKENTYXH CYIIECTBYET B
TOW WJIN MHOH CTENEHU Y BCEX HOBOPOXKICHHBIX, HO YCHUIIH-
BAeTCsl NP HYH3UMONATUH H3-3a TOBBIIIEHHOIO FeMOJIN3a U
JIOTIOTHUTENIBHON Harpy3ku OunupyonHa. [1o aToi npuyanne
onpenenenue yposHs TSB, SCB u aktusnHoctu I'-6-®DJ] 1o
BBIMHUCKA HOBOPOXKACHHBIX MOXKET CHU3UTh TSXKEIbIE MOC-
JIEJICTBUSI THIEPOMIMPYONHEMHH W TIPEJOTBPATUTh PUCK
pa3BUTHSI HEOOPAaTUMBIX HEBPOJIOTMYECKUX HapyIICHHH,
BBI3BAHHBIX SAEPHOH JKEITYXOMH.
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VYcTaHOBIEHO, UTO KOTMUYECTBO reMu3uror B CaaminH-
ckoM, CanbsiHCKOM pailoHax ApaHckoro peruona u Jlxa-
nnabasickoM parione JIeHKOpaHCKOro pailoHa MakCUMallb-
Hoe u coctasisier 20,74% u 23,70% o011ero KoJmyecTBa
OOHapy>KEHHBIX JIeTel C YH3MUMOIIATHEH, COOTBETCTBEHHO.
JlanHoe O0OCTOATENBCTBO OOBSICHSETCS TreorpaduuecKoi
KOppemsiliiel BCTPe4aeMOCTH YH3UMONATUU C UCTOpUYEC-
KHM paclpesielieHHeM TPOINYECKOH MalIsipuM B JIAHHBIX
o0nacTsX, M SIBISIETCS] JI0KAa3aTeIbCTBOM 3allUTHON POJIH
nedurra [-6-OJ/ mpoTHB MaXSIPUIHOTO TIa3MOJUyMa y
T€TePO3UTOTHBIX JKEHIIMH ¥ TEMU3UTOTHBIX MYKUHH.

Cpenu Mia/eHIIeB KEHCKOTo Moja Ha JaHHbIE PEruo-
HbI puxogutces 5,93% u 7,41% romosurort, 2,96% u 5,19%
TeTePO3UTOT, COOTBETCTBEHHO.

VY Bcex HOBOPOXJICHHBIX C TSDKEJIOW THIEpOHMIIHpY-
OvHeMuel akTUBHOCTH ()epMEHTa K CEMH JTHSIM I1ajaja Jio
0,52+0,29 En/rHb (xouTpons - 10,2+1,24), oOuuii CbIBO-
porounslit ounupyoun (TSB) cocrasun 20,61+4,12 mr/on
(xoHTpOIH - 0,67+0,29), KOHBIOTHpPOBaHHKIH (SCB) - pe3ko
camkancs 1o 0,050+0,037 mr/mn (kouTpois - 0,18+0,09).
[TocnenHee MOMIO OBITH MOCIEACTBHEM TSKEIOH (HOPMEI
nedurmra [-6-DJ1, BexymeMy K OrpaHUYEHHIO IMOIJIOLIE-
HUsI OWIIMpPYOHHA TTIEYEHBIO BCIIEACTBHUE MOTMMOP(PH3MA HITH
myTanuu resa ['-6-@J1 [12]. dns npoBepku JaHHON runore-
3bI IPOBEICHBI JOIOTHUTENIbHBIE MOJIEKYISIPHO-TEHETUYEC-
KM€ HCCIIeIoBaHMs Ha Hajauune MyTauuid B rene [-6-DJ1.

Metonom mnonHoro cexBeHupoBanus JJHK ycranos-
JIEHBI JIBe MOATpYNNbl neduiura GepMeHTa — cperu3eM-
Homopckoro Bapuanta ¢.563 C-T u c.1311 C-T. MyTtanus
c.563 C-T xapakrepusyercsi cyOCTUTyHHEH ceprHa Ha (e-
HuJjanaHuH B 188 mo3unuu B 11ecToM 5K30HE, BEAylIleH K
PE3KOMY CHIDKCHHIO aKTHBHOCTH (epmenta [-6-DJ]. U3
135 GosbHBIX y 92 HOBOPOXKAEHHBIX YCTAaHOBJICH AAHHBIH
BapuaHT ¢ akTuBHOCTBIO (epmenta 0,4+0,12En/rHb, uro
HIKE TI0Ka3aTessl HOPMAJIbHBIX MIIAJICHLIEB C KEITYIIHOC-
Th10, HO Oe3 nedpunnta (14,0+3,74En/THb). B otianume ot
HOPMAJIBHBIX MIIAJICHIEB, Y HOBOPOXIEHHBIX C JepHIH-
TOM (hepMEHTa KITMHNYECKast JKEeJITyXa BBISBIISIIACH HAMHO-
TO paHbIIe — YK€ Ha NepBBIi JIeHb, YPOBEHb OMIIMPYOHHA
okazaucs Beie, TSB cocraBumn 22,2+4,81 mr/mn npu SCB
— 0,031£0,019 Mr/mn, KOIUYECTBO PETUKYJIOIMTOB COCTA-
B0 4,8+2,2%. HaGmioneHus mokasaiu, 4TO B OTIUYHE OT
HOpMaJIbHBIX JIeTeH, y MaJeHleB ¢ MmyTanuei c¢.563 C>T
MaKCHMaJIbHOE KOJIMYECTBO OMINPYyOHHA TOCTUTaeTCsl B Te-
YEeHHUE NEPBBIX ISITH THEH JKU3HH, y HOPMAJIBHBIX JIETeH — B
TeueHue 16-tu aHen.

W3 92 HOBOPOXIEHHBIX ¢ BBIIBICHHOH MyTarueil ¢.563
C>T y 12-T11 TONIOJHUTEBHO BBISIBIEH MOMMMOPGH3M B 11-M
9K30He — ¢.1311 C>T, uto 0OBSICHSETCS YaCTHIM METHIIMPOBA-
HHUEM LIUTO3MHA B 5’-METHJI-LIUTO3UH, KOTOPBI B CBOIO Oue-
pelb, CIOHTaHHO Ae3aMHHUpyeTcst B TMMUIUH. [lpu c.1311
C>T BapuaHTe aMMHOKHUCJIOTHBIX U3MEHEHUH HE MPOUCXO/IHT,
MOATOMY JaHHAsI CalJIeHT-MyTalMs 4aCTO CONPOBOXKIAET My-
TaIMIo B ecToM 3k30HE €.563 C>T. V 44 yenorek ¢ aeduim-
ToMm [-6-®]] Bapuant c.1311 C>T BeIsiBICH O3 acconuaIiu
¢ myrarmeit ¢.563 C>T. Ilo aktuBHOCTH (pepMeHTa JaHHBIH
BapuaHT mokasan 30% — 2,1+1,2 Ex/rHb, uto o0bsicHseTCs
OJNU3KAM PaCTIONIOKEHHEM TTONMMOp(U3Ma K aMHUHOKOHILY
(epMmeHTa, UTO U BBI3bIBACT JIETKHUI BAPUAHT SH3UMOIIATHH.

Taknum oOpaszom, y 92 4yenoBek, U3 KOTOPHIX y 62 Hal-
monanack Tsokenas gopma gedurura [-6-DJ, myTarms
CBsI3aHa ¢ Kiacrepusanueil Bomusu caiita HAJI®, xoropas
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MOXKET M3MEHHUTh KHHETHKY T'€Ha, 1 JINIa ¢ TaHHBIM BapHaH-
TOM OyayT Oo0Jiee BOCIIPUUMYHBEI K XUMHYECKUM COEJTMHE-
HUSIM, BBI3BIBAIOIIM T€MOJIUTHYECKUE KPH3HI.

[omyns1MOHHO-TeHETUYECKOE UCCIIEIOBAHUE TO3BONHU-
70 BeUIBUTE 105 citydaeB -TanacceMun, cpey KOTOPhIX 00-
Hapy»eHO 55 GOJBHBIX MYy>KCKOTO M 50 4enoBeK — KEHCKOTo
nona. ['emMaronornueckuii aHanu3, COBMECTHO C ONPEETIEeHH-
€M YpOBHsI (heppHTHHA B CBIBOPOTKE, CHIBOPOTOYHOTIO Keie-
3a, HbF n HbA2 mo3Bonui BeISIBUTH Cilydan [-TajacceMuw,
KOTOpBIE COOTBETCTBOBAITM BCEM KIIMHUUECKUM ITPOSIBIICHHUSIM,
CpeIr KOTOPBIX OOJBIIMHCTBO COCTABHMIIM CIIy4au MPOMEKXY-
TOYHOHU M MaJION P-TanacceMun.

Meronom RDBH nmyrem Big DyeTM Terminator JIHK-
CEKBEHHPOBAHUsI YCTAHOBJICHBI TCHOTHUIIBI [-TajlacCeMMH,
COOTBETCTBYIOIME MyTalusM: Tpan3uimst G>A ¢ obpaso-
BaHMeM 5’-akuentopHoro caiira B+IVS1.110(G>A), Tpan-
3unusa G>A ¢ HapylIeHueM CIUIalicuHra B 5°-ak1ieNTOPHOTO
caiite - BOIVS2.1(G>A), tpancepcuss G>C ¢ penykuunei
crutaiicuara B 5°-aknentopHom caite - B+HIVS1.5(G>C),
Jenenus (CIBUT paMKH CUMTBIBAHMSI) C HAPYILICHUEM TpaHC-
msiuu B 8M KojoHe mepBoro sk3oHa - BOcodon 8(-AA),
Tpanzuuuss T>C ¢ comnacoBaHHBIM CIIACUHIOM B 5’-ak-
nentopHoM caiite - B+IVS1.6(T>C).

MakcumasnabHOE KOJMYECTBO OOJBHBIX TajlacceMHeit
— 71 4enoBek, oOHapyxeHO B ApaHckoll U JleHKopaHCKoH
9KOHOMHUYECKHX PEernoHax, 4To TakXke, Kak M B CiIydae C Jie-
¢unmtom pepmenta I'-6-DJI, 0OBsICHIETCS HCTOPUUECKUM
pacrpocTpaHeHUeM MalsIpud B 3Toi obnactu [13]. Xots Ha
ceroziHs B A3zepOaiipkaHe yHUUTOXeHbI 98% ovaroB mass-
PHH, NCTOPHYECKOE PACTIPOCTPaHEHHE IIIIa3MOJNSI OCTaBHU-
JI0 CBOH ciies| B TeHO(oH e a3epOaiPkaHCKOro HaceleHus],
KOTOpBIH 3aKperuisieTcsi OMU3KOPOJCTBEHHBIMH Opakamu,
IIMPOKO PACHPOCTPAHEHHBIMH UMEHHO B I0)KHBIX PETHOHAX
pecrryonuku [13,14,15].

Bcero ycranoBneno 32 romMo3urotHbix OoOJbHBIX, 40
TeTEepO3UTOTHBIX, 33 — KoMmayHaoB. OOlee KOIMYecTBO
MYTHPOBAHHBIX [-IJIOOMHOBBIX TEHOB, OOHApYKCHHBIX B
JeBsiTH paifoHax Apanckoro, IllupBanckoro, I'tnmka-Ka-
3aXCKoro M JIEHKOPAHCKOrO PEruoHOB, COCTaBisAiIo 145,
Cper KOTOPBIX MaKCHMaJIbHOE KOJMYECTBO MPUXOAMIIOCH
Ha myTanuio B+IVS1.110(G>A) (40,69%), MUHEMaTBHOE —
Ha myTanuto B+IVS1.6(T>C) (8,97%).

[Ipn mpoBeneHNM MOJEKYISIPHOTO aHalnu3a IyTeM
Reverse Dott-Blot Hybridization StripAssay u Big DyeTM
Terminator cexBenuposanust JJHK oGHapyxxeno 37 Gosb-
HBIX (17 YenoBek My»KCKOro, 16 — KEHCKOTO TI0Ja), Cpeiu
KOTOPBIX 12 4enoBeK SIBISUTUCH TeTEPO3UTOTHBIMU T10 Cep-
noBuiHO-KieTouHol anemun (HbS/wt), 4 — romosurora-
mu (HbSS), y 9-x — anemust perucrpupoBaigach COBMECT-
HO ¢ Pt+-tamaccemmeir (B+/HbS), y 6-x — coBmecTHO ¢
BO-tanaccemucii (BO/HbLS), y 5-x — ¢ gedunmrom I'-6-DJ1, y
1-ro — ¢ nedunurom ['-6-DJ] u f+-TanmaccemMuei.

B o0ciemnyeMbIx pernoHax CeprioOBHIHO-KJIETOYHAs
aHEeMHs pacrnpocTpaHeHa co cienyromeil yactoroi: HbS/
wt — 32,43%, HbSS — 10,81%, B+/HbS — 24,32%, B0/
HbS — 16,22%, HbS+ I'-6-DI — 13,51%, HbS+ I'-6-DJ]
+B-ranmaccemust — 2,7%. B Apanckoii m JleHKopaHCKOI
9KOHOMHUYECKHUX pPEernoHax cpean OOJBHBIX TajlacceMHeit
BCTPEYaEMOCTh CEPIIOBUIHO-KIIETOUHON aHEMHUeH COCTaBH-
na 34,72%, cpenu KoTopsix 33% - 3T0 OONBHBIC C TEHOTH-
oM B+/HbS, 14,81% - BO/HbS, 7,14% - accormanus HbS+
I'-6-®J1 +ramaccemust u HbS+ I'-6-DJ1. YcranosneHo, 4to
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aHeMUs OblJIa aCCOIMMPOBAHA C MyTallUsIMU B-TIIOOMHOBOTO
reda IVSI.110, IVSL5 u IVSIL1.

['omMo3UroTHEIA TeHOTHIT OOHAapYXeH Yy 4 UesOBEeK B
JlenkopaHCKOM W ApaHCKOM PETHOHAX U XapaKTepU30BaJICs
CHIDKEHHEM OOIMIEero TeMOIIO0MHA, TEMOTOKPUTOM B 27%,
HbS - 83,9%, HopmansabiM HbA2 u noBeimernem HbF no
14%, a Takxe onpeeIeHHBIMHI (PU3NIECKUMH TIPOSIBIICHHUS-
mu. OOHapyx)eHHbIe 12 GONBHBIX C TeTEPO3UTOTHBIM T'€HO-
TUIIOM (DEHOTHITMUECKH SIBISUTUCH 3JI0POBBIMH, OJHAKO Yy
24% BBIABISUIACH OONMM B CycTaBax M JKUBOTE, MOBBIIICH-
Has yromisiemocts, HbS — 35,5%, HbF — 0,93%, HbA2 —
2,98%, HbA — 62%.

B Hammx uccrienoBaHusIX BBISIBICHO MATKOE TECUCHUE
B-Tanmaccemun y TpOMX OOJIBHBIX C TOMO3HTOTHBIMH T€HOTH-
namu BOIVS2.1(G>A)/BOIVS2.1(G>A) u BOcodon 8(-AA)/
BOcodon 8(-AA) 1y MaJTBYHK 7 JIET C HU3KHUMHU 3HAYCHUSMHU
remoriobuna (5,1 r/mm), HbA2-3,0% n HbF-16%. Onnaxo
IIPU MOJICKYJISIPHOM aHaJIM3e TajacCeMMsl HE BBISIBUIIACK.
JlaHHBIC Cllydand JTald OCHOBaHHE I10JI03pEBaTh HAJINYNE
nommopduima Xmnl B yG-1itoOMHOBOM T'eHEe U MyTalllH B
mukpocaremurax (AT)x(T)y.

Hecmotpst Ha MyTanuu B B-ri10OMHOBOM TeHe, y mna-
[UEHTa MPOSBISAETCS MATKas KIMHHKAa [3-TallacCeMuH,
YTO CBSI3aHO C OTHOCHTEIHHO OOJBIINM KOJIHMYECTBOM
y-Ienel Iocie HEeOHATAJIbHOIO IEepHoJa, YHCIO KOTO-
pBIX BO3pacTaeT MpH HalIW4yuu mnoiaumopduzma Xmnl
-158(C>T), B3aumopeicTByOMEro ¢ pakTopamMu TpaHC-
KPHUIIMKA B BOCEMOI XpOMOCOME, YTO BEACT K yBeIHUe-
HUIO (ETANIBHOTO TeMOrIO0ONHA ¥ OCIa0ICHHIO TSKECTH
3a0oneBanusi. Takum oOpa3om, ckpuHHHT YG-reHa U
ypoBHS (PeTATHHOrO TEeMOTIIOONHA B PAaHHEM JICTCTBE I10-
MOXKET YIIPaBISATh KIMHUYECKOH KapTHHO B-TajacceMun
Y TIPEJOTBPATUTh TSDKEJIBIC TIOCIEACTBHS OOJIE3HN.

Opnako monexkynspHelii ananu3 JHK BeisiBun mo-

JINTEPATYPA

TUMOpGU3MBI TOJIbKO B 5°Cap-pernone, mpeacTaBisio-
mue coboit (AT)7(T)7 u (AT)8(T)S MuKpocCaTEIUITUTHEIE
y4acTKH B monoxeHusx -551 m -521, Bemymue K KOM-
MIEHCATOPHOH JKcrpeccuu B-rI0OMHOBOTO TeHa, BCIE-
CTBUE Yero HaOJI0aJI0Ch MATKOE TEYeHHE 3a00JIeBaHME
Y TOMO3HUTOTHBIX OOJBHBIX. JlaHHAs METOMKA MTO3BOJISIET
OTIPEICIUTH aJlJIeIbHOE pa3HooOpasne, CBI3aHHOE C pas-
HBIMH THIIAMH MYTallui B-TanacceMuu, U3yIuTh HYKIIE€O-
THJHBIC BapHaluu B TeHaxX [(-TIIOOMHOBOTO KiacTepa U
UX accolMaluy ¢ B-MyTalmusMU B LEISAX MCCICOBAHMS
TCHETHYECKOH OCHOBBI KIMHUYECKOTO pa3zHOO0Opasus B
pecnybuinke. MccnenoBanusi moJOOHBIX CIy4aeB Ipell-
CTaBJISIIOT 0COOBIN MHTEpEC, T.K. OHU MOTYT BBISIBUTH He-
KOTOpBIC ACCOLMAIUHU TMOJIUMOP(U3MOB HYKICOTHIHBIX
MIOCJICZIOBATEIILHOCTEH B KJIacTepax ¢ HU3KOH DKCIPECcCH-
eil B-rmoOuHa U, cieoBaTeabHO, pa3Iuyus B PEHOTHIIAX
B-ramaccemun.

Taknum 00pazoM, MpoBeeHHbIC OHOXUMUYECKUE U MO-
JIEKYJSIPHO-TEHETHYECKHE KOMIUICKCHBIE MCCIIEIOBAHUS, a
TaK)Xe yCTaHOBJICHHE (DEHOTHUIIOB M T'CHOTHIIOB B KaXKJOH
KOHKPCTHOHM MOMYJISAIUN COCTAaBSIT OCHOBY OOIIepecIy0-
JIMKAHCKOTO PErucTpa BPOKACHHBIX M HACIEICTBEHHBIX
MIAaTOJIOTHH, YTO TOMOXET BpadaM IIPH NEPCIEKTHBHOU H
PETPOCICKTUBHOM MEIUKO-TE€HETHYECKOH KOHCYJBTAllUU
BBISIBUTH HACJIC/ICTBEHHBIC aHOMAJINM B HEOHATAJILHBIH T1e-
PHOJI, YCIIEIIHO MPOBOAUTH I depeHnnanbHyI0 Auartoc-
TUKY ¥ Ha3HA4YUTh AP (PEKTHBHOE JICUCHHE.
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