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We present the results of molecular genetic studies of the congenital cataract (CTRCT18, MIM 610019) common in the Sakha Repub-
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pOXIeHHasT KaTapakTa ITpu3HaHa OCHOBHOU TIPU-

YUHOM EeTCKOM CIETIOTHl BO MHOTUX TTOTTYJISIIUSIX

MUpa, MMOCKOJIbKY BBI3BIBAET (DU3NIECKOE TIOMYTHE-
HUE XpYyCTaJIMKa Tj1a3a, MPUBOAIIEe K pa3IMYHBIM pac-
CTpOICTBAM 3peHUS BILIOTH O TIOJIHOM ero yTpatsl [1].
BpokneHHast KaTapakTa BCTpeJaeTcsl ¢ 4acToToi 1—6 Ha
10000 HOBOpOXIeHHBIX [2]. CunTaercs, uto 10 25% Bcex
CJTyyaeB BPOKJIEHHO KaTapaKThl SIBIISTIOTCST HACJIEICTBEH -
HbeiMU [3-5]. B AxyTuu BpoxXaeHHast KaTapakTa SIBJIsSIeTCs
OTHUM U3 HauboJjiee YacThIX OpaHHBIX 3a00JIeBaHUN C
HEYCTaHOBJIEHHOIW TeHeTHYecKoii pupoioii. B cBs3u ¢
9TUM, 1IEJIbIO HACTOSIIIEH pabOThI SIBJISIICS TTIOMCK MOJIe-
KYJISIPHO-TEHETUYECKUX TPUYNH BPOXKICHHONW ayTOCOM-
HO-PELEeCCUBHON (hOPMBI KaTapaKThl, pACITPOCTPAHEHHO
B SIkyTnn, ¢ TpuMeHeHNEM TIOJTHORK30MHOTO aHaJIM3a.

Ma‘repmanbl n metoabl

29 mMaureHTOB ¢ BPOXACHHON KaTapaKTON ObLIN BKITIO-
YEHBbI B aHAJIU3UPYEMYIO BBIOOPKY, CDOPMUPOBAHHYIO Ha
OCHOBE O0CJIEOBAHUS yYalIUXCS IIKOJbI-UHTepHATA IS
Cc1a00BUASIINX U clenbIX neTei (T. AkyTtck). [TomHosK30M-
HbIi aHAJIA3 TTPOBEICH Y OMHOTO MAllMEHTA U3 SIKYTCKOH ce-
MBbHU C ceMEeNHOM (hOpMOIi pelieCCUBHO-HACIEAYEeMOM KaTa-
PaKTBI METOIOM TAPHO-KOHIIEBOTO uyTeHus (2x151 1m.0.) co
cpenHuM MoKpeiTreM He MeHee 70-100x. s mpobornoaro-
TOBKM ObLIa UCITOJIb30BaHA METOIMKA CEJIEKTUBHOIO 3aXBa-
Ta yyactkoB JIHK, oTHocSIIMXCS K KOTUPYIOLIMM 00J1aCTsIM
TEHOB YeJIoBeKa. TapreTHhIN MOUCK BBISIBIEHHOTO BapUaH-
Ta ¢.1621C>T (p.GIn541%) B reHe FYCOI npoBeieH MeTO-
JIOM ceKBeHupoBaHus o CaHrepy hparMeHTa 5K30Ha § re-
Ha FYCO 1, BKITIOUYAIOIIETo 3TOT BAPUAHT, y BCEX MAITUEHTOB
C BPOXK/ICHHOM KaTapaKTOW U YWIEHOB UX CEMEN, TOCTYITHBIX
it aHanu3a. CKpuHUHT ¢.1621C>T (p.GIn541%*) TTLIP-
TAP® meronom nposenieH B 424 oopasiax JJHK B3pocibix
VHIVBUIOB PAa3INYHON STHUYECKON MPUHAIEXXHOCTHU 0€3
MPU3HAKOB HAPYIIEHUS 3pEHUS U3 OMOKOJUIEKIIUU 00pa3-
oB JIHK uenoseka YHY «I'enom Axyrun» (AHLL KMIT).

Pesynbratbl 1 06CyxaeHNe

HpOBC,[[eH ITIONCK MOJICKYJIAPHO-TCHCTUYCCKUX ITPU-
YMH BO3HMUKHOBCHMUSA aYTOCOMHO—pCIICCCI/IBHOfI (I)OpMI)I

KaTapakThl B SIKyTuu. MeTomoM MOJIHO9K30MHOTO CEK-
BEHUPOBAHMS y TAllMeHTa U3 SKYTCKOM CEMbU C CeMeii-
HOIM (DOPMOIT pelieCCUBHO HACJIEAYeMOil KaTapaKThl Obl-
J1a BBISIBJIEHAa HOBasi TOMO3UTOTHasl TpaH3uus ¢.1621C>T
B 8-oMm 2k30He reHa FYCOI (nokyc CATC2, CTRCTI1S,
MIM 610019), n3BecTHOro B accolMaIMy C BpOXKICHHOM
KaTapakToil. 3ameHa ¢.1621C>T nmpuBoauT K 00pa3oBaHUIO
MpexaeBpeMeHHOro cTorn-KogaoHa p.GIn541*, tepMuHUpy-
fouiero TpaHcasuuio 6enka FYCO1 (FYVE and coiled-coil
domain containing 1 protein), BBITOJHSIIOLIETO KIIOYEBYIO
TPAHCIIOPTHYIO POJIb IPU Mpolieccax ayTodaruu B KJIeTKax
Xpyctainuka. B HacTosiee BpeMsi CBeAeHUS O TPaH3ULIMU
¢.1621C>T orcyrcTBytoT B 6a3ax maHHbix 1000 Genomes,
ESP6500 1 EXAC. CekBenupoBanue 1o CaHTepy IoaTBep-
JIAJIO Cerperario roMO3UroTHOCTH 110 ¢.1621C>T ¢ Bpoxk-
JIEHHO KaTapaKTo B IKYTCKOIi CEMbe: BCe TTOPakKeHHbIE
cHOCHI ObUTM TOMO3UTOTaMU, a UX 3I0POBbIE POAUTEIN —
reTepo3uroTaMu 1o 3TOMY BapHaHTYy.

B manpHeiieM ObUT MPOBeIeH CKpUHUHT ¢.1621C>T
(p.GIn541%*) y npyrux naiuveHToB ¢ BpOXKIEHHON KaTapak-
TOM, YTO B LIEJIOM ITO3BOJIMJIO OLIEHUTH BKJIal 3TOI0 Bapy-
aHTa B 3THOJIOTHIO 3a00JIeBaHUs Y TALIMEHTOB U3 SIKyTumn
— 87,5% (25 romosurot no ¢.1621C>T u3 29 naunueHToB
¢ BpOXIeHHOI KaTtapakToii). Kpome Toro, ObLIM Mojy-
YeHbI OLIEHKM YaCTOTHI T€TePO3UTOTHOTO HOCUTEIHCTBA
c.1621C>T (p.GIn541*) B pa3nUIHBIX MOMYISIUIX SAKy-
TIU: Hanbosbiras yactota ¢.1621C>T (p.GIn541*) ooHa-
pyXeHa B ITOIYJISIIuu SIKYTOB (7,9%), 6oee HU3KuMe 3Ha-
yeHust — y 3BeHOB (2,0%) u aBeHKoB (1,7%) Dot Bapu-
aHT OTCYTCTBOBAJI y PYCCKMX, I0KarupoB, A0JITaH U YyKYeii.
[Tpu aHanM3e TeppUTOPUATIBHOI PACIIPOCTPAHEHHOCTH Ba-
puanTa ¢.1621C>T (p.GIn541%) 6pUM 0OHAPYKEHBI OYary
€ro HaKOIUIEHMS B LICHTPAJIbHBIX pailoHax AKyTun.

B pesynbrate reHotunupoBanus 6 STR-Mapkepos,
daankupywomux reH FYCOI, y 25 nalMeHTOB, TOMO3M-
TOoTHBIX 110 €.1621C>T (p.GIn541%), u 114 unguBunyy-
MOB, HE UMEIOIIUX 3TOTO BapraHTa, ObUIM PEKOHCTPYUPO-
BaHBI ralJIOTUITEI, Hecylue BapuaHT ¢.1621C>T. AHanu3
¢.1621C>T-raruIoTUITOB BBISIBUJI MX OOIIIHOCTb, YTO CBUIE-
TeJIbCTBYET 00 3hheKTe OCHOBATEJIS B pacCIIpOCTPaHEHUM
¢.1621C>T B fIkyrun. HanGoplumii ypoBeHb pa3HOOOpa-
31 ¢.1621C>T-ramioTUIIOB BBISIBJIEH B 3THOTEPPUTOPH -
aJIbHOM TpYIINe LEeHTPaJbHBIX SIKYTOB, Hacesomux Jle-
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HO-AMTMHCKOE MeXaypeube. MyTaHTHbIE TaIlJIOTUIIBI BU -
JIIOMCKUX U CEBEPHBIX IPYIII SIKYTOB, BEPOSITHO, SIBJISIIOTCS
MPOU3BOAHBIMU OT ¢.1621C>T-ramioTunoB, 0GHaAPYKEeH -
HBIX Y IIEHTPAJIbHBIX SIKYTOB. JleTabHbBII aHAJIN3 MyTaHT-
HBIX €.1621C>T-TalIoTUIIOB CBUIETEILCTBYET O TOM, UTO
akcrnaHcus Hocutenei ¢.1621C>T (p.GIn541%) Ha Teppu-
Topuu SKyTuu npousolnia B pe3yjbrare apdekra ocHO-
BareJst okosto 260165 ner Hasan (10,412,6 mokoneHuit).

TakuM obpa3zoM, 0OHapy>KEHHbIN BIEpBbIe BapUAHT
c.1621C>T (p.GIn541*) rena FYCO1 aBisieTcsl OCHOBHOM
MPUYMHON BPOXKIEHHONW ayTOCOMHO-PELIECCUBHOMN Ka-
tapaktbl (CTRCT18, MIM 610019) B SIkytnu. [Ipeamno-
Jlaraetcsi, 4to Ha Tepputopuu Boctounoit Cudbupu 3T0T
BapuaHT BO3HUK MpuMepHo B cepenriHe XVIII B., a ero
IIMPOKasi pacpOCTPAaHEHHOCTh B PETUOHE 00YCIOBIeHA
3¢ (HEeKTOM OCHOBATES.

BaaronapaocT. ABTOpPHI BEIpAaXKalOT UCKPEHHIOO TIPH -
3HATEJIBHOCTh BCEM CEMbSIM 1 TOOPOBOJIBLIAM ITPUHSIBIIIM
ydyacTue B HaCTOSIIEM UCCIeOBAaHUN
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