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The aim of current research is to estimate the heterozygote carrier frequency of often found mutations. After genotyping of 120
samples from healthy individuals of yakut ethnic group 5 carriers of mutation in CUL7, 4 carriers of mutation in NBAS, 6 carriers of
mutation in DIAT and 8 carriers in GBJ2 were revealed. The results confirming once again the data previously described by other
authors and indicate a high frequency of mutation carriage in the studied genes in population of yakut origin.
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YIIECTBYIOIIME B HACTOSIIUA MOMEHT METOIbI
HHK-muarnoctuku: ITHP-TIIP®, cexBeHupona-
Hus JHK, ITLP B peansHoM Bpemenu (Real-Time
PCR), uMeloT psin HeToCTaTKOB, OrPaHUYMBAIOIIMX YHC-
JIO aHAJIM30B JIJIs1 MPOBEIEHUSI MacCOBOTO CKpuHUHTA. Co3-
JaHHBIMA B Hayase 90-X ToIoB METOM, B KOTOPOM KOMOU-
HUPYIOTCS HapaOOTKU HECKOJBKUX OTpacieil oT 6uoso-

TUU A0 DJIEKTPOHUKU — TEXHOJOTUS OMOJOTUYECKUX
MUKPOYUIIOB, TTO3BOJISIET MTPOBOAUTH aHAJIU3 110 HECKOJIb-
KMM ThICSIYaM F€HETUYECKUX MapKepPOB OJTHOBPEMEHHO.
Hawnbosee MHTEHCUBHO UAET BHEAPEHNE OMOYUIIOB Cpe/l-
Hell U MaJIoi MJIOTHOCTU TedyaTu. [1ogoOHbIe OMOYUTIBI
WMEIOT OTHOCUTEJIbHO HU3KYIO Ce0eCTOMMOCTb U AOCTYII-
HYIO TeXHOJIOTUIO MevaTu.
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KPATKWE COOBLLEHNA

MHoroseTHUe MeAUKO-TeHeTUYeCKIe UCCIeTOBaHUS
Bpaueii-reHeTUKOB HaceleHus pecryoauku Caxa (AkyTust)
CBUIIETEJICTBYIOT O HAIMYMM MaXKOPHBIX MyTallMii, XapaK-
TEePHBIX V151 IKYTCKOW STHUYECKOU TPYMIIbI, Y4aCTOTa KO-
TOPBIX BO MHOTO pa3 BbIIIE MTOKa3aTeJeii MUPOBBIX MOTY-
Jsuuii [1]. CTouT ocTpast HEOOXOIUMOCTh B MPOBEACHUN
MacCOBOTO PEMPOAYKTUBHOTO MOJIEKYJISIPHO-TEHETUYECKO-
IO CKPMHMHTIA Ha TeTePO3UTOTHOE HOCUTEIBCTBO C MOCIe-
IyIoLIel MpeHaTaJbHONH TMarHOCTUKOM ist Tpoduak-
TUKU PaCMpOCTPaHEHUs HACIEACTBEHHbBIX 3a00JIeBaHUM
B TOMYJISILIMU, KOTOPBI YK€ IIMPOKO MPAKTUKYETCS B HE-
KOTOpBIX cTpaHaX. Takue Mepbl 0Ka3aluch BecbMa a(pdek-
TUBHBIMU, CHU3UB YaCTOThI BCTPEYAEMOCTH [3-TallacCeEMUH,
CEPIOBUIHO-KJIETOYHOU aHeMuu Ha 70% B MOIYJISIIUSX
CpenuzeMHoMOpbs, Ha 90% 3abosneBaemocTh TSD (60-
ne3nbio Tes-Cakca) y eBpelickoro HacejaeHust B Coenu-
HeHHbIX [lITaTax Amepuku u B Kanane [2].

Ieab uccienoBannss — oleHKA YACTOThI T€TEPO3UTOT-
HOTO HOCUTEJILCTBA IMSITH YACThIX HACAEICTBEHHbIX 00JIe3-
Hell y 3MIOPOBBIX MHAMBUIOB SIKYTCKOI 9THUYECKOU rpyTI-
bl C UCTIOJIB30BaHUEM pa3padoTtaHHoro JIHK-mukpounmna.

Ma‘repvnanbl n metoabl

B pa6ote ucnonnzosanuck odpasinl JIHK 13 Beioop-
ku HiopouHckoro paitoHa pecryonuku Caxa (SAxkytus).
st hopMUPOBaHUS IMATHOCTUIECKOI TTaHEe I O1ovuIia
OBLI MPOaHATU3MPOBAaH TeHETUYECKUI PEeTUCTP HaCIIen -
cTtBeHHBIX 6ose3Hert MI'LL HIIM PB Nel.

TP npoBoauiach ¢ UCMOJb30BaHUEM OMOTUHUPO-
BaHHBIX TIPAliMEPOB C HApaOOTKO OMOTMHMIMPOBAHHBIX
MPOIYKTOB C TIOC/IEAYIONIEH IeHaTypaIneit st ToJTydeH st
onHoHuTeBbIX parmeHToB [JJHK 1 nHkyoGanueii co crpen-
TaBUIMHOM, MeUYeHHBIM KpacutesneM CyS, st ux BU3ya-
J3auuu. 30HAbI C aMUHOJIMHKEPOM Ha 5’ KOHIIE HAHOCH -
JINCh BMeCTe ¢ 30HAaMU KOoHTposst KauecTBa (QC probes)
Ha CTEKJISTHHYIO TIOJIOKKY C aJIbAeTUIHBIM ITOKPBITUEM
OECKOHTaKTHBIM CITOCOOOM TevaTatolleil craHiuueit PixSys
nQUAD 4500 Microarrayer (Cartesian Technologies. Inc.,
CIIA). Dranbl HaHeceHus 30Ha0B, [TLIP, rubpuauzauuu
M TIOCJIEAYIOIIE IIPOMBIBKY ITPOBOIMIMCH B COOTBETCTBUM
¢ MeToauKoIi, pazpabotaHHoi Kojuieramu ¢ Gene In, Inc.
(ITycan, KOxxHas Kopest). Busyanuzaiust pyryopeclieHTHbBIX
CUTHAJIOB C TMOPUIM30BAHHBIX HA OMOYUITE aMIJIMKOHOB
npousBonuiach Ha ckanepe Scan Ri, (Perkin Elmer, CILIA).
WMuTepnperaiiysi pe3yJibTaToB IIPOM3BOIMIACH C UCITOIB30-
BaHUEM nporpaMMHoro odecrieueHust CombiView software
(Gene In, Inc., ITycan, KOxnasa Kopes) [3].

Pe3ynb'ra'rb| 1N BbiBOAbI

B pe3ymbpraTe COBMECTHOI pabOTHI ¢ KOMITaHUEH
«Gene In» GBI pa3paboTaH OJMTOHYKJIEOTUIHBIN OMO-
YUII, KOTOPBIA TTO3BOJISIET IIPOBOIUTH OMHOMOMEHTHYIO
IEeTEKIINIO TOYKOBBIX MyTanmii: 4582 4583insT B reHe
CUL?7,c.5741G>A B rene NBAS, ¢.806C>T B rene DIAI,
¢.1090G>C B rene FAH, c.-23+1G>A B rene GBJ2, BbI-
3piBaroImx 3-M cuanpom, SOPH cuHapom, HaciencTBeH-
HYIO SH3UMOIIEHUYECKYI0 METTeMOIJIo0nHeMuio 1 Tuma,
TUPO3UHEMUIO | TUMA, HACTEACTBEHHYIO HECUHIPOMATIb-
HYIO0 TIIyXoTy 1A Tuma, coorBeTcTBeHHO. MccenoBaHbl 00-
pasubl JTHK (n=120) 3mopoBbIX JTf0Ieii 13 HEPOICTBEH-
HBIX CeMelt SIKyTCKOM STHUYECKO TpyImbl. B pesynbrare
MIPOBEICHHOTO aHAJIM3a OBLIH TTOTYJeHBI CICTYIOIINe TaH-
HBIC: YUCJIO TeTepo3UroT Mo MyTammu 4582 4583insT B re-
He CUL7 coctasuio 2% (5 Hocuteneit), ¢.5741G>A B re-
He NBAS — 1,6% (4 nocurens), ¢.806C>T B reHe DIAT —
2,5% (6 nocureneir), c.-23+1G>A B rene GBJ2 — 3,3 %
(8 Hocureneii). [TomydyeHHBIE pe3yIbTaThl COOTBETCTBYIOT
paHee ONMyOIMKOBAaHHBIM JAHHBIM, UTO CBHIETEIIHCTBY-
€T O IOCTOBEPHOCTH U 3((HEKTUBHOCTU pa3paboOTaHHO-
r0 METO/Ia MMAarHOCTUKY 1 JaJTbHEHUIIelt IepCIIeKTUBE €ro
HCIIOIb30BaHUS B TIPAKTHKE.

Jlntepatypa

1. Iysweipes B.I1. u np. HacinenctBeHHbIe O0Ne3HU Y SIKYTOB. [enemu-
ka 2008; (44): 1308—1314.

2. Langlois S., Wilson R.D.; GENETICS COMMITTEE; CCMG PRE-
NATAL DIAGNOSIS COMMITTEE. Carrier screening for genetic
disorders in individuals of Ashkenazi Jewish descent. J Obstet Gyn-
aecol Can. 2006 Apr;28(4):324—332.

3. Song E.J., Jeong H.J., Lee S.M., Kim C.M., Song E.S., Park Y.K.,
Bai G.H., Lee E.Y., Chang C.L. A DNA chip-based spoligotyping
method for the strain identification of Mycobacterium tuberculosis
isolates. J Microbiol Methods. 2007 Feb;68(2):430—433. doi:
10.1016/j.mimet.2006.09.005.

References

1. Puzyryev V.P. et al., Nasledstvennie bolezni u yakutov. Genetika
[Hereditary diseases in Yakuts. Genetics|. Genetika [Genetics] 2008;
(44): 1308—1314. (In Russ.)

2. Langlois S., Wilson R.D.; GENETICS COMMITTEE; CCMG
PRENATAL DIAGNOSIS COMMITTEE. Carrier screening for
genetic disorders in individuals of Ashkenazi Jewish descent. J Obstet
Gynaecol Can. 2006 Apr;28(4):324—332.

3. Song E.J., Jeong H.J., Lee S.M., Kim C.M., Song E.S., Park Y.K.,
Bai G.H., Lee E.Y., Chang C.L. A DNA chip-based spoligotyping
method for the strain identification of Mycobacterium tuberculosis
isolates. J Microbiol Methods. 2007 Feb;68(2):430—433. doi:
10.1016/j.mimet.2006.09.005.

28

MEOVNUWNHCKAA TEHETUKA. 2020. N27



