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OnHoHykIeoTUIHBIN TTosuMopdu3M (SNP) 3akiouaeTcss B 3aMeHe OIHOTO HYKJIEOTHa Ha IPYroi, 4To
4acTo NMPUBOJAUT K BOSHUKHOBEHUIO (M1 MICUE3HOBEHMIO) caiiTa y3HaBaHUsI OTIpeIeIeHHO peCTPUKTAa3hbl.
B pesynbrare npu amrundukauuu dparmernra JJHK ¢ npaitMepoB, okpyxatomiux Touky SNP (comepxka-
myto aubo NI, nubo N2-HyKJI€OTHUI), U MOCIEIYIOIIEeTro THapoir3a aMIUIMKOHA JaHHOM pecTpPUKTa30i
kaptuHbl pacuieruieHus: JIHK OymyT pasHbie 1ist Tpex BO3MOXHBIX BapuaHTOB B nuruionaHoi JIHK (reHo-
tunbl N1/N1, NI/N2 n N2/N2). JaHHbIii MeTOI oIlpeneieHus noauMopdusMa IMH (PparMeHTOB pe-
crpukuuu (RFLP) mmpoko ucnonb3yercst B TpakTUKe TeHETUYECKUX UccieqoBaHmnii. Panee Mbl pa3pabo-
tanu Metonbl Glal- m Fatl-TIILIP ananmusa, B xotopsix npoBogutcsa [I1IP B peaqrbHOM BpeMeHU BMECTO
aJieKTpodopesa, U TToKa3aiu ero npuMeHUMocTh st onpenencHus SNP 7/C. B Hactosiieii pabote npes-
JIOXXEH HOBBIN coco0 ompeneeHuss oqHOHYyKIeoTuaHoro noaumopdusma G/C merogom Bst2UI-TILP
aHammsa. Glal- u Bst2UI-TTLP anammu3 ucnoiab30BaId IS OIIpeAeIeHNsT YaCTOTEl BApUaHTOB ITOJIMMOP-
duszma G/C B nosoxenun xp20:37352001 (o renHomHoit coopke GRCh38.p14) B mpemaparax JIHK, Boiae-
JICHHOM 13 KJIeTOK KpoBU 161 yenoBeka. MccenoBaHve BKITouaio: 1) BelmeiaeHue JeikonurapHoii JJHK
u3 kietok kposu; 2) nposeaeHue Glal- u Bst2UI-TILP ananuza dparmenta JHK xp20:37351957—
37352083; 3) onpeneseHre IMTO3MHA M TyaHUHa B mo3uiuu xp20:37352001 B aHamM3upyeMbIX Ipernaparax
JHK; 4) cpaBHUTENIbHBII aHAINU3 MOJIYYeHHBIX pe3ysbTaToB. [TokazaHo, 4yTo 68 noHOpOB (42.2%) uMeloT
reTepo3uroTHbIil Habop G/C B monoxennu xp20:37352001, 89 noHopoB (55.3%) roMo3UroTHEI 10 G, a ye-
ThIpe foHopa (2.5%) — o C. TakuMm 06pa3om, MpMHUMAsT BO BHUMaHME, YTO KJIETKM KPOBU UMEIOT TUTLIO-
UIHBIA Habop XpomocoM, 3amMeHa G Ha C BcTpedyaeTcss B 76 u3 322 mpoaHaIM3UPOBAHHBIX BApHAHTOB
(23.6%). IIpu 3TOM M3 TTOJTYYEHHBIX PE3YILTATOB CJAEAYET, YTO IMTO3WH, KOMITJIEMEHTapHbIi G B TTOJIOXe-
Huu xp20:37352001, B 6onbireit yactT Moiekyi JIHK HaxomuTcst B MeTMiIMpoOBaHHOM hopMe (5-MeTHIILM-
TO3MH) KaK Y TOMO-, TaK 1 y retepo3urort. [Ipemnoxennsiit MeTon Bst2UI-TILIP ananu3a pacmupsier Bo3-
MoxHocTH onpeneiaeHust SNP ¢ momomnibio [T P B peaibHOM BpemeHU.

Karoueswie croea: OmHOHYKIIEOTUIHBIN TTIouMopdu3m G/C, yactotsl anmneneit, JIHK n3 kpoBu yenoBeka,
Glal-TILP ananuz, Bst2UI-TTLP ananus.

DOI: 10.31857/50016675823110012, EDN: NGJDEA

Panee ¢ momompio Glal- u Fatl-TITLP ananui3za Ha-
MU OBLJIO MPOBEACHO U3YUYCHUE YaCTOT ajljiesieit s Io-
mmmopduamoB C/T B monoxeHnn xp16:75033884 [1]
n xp1:245618129 [2] B mpenaparax JIHK 92 moHopoB.
B maHHBIX TTO3UIMSIX HAXOMUTCS TI0CIEI0BATEIEHOCTD
CACGC, xoTopag TIpeBpaniaeTcs B ITOCJIeTOBaTEIb-
HocTh CATGC ¢ BOBHMKHOBEHMEM caiiTa y3HaBaHUS
pectpukTasbl Fatl (CATG). B HacTosieit padboTe Mbl
npuMmeHuan meroabl Glal- u Bst2UI-TTLP ananuza
JUIST U3YYEHUSI OMHOHYKJICOTUIHOTO NOJIUMOpdHU3Ma
G/C B TpeTbeM IIOJIOXECHUU MOCIeI0BaTEeIbHOCTU
AC(G/C)TGG (rs11697215 110 6a3e qanHBIX “dbSNP”

[3]) B momoxxenuu xp20:37352001 B mpenapatax JTHK
161 monopa. Jaunsiiit SNP pacrnonoxeH B UHTPOHE
npotooHkoreHa SRC, Koaupymolero THpo3uH-cIie-
HUOUIHYIO IPOTEMHKMHA3Y U €r0 aHaJIu3 HE MOXKET
npoBoguTbcsa mMetogom Fatl-I1ILIP ananuza BBUIDY
orcyrcTtBudg nocinegoBaTebHocTH CATG. Ha puc. 1
MpeacTaBlieHa HYKJIEOTUIHAS CTPYKTypa ydyacTKa re-
HomHoit [IHK, BKiTtoyaroiiasi B ce0s1 aHaIM3MpyeMbIid
noaumopdusm. Cyts meTogoB Glal- u Bst2UI-TTLP
aHaM3a 3aKJI04YaeTcs B aJlbTepPHATUBHOM paCIIEIl-
nenun JHK depmenramu Glal mnu Bst2UI coorBeT-
CTBeHHO, 1 nmociemytonieit ITL P ¢ mpaiimMepoB, j1iexa-
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AKHIIEB u np.

CCCAGACTTCTGGCTGCTGAGTAATTTGTGGGGATCTGATTCTTATTAAGTGTGTACCCAACGTGGCTAAAA

CTTTTCCCAGGTATAGGAGGGGTGCGGTGCTGGGGGCAGGTGACCCTGACTCTCTGGGTTCCAGCTCTGGCT

GATGGATTCCCCAGTCGGACGTGGAGTACTGGGATCTTGGGTGCTCACGGATGCTTATGCCATAAAGGGTAA

TGGAAGTAGCAAAGCCTTTGAAGCCAGTTGGTTCTGGGTTCAAATCGTGGCTTGGCCACTTGTTTGCTGTGT
ATGATTGTACAGCTTAGAACCTCAGTTTCCCCATCTGT

Puc. 1. HykieotnaHast 1mociaenoBaTeIbHOCTh aHanu3npyemoro ydactka reHomHoit JIHK xp20:37351837—37352162. Boauu-
CTOM JIMHUEH BbIIeJIeHbI caiiThl y3HaBaHUs pecTpukTasbl BstDEI (CTNAG), okaitMiistionne aMIuMpuIipyeMblii y9acTOK.
30HBI CBSI3bIBAaHUSI IIPSIMOTO M OOPATHOTO MpaMepoB, a TakKe (yopecleHTHO MedyeHHOro TagMan-30Haa BbIIEICHbI CEPhIM
donom. Mzygaemsrii caiitt ACGTGG, conepxamuii metrupyeMbiii cailt ACGT [5], o6BeneH pamkoii. [TomuepkHyT ryaHm-
HoBbII octaTok B calite ACGTGG, KOTOPBIit MOXET 3aMellaThCsl LIMTO3MHOM.

X OO0 M IIOCJe MCKOMOIl ITOCIeIOBaTEIbHOCTU.
INpu pacmemrennu JHK dpepmenTamm mpoucxomur
ciaenytolee: pectpukrasza Bst2UI (caiit y3HaBaHus
CC(A/T)GG) pacmennsger JHK no mocnemoBa-
tenbHOCTU ACCTGG 1 He paclierisieT ipyrue cari-
T, a JIHK-3H1oHykJea3a Glal (cailT y3HaBaHuUs
R(5mC)GY) [4] pacmemisier TOJbKO CaWT
A(5GmC)GTGG. Ilpu rumpommze JHK depmenToM
Bst2UI n mocnemyromeit ITLP mponcxomut amrumdn-
Kaiys (pparMeHTa Ipyv HaJIMIMY MOC/IeI0BaTeIbHOCTU
AGMC)GTGG unu ACGTGG u He HaOomaeTcs
npoxaykTa I[TLP B cnyyae caiita ACCTGG. I1pu ruapo-
ymze IHK depmentom Glal nocnenytoiast amruimdu-
Kaius (pparMeHTa UAeT NpUu HATUIMU MOocjien0BaTesb-
Hocteii ACCTGG n ACGTGG u He HabmomaeTcs
npoaykta IILP B cnyuae caiita A(SmC)GTGG. [Ina
npoBeaeHnsT KoHTpoabHOU TTLIP [5] B aTOM ciyuyae
OobL1 mopo6paH pepMeHT pecTpukuuu BstDEI, caii-
Tl y3HaBaHUsI kKoToporo (CTNAG) pacnoyioXeHbl
BHE yJacTKa aMIumdukauum (puc. 1).

I1pu ananuze nuruionaHoit JJTHK B ciydyae romo-
3uToThI o G depmeHT Bst2UI He pacierisgeT ncko-
MBIt pparmMenT, 1 kKoHTpoabHag ITIIP mocne pac-
merenus BstDEI n Bst2UI-TTIP narot npakTtuye-
CKU OJIMHAKOBbIEC Pe3yJIbTaThl. B cllydae roMOo3UroThl
no C Bst2UI pacuerisier JIHK 6musko xk 100% u
pazHuua B pesyabratax Bst2UI-TILP ananuza u
koHTposbHOM TTIIP cocrasisier 6o1ee BOCbMU LIMK-
noB (rupponus caiita CCTGG 6onee 99.5%). Ipu
3TOM B ciydae TeTepo3urothl pacmierieHne JHK
depmenToM Bst2UI nipoucxomut Ha 50% u pa3Huia
pesyabraToB Bst2UI-TILP ananuza ¢ pesynbraTamu
KoHTposbHO TTIIP nomkHa ObITH OJIM3Ka K OMHOMY
LUKITY. AHAJIOTUYHBIN pe3yabTaT OyneT HaOoaaThes U
B caydyae Glal-ITIIP-ananmn3a, ecau 3HaYMTeIbHAS
4acTh IMTO3MHOB B MOJOXEHNUU, KOMITJIEMEHTAPHOM
TYaHUHY B TPEThEM ITOJIOXEHUHU ITOCIeI0BaTEIbHO-
ctu ACGCTGG, metunupoBaHa. Toraa B ciryyae ro-
mosurothsl 1o C Glal He 6ynert paciemnsats JJHK, B
cllyyae TeTepO3UTroThl OyaeT HaOJIaaThbCsl OKOJIO

50% ruaponusa U B cIydae TOMO3UIOTHI 10 G IyOnHa
TUapoan3a OyaeT 3aBUCETh OT IIOJIHOTHI METHIMPOBa-
HUSI LIMTO3WHA. Pe3ynbTaThl 060MX METONOB JOJIKHbI
COOTBETCTBOBATh APYT APYTY: B CIydae reTepO3UTOThI
00a MeToda MOJKHBI JaBaTh Pa3sHUIY C KOHTPOJIb-
HbIM ITHP B onuH 1MKJI, a B cJiyyae TOMO3UTOT OOUH
METOJ, IOJI>KEH JaBaTh Pa3HUILY C KOHTPOJIEM OKOJIO
0, Ipu 3TOM BTOPOii METO/I TIOJIKEH AaBaTh pa3HUILY B
3HAYUTEILHOE YUCIIO LINKJIIOB.

Taxkum oO6pa3oM, MBI OIIpeIeJIsIeM YaCTOTHI BapyUaH-
ToB nojiuMopdusma G/C B niojioxxeHuu xp20:37352001
(mo renHomHoi cb6opke GRCh38.p14) B nmpenaparax
JHK, BbIIelIeHHOM U3 KJIETOK KpoBU 161 yenoBeka,
¥ KOHTpOJIbHBIX 00pa3uax [IHK, ncronb3ys nBa me-
tona. ITockonbky metomsl Glal- 1 Bst2UI-TTLIP ana-
JIu3a OMNpEAesioT HaJIMUMe Pa3HbIX HYKJIEOTUIOB U
SIBJISIFOTCS. HE3aBUCUMBIMHM, UX COBMECTHOE MpUMe-
HEHUE MOATBEPKIAET AOCTOBEPHOCTh PE3YJIbTaTOB,
MOJIyYEHHbIX KaXIbIM U3 HUX.

MATEPUAJIBI U METObI

Hns nposeaeHust Bst2UI- u Glal-TILP ananuza
ucroib3oBanmuck oopasnel JJHK 161 ycinosHO 310po-
BOTO JJOHOPA, BBIICJCHHON U3 JICHKOILIMTOB TIepude-
puyecKoil KpoBr. MeToarKa BbIIEJICHUS U UCIIOJIb-
30BaHHbIC pEaKTUBhI OIIMCaHbI paHee B padote [1]. B
KauyecTBe KOHTPOJISI METUJIMPOBAHMS Mbl UCTIOJIb30-
Banu Taql-rupponusar JJTHK Hela, metunupoBaH-
Hbli1 Sssl meTmitazoit (HITO “Cu639H3uM”). Bo3pact
U TIOJ1 YYaCTHUKOB MCCJIEIOBAaHMS, a TAKXKe KOHIIEH-
Tpauus rmoaydeHHbIX TipenapatoB JIHK 1 ganHbIe 1x
CHeKTpo(OTOMETPUUYECKON UUCTOTHI MPUBEAEHBI B
Tabm. 1.

Huke yka3zaHBI CTPYKTYphI npaiiMepoB U (JIyo-
PECLIEHTHO MEUYEHHOTO 30Ha, UCITOJIb30BAHHBIX IS
nposeacHus [T P-ananu3a yuactka xp20:37351957—
37352083:

SRCd 5'-ACTCTCTGGGTTCCAGCTCTGGCT-3' (24)
SRCr 5'-CCAACTGGCTTCAAAGGCTTTGC-3' (23)
SRCz 5'-FAM-AGCATCCGTGAGCACCCAAGATCCC-BHQ1-3' (25).
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Taomuna 1. 3nauenus1 Cq B ciyuae ruaposusa JJHK no caittam CTNAG (BstDEI), CCWGG (Bst2UI-TTLHP ananus) u
A(SmC)GT (Glal-T1LP ananus) 1 3HaueHUs pa3HULbI BeJIMYUHbI Cq IS ABYX ITOCIEIHUX PeaKIIuii OTHOCUTEIBHO I1ep-
Boii (ACq_C =Cq_CCWGG — Cq_ CTNAG uACq_G =Cq A(SmC)GT — Cq_CTNAG) coOOTBETCTBEHHO

1 2 3 4 5 6 7 8 9 10
S
gg C Cq_Bst2UI-MTIP| Cq_Glal-TTLP
. s - al-

o § % Eﬁ A260/280 Bst]q)_EI - aHaINu3 q_aHEU'II/IS ACq_C | ACLG

S |5 |5, |E¥

cEREEIRE

1172 | x 14 376 1.6 20.66 £ 0.05 20.76 £ 0.13 25.57+£0.09 0.10 4.91
1164 |x 17 252 1.7 20.19 £0.09 20.21 £ 0.04 24.05£0.21 0.02 3.86
1147 |m 18 180 2.0 21.31 £0.09 22.50 £0.04 22.251£0.12 1.19 0.94
1133 |m 18 55 1.7 20.10 £ 0.03 20.11 £ 0.07 23.83+0.32 0.01 3.73
1181 |x 18 90 1.8 20.16 £ 0.03 29.68 £ 0.65 20.32 £0.04 9.52 0.16
1303 |m 18 129 1.8 20.05 £0.00 20.04 £ 0.06 24.07 £0.09 —0.01 4.02
1187 |m 20 304 1.8 21.29 £0.02 2212+ 0.04 22,11 £0.11 0.83 0.82
1502 | x 20 461 1.7 20.49 £0.07 20.38 £0.09 25.08 £0.03 —0.11 4.59
1487 | x 22 406 1.7 20.62 £0.06 21.78 £ 0.06 21.70 £ 0.04 1.16 1.08
1304 |x 23 129 1.7 21.08 £0.14 29.98 +0.38 21.11 £0.10 8.90 0.03
1218 |m 24 317 1.7 21.88 £0.09 21.85£0.13 26.13 £0.03 —0.03 4.25
1379 | x 24 241 1.8 20.00 £ 0.10 20.00 £0.03 23.36 £ 0.09 0.00 3.36
1243 |m 24 280 1.7 21.50 + 0.04 22.45 £0.07 22.62 £0.04 0.95 1.12
1332 |m 25 507 1.9 21.06 £ 0.05 22.01+£0.12 21.98 £0.02 0.95 0.92
1263 |m 26 252 1.9 20.56 £0.07 21.61 £0.15 21.41 £0.09 1.05 0.85
1173 |x 27 232 1.7 20.37 £ 0.06 21.51 £ 0.12 21.55£0.12 1.14 1.18
1200 |m 27 271 1.6 20.67 £0.06 21.50 £ 0.06 21.54 £0.03 0.83 0.87
1203 |m 27 309 1.6 20.95£0.13 22.02 £0.09 22.11 £ 0.07 1.07 1.16
1209 |m 27 204 1.7 20.27 £0.06 21.15 £ 0.05 21.24 £0.03 0.88 0.97
1214 |x 27 265 1.6 20.49 £0.09 21.49 £0.09 21.40 £0.04 1.00 0.91
1329 |m 27 488 1.8 20.25 £0.09 20.27 £ 0.12 24.10 £0.09 0.02 3.85
1224 |m 28 213 1.9 21.22 £0.06 22.11 £ 0.05 22.06 = 0.08 0.89 0.84
1225 |m 28 114 1.9 21.69 £ 0.06 21.73 £ 0.07 24.38 +0.14 0.04 2.69
1226 |x 30 297 1.9 21.19 £ 0.04 21.30 £0.09 24.41 £0.03 0.11 3.22
1240 |x 30 252 1.8 21.38 £0.02 21.26 £0.04 24.98 £0.14 —0.12 3.60
1221 |x 31 263 1.7 20.22 £ 0.02 21.37 £ 0.04 21.33 £0.09 1.15 1.11
1134 |m 32 53 1.7 19.66 £ 0.04 19.79 £ 0.07 24.21£0.09 0.13 4.55

181 |x 33 140 1.8 21.10 £ 0.01 21.06 = 0.02 25.71 £ 0.06 —0.04 4.61
1161 |m 33 197 1.7 20.34 £0.08 20.52+0.03 24.50 £0.12 0.18 4.16
1192 |x 33 110 1.7 20.16 £ 0.12 20.23 £ 0.10 23.68 £0.14 0.07 3.52
1184 | x 34 305 1.7 21.50 £0.10 21.55 £0.08 25.00 £0.14 0.05 3.50
1300 |m 34 127 1.9 20.79 £ 0.08 20.93 £0.07 24.52+0.13 0.14 3.73

17n | x 35 72 1.8 20.07 £0.03 21.18 £0.06 21.09 £ 0.04 L1 1.02
1208 |m 35 207 1.6 21.27 £ 0.06 21.27+£0.14 25.76 £0.19 0.00 4.49
1227 |m 35 101 1.8 21.26 £ 0.04 22.42 £ 0.04 2217 £0.09 1.16 0.91

272 |x 36 49 1.9 22.43+0.12 23.48+£0.09 23.26 £ 0.09 1.05 0.83
285 |Mm 36 20 2.0 22.41£0.03 23.54 £ 0.05 23.42£0.11 1.13 1.01
1086 |m 36 193 1.7 21.37+£0.14 22.36 £0.15 22.26 £0.07 0.99 0.89
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AKHIIEB u np.

1 2 3 4 5 6 7 8 9 10
S
ég C Cq_Bst2UI-MTIP| Cq_Glal-TTLP
s - al-

o § % E, A260/280 Bst]q)_EI - aHaINu3 q_aHEU'II/IS ACq_C | ACLG

S |5 |5, |E¥

cEREEIRE
1162 |m 36 181 1.8 21.12+£ 0.06 22.17£0.05 22,20+ 0.11 1.05 1.08
1217 |m 36 407 1.6 21.20 £0.09 22.11 £0.09 22.00 £0.09 0.91 0.80
1247 | x 36 286 1.7 21.10 £ 0.06 21.04 £ 0.13 25.19 £ 0.08 —0.06 4.09
273 | x 37 25 1.9 22.27£0.09 2222+ 0.05 2597 £0.15 —0.05 3.70
1186 |x 37 175 1.8 20.60 £ 0.00 20.57 £ 0.04 24.21 £0.07 —0.03 3.61
1235 |x 37 168 1.7 21.10 £ 0.14 22.11 £0.05 21.93 £0.05 1.01 0.83
1345 |™m 37 420 1.8 20.50 £ 0.10 21.32+£0.03 21.35£0.09 0.82 0.85
1094 |x 38 172 1.7 20.89 £ 0.06 22.08 £ 0.06 22.04£0.09 1.19 1.15
1236 |m 39 196 1.8 20.02 £ 0.08 21.15 £ 0.01 20.98 £ 0.11 1.13 0.96
1376 | x 40 225 1.9 20.26 £ 0.07 20.22 +£0.04 24.64 £ 0.06 —0.04 4.38
243 | x 41 67 1.9 21.88 £0.13 22.80 £ 0.08 22.82+£0.09 0.92 0.94
1219 |x 41 315 1.8 21.18 £ 0.09 21.25£0.03 25.99 +0.07 0.07 4.81
1335 |x 41 782 1.9 20.34 £0.10 20.39 £ 0.11 24.88 £ 0.15 0.05 4.54
1381 | x 41 500 1.7 20.83 £ 0.04 20.71 £ 0.05 24.64 £ 0.09 —0.12 3.81
657 |m 42 145 1.8 20.42 £ 0.04 21.21 £ 0.05 2118 £ 0.11 0.79 0.76
1207 |m 42 220 1.6 20.81 £ 0.04 20.67 £0.09 24.61 £ 0.14 —0.14 3.80
1331 | x 42 230 1.8 20.86 = 0.14 20.66 £ 0.03 23.77 £ 0.08 —0.20 291
1323 |m 42 300 1.8 20.60 + 0.04 20.54 £0.11 2423 £0.23 —0.06 3.63
1411 |m 42 569 1.8 20.74 £ 0.07 20.73 £ 0.02 24.49 £0.18 —0.01 3.75
231 |M 44 25 1.7 21.25+0.11 22.28 £0.09 2218 £0.12 1.03 0.93
1374 | x 44 101 1.8 20.99 £0.11 21.06 £ 0.04 25.22£0.08 0.07 4.23
661 |x 45 67 1.8 19.54 £ 0.05 20.74 £ 0.14 20.56 £0.05 1.20 1.02
1145 |x 45 323 1.6 20.66 = 0.04 20.61 £ 0.05 25.30 £0.12 —0.05 4.64
171 |x 45 67 1.6 21.23 £0.09 21.10 £ 0.04 24.53 £0.09 —0.13 3.30
1371 |x 46 233 1.8 20.27 £ 0.07 20.15+0.10 23.78 £0.09 —0.12 3.51
1491 |x 46 498 1.7 20.39 £0.02 20.29 £ 0.11 23.99+0.33 —0.10 3.60
1231 |m 48 34 1.8 22.31£0.10 22,46 £0.10 25.61 £0.12 0.15 3.30
1155 |m 48 110 1.6 19.86 + 0.12 19.92 +0.03 23.66 +0.13 0.06 3.80
1175 |x 49 202 1.9 20.35+0.03 21.47 £0.05 21.40 £0.15 1.12 1.05
1313 |m 49 157 1.8 19.52 £ 0.07 19.53 £ 0.06 22.77 £0.06 0.01 3.25
1317 | x 49 316 1.9 20.59 £0.08 21.51 £ 0.05 21.40 £ 0.04 0.92 0.81
1338 |m 49 696 1.8 20.28 £ 0.04 21.21 £ 0.05 21.15 £ 0.05 0.93 0.87
1339 | x 49 506 1.9 20.20 £0.09 2118 £0.11 21.14 £0.01 0.98 0.94
1099 |m 50 144 1.7 21.91 £ 0.09 21.73 £ 0.10 25.69 £0.10 —0.18 3.78
11 | x 50 141 1.7 20.63 + 0.04 21.54 £0.07 21.64 £ 0.12 0.91 1.01
1151 | x 50 225 1.7 19.95 £0.09 21.06 £ 0.13 21.07 £0.04 1.1 1.12
1248 |x 50 154 1.7 19.97 £ 0.07 20.95£0.10 20.88 £0.01 0.98 0.91
1321 |m 50 112 1.8 21.22 £ 0.07 31.97 £ 0.42 21.12 £ 0.06 10.75 | —0.10
1093 |m 51 201 1.7 19.98 + 0.08 21.12 £ 0.07 21.03 £0.10 1.14 1.05
1129 |x 51 72 1.7 19.14 £ 0.05 19.04 £ 0.02 22.95£0.11 —0.10 3.81
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1165 |m 51 356 1.6 20.39 £ 0.01 21.62 £ 0.05 21.46 + 0.06 1.23 1.07
1337 |x 51 563 1.9 19.48 £ 0.14 19.48 £+ 0.08 24.21 £ 0.18 0.00 4.73
1367 |x 51 188 1.9 20.29 £ 0.10 21.29 £ 0.03 21.09 £ 0.04 1.00 0.80
1230 |x 52 723 1.9 22.191+0.14 22.30 £ 0.05 25.61 £0.18 0.11 3.42
1350 |m 52 231 1.8 20.70 = 0.10 21.96 + 0.02 21.73 £ 0.04 1.26 1.03
61 | X 53 288 1.8 21.09 £ 0.10 21.20 + 0.08 26.13 £ 0.04 0.11 5.04
202 (M 53 248 1.8 20.14 £ 0.02 20.10 £ 0.06 24.09 £ 0.21 —0.04 3.95
1159 |m 53 358 1.7 20.50 £ 0.03 21.50 £ 0.08 21.40 £ 0.07 1.00 0.90
1239 |x 53 230 1.7 20.43 +0.14 20.41 £0.02 24.50 + 0.16 —0.02 4.07
1358 |m 53 784 1.8 21.73 £ 0.11 22.63+0.12 22.54 £ 0.06 0.90 0.81
1361 |x 53 762 1.9 20.03 £ 0.10 20.24 £ 0.07 24.41 £0.08 0.21 4.38
53m |x 54 88 1.9 21.17 £ 0.07 21.15 £ 0.08 26.02 +0.21 —0.02 4.85
1113 |x 55 109 1.9 20.49 =+ 0.08 20.54 £ 0.02 24.78 + 0.06 0.05 4.29
1246 |x 55 191 1.7 20.86 £ 0.06 21.01 £0.09 24.00 £ 0.14 0.15 3.14
1342 |m 55 119 1.9 20.74 £ 0.08 21.82+0.13 21.81 £ 0.10 1.08 1.07
541 |Mm 56 113 1.9 20.70 £ 0.01 20.79 £ 0.09 24.47 +£0.03 0.09 3.77
1280 |m 56 436 1.8 21.59 £ 0.03 21.43 £ 0.05 25.29 + 0.05 —0.16 3.70
1127 |x 57 123 1.7 20.38 £ 0.13 20.21 £ 0.02 24.38 +0.09 —0.17 4.00
1135 |x 57 127 1.6 19.22 +0.02 20.15+ 0.06 20.10 £ 0.06 0.93 0.88
1163 |x 57 157 1.7 20.48 £ 0.14 20.51 £ 0.12 24.42 £ 0.12 0.03 3.94
1183 |x 57 662 1.7 20.51 £0.10 20.56 = 0.07 24.60 + 0.05 0.05 4.09
1360 |x 57 570 1.9 20.34 £ 0.05 20.48 £ 0.14 24.48 +0.24 0.14 4.14
191 |x 58 54 1.8 21.44 £ 0.13 21.35+£0.05 25.32+0.10 —0.09 3.88
1130 |x 58 59 1.7 20.28 £ 0.10 20.24 +0.04 23.78 £ 0.08 —0.04 3.50
1351 |x 58 260 1.8 20.10 + 0.02 21.09 £ 0.15 21.10 £ 0.06 0.99 1.00
297 |x 59 48 1.9 23.10 £ 0.12 24.24 + 0.04 2391 £0.10 1.14 0.81
1137 |x 59 299 1.6 21.42 £ 0.11 21.48 £ 0.05 25.00 £ 0.15 0.06 3.58
1182 |x 59 136 1.9 21.36 £ 0.01 21.47 £ 0.06 25.39 £ 0.15 0.11 4.03
1259 |x 59 111 1.8 20.72 £ 0.08 21.48 £ 0.05 21.66 £ 0.01 0.76 0.94
1299 |x 59 252 1.8 20.35+0.14 21.30 £ 0.06 21.12 £ 0.03 0.95 0.77
1326 |x 59 380 1.8 19.71 £ 0.14 19.65 =+ 0.14 23.15 £ 0.04 —0.06 3.44
1344 |x 59 381 1.7 20.26 £ 0.02 21.43 £ 0.05 21.21 £ 0.04 1.17 0.95
1340 |x 60 562 1.7 20.34+0.09 20.27 £ 0.09 25.20 £ 0.18 —0.07 4.86
1348 |m 60 761 1.7 20.35+0.07 20.43 +0.08 24.51 +£0.23 0.08 4.16
1353 |x 60 250 1.9 20.15+ 0.02 20.17 £ 0.13 24.93 +£0.20 0.02 4.78
298 |x 61 29 1.9 22.47 £ 0.02 23.39 £ 0.00 23.28 = 0.01 0.92 0.81
1144 |x 61 147 1.8 20.27 £ 0.11 20.51 £0.08 24.48 +0.16 0.24 4.21
1234 |x 61 178 1.7 20.18 = 0.05 21.29 £ 0.08 21.12 £ 0.09 1.11 0.94
1364 |m 61 178 1.9 20.11 £ 0.10 21.22 £ 0.08 21.05 £ 0.16 1.11 0.94
1202 |x 62 111 1.8 20.48 +0.09 20.37 £ 0.14 24.22 +0.06 —0.11 3.74
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1347 |m 62 590 1.9 20.34 £0.05 21.21 £0.12 21.14 £ 0.06 0.87 0.80
1349 |m 62 355 1.8 21.57 £0.15 22.48 £0.03 22.44%0.04 0.91 0.87
1250 |m 63 271 1.8 21.40 £ 0.04 21.25 £0.05 24.86 £ 0.05 —0.15 3.46
1294 |m 63 173 1.6 20.63 £ 0.11 20.57 £ 0.05 24.03 £ 0.05 —0.06 3.40
1369 |x 63 301 1.9 20.35+0.12 21.21 £ 0.09 21.25£0.09 0.86 0.90
206 |x 64 90 1.9 21.36 £ 0.06 22.30 £0.05 22.11 £ 0.04 0.94 0.75
264 |M 64 35 2.0 24.27+0.27 25.38 £0.14 25.26 £0.10 111 0.99
1211 | x 64 323 1.4 19.50 £ 0.04 19.52+£0.03 22.67 £0.09 0.02 3.17
1255 |x 64 357 1.9 21.00 £ 0.05 21.04 £ 0.08 23.95+0.13 0.04 2.95
1277 | x 64 330 1.7 20.37+£0.03 21.32+0.04 21.39 £0.05 0.95 1.02
161 |x 65 95 1.8 20.97 £0.09 21.94 £ 0.10 21.89 £ 0.08 0.97 0.92
268 |m 65 88 1.9 21.25 £ 0.04 22.28 £0.06 22.27 £ 0.05 1.03 1.02
299 |m 65 56 1.9 21.41 £ 0.05 21.38 £0.14 25.04 £ 0.40 —0.03 3.63
1152 | x 65 112 1.7 19.78 £ 0.06 19.58 £0.06 23.05+0.12 —0.20 3.27
1205 |m 65 420 1.7 21.11 £ 0.09 21.19 £ 0.03 24.55 £0.08 0.08 3.44
1238 | x 66 346 1.7 20.28 £ 0.08 21.07 £0.09 21.07 £ 0.04 0.79 0.79
266 |Mm 67 18 1.8 22.13+0.14 22.08 £ 0.04 26.07 £0.14 —0.05 3.94
2960 |x 67 175 1.8 21.43 £ 0.04 22.54 £0.03 22.33 £0.05 1.1 0.90
1143 |x 67 84 1.6 20.51 £ 0.09 21.58 £0.10 21.40 £0.08 1.07 0.89
1372 | x 67 221 1.8 20.23 £0.11 20.03 £0.07 23.81 £0.27 —0.20 3.58
1428 |m 67 433 1.8 20.65 £ 0.04 20.61 £ 0.11 23.86 £ 0.12 —0.04 3.21
295 |m 68 219 1.8 20.66 £+ 0.01 20.66 = 0.07 23.93+0.14 0.00 3.27
1365 |x 68 204 1.8 20.30 £ 0.04 20.29 £ 0.05 24.03 £ 0.07 —0.01 3.73
173 |m 68 352 1.7 19.98 £ 0.07 19.89 £ 0.02 23.39 £ 0.09 —0.09 3.41
1437 |m 68 213 1.8 20.17 £ 0.05 20.19 £ 0.04 24.13+0.18 0.02 3.96
237 |m 69 31 1.8 21.60 £ 0.11 21.75 £0.06 25.14+0.25 0.15 3.54
240 | ™ 69 18 1.9 21.27£0.09 21.41 £ 0.11 25.08 £0.13 0.14 3.81
293 |m 69 359 1.8 20.02 £0.01 20.08 £ 0.05 23.06 £0.02 0.06 3.04
1146 |x 70 149 1.8 19.56 £ 0.06 20.76 £ 0.07 20.41 £0.08 1.20 0.85
1413 |m 70 522 1.9 19.77 £ 0.02 19.82 £0.06 23.65+0.17 0.05 3.88
40 | x 72 179 1.8 20.22 £ 0.03 20.20 £ 0.04 24.10 £ 0.12 —0.02 3.88
205a |x 72 461 1.8 21.00 £ 0.03 20.90 £ 0.07 24.56 £ 0.18 —0.10 3.56
643 |Mm 72 51 2.0 23.09 £0.02 23.08 £0.09 26.71 £ 0.10 —0.01 3.62
1115 |m 72 78 1.7 21.24 £ 0.05 22.28 £0.10 22.21+0.08 1.04 0.97
1576 |m 72 307 1.8 21.06 = 0.04 22.28 £0.10 21.98 £ 0.11 1.22 0.92
178 |m 73 182 1.7 20.92 £ 0.05 20.92 £ 0.05 24.64 £ 0.13 0.00 3.72
1669 | m 74 351 1.7 21.09 £ 0.02 20.90 = 0.08 25.14 £ 0.07 —0.19 4.05
121 |x 75 163 1.7 20.36 £ 0.07 21.37 £0.07 21.19 £0.08 1.01 0.83
1168 | x 79 239 1.7 20.88 £ 0.12 20.96 £ 0.08 24.47 £ 0.11 0.08 3.59
1174 | x 79 271 1.6 21.05£0.11 29.12£0.41 20.98 £0.05 8.07 | —0.07
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1 2 3 4 5 6 7 8 9 10
S
CE* E C Cq_Bst2UI-MTIP| Cq_Glal-TTLP
. < S - al-
o § % E, A260/280 Bst]q)_EI - aHaINu3 q_aHEU'II/IS ACq_C | ACLG
S |5 |5, |E¥
cEREEIRE
1160 |x 80 195 1.7 21.20 £ 0.04 22.31 £0.02 22.12 £0.06 1.11 0.92
55 |x 81 221 1.7 19.17 £ 0.05 19.11 £0.03 22.35£0.01 —0.06 3.18
56 |m 81 414 1.7 20.09 +0.03 21.31 £ 0.06 21.18 £ 0.12 1.22 1.09
HeLa 20.77 £ 0.05 20.98 £ 0.11 23.81 £ 0.17 0.21 3.04
HelLa 20.63 £0.12 20.82+£0.16 27.52£0.37 0.19 6.89
/Taq
/Sss

TP B peanbHOM BpeMeHUW NPOBOIWIN COITTACHO
IIPOTOKOJIY ITpou3BoauTesis [6] B oobeMe 20 MKII B
TpUIUIETaX Ha JETEKTUPYIOIIEM aMIuTuduKaTrope
CXF-96 (Bio-Rad, CIIIA) 1o ciemyroIieit mporpam-
Me: Tipu 95°C — 3 MuH; 5 “crnenbix” nukinos: 95°C —
10 ¢, 63°C — 20 ¢, 72°C — 10 ¢; 40 nukiios: 95°C — 10 ¢,
63°C — 20 ¢ (¢ geTexuueii GIyopecleHTHOro CUTHA-
na B KaHane FAM), 72°C — 10 c.

ITo 3aBepiieHuu TP, npu nmoMoim nmporpamm-
Horo obecrieueHust amruimgukaropa Bio-Rad CFX
Manager v.2.1 ycranaBnmBaiam cpegHee 3HaueHne Cq
1 3Ha4Y€HHE CPEeIHEKBAAPATUUHOTO OTKJIOHEHUS JJIsI
aHaJIM3UpyeMbIX 0Opa3loB.

PE3VIJIBTATHI 1 OBCYXIEHUNE

B 1a6n. 1 mokaszansl 3HaueHus1 Cq, MOJTydeHHbIE
npu [N P-ananuse rugponusaros JJHK 161 noHopa
kposu u npenaparos JIHK Hel.a u HeLa/Taql, me-
TUIMpOBaHHOU (pepmeHTOM Sssl (cTonbusr 6—8). B
cron6iax 9 u 10 ykazanbl 3HaueHus BeanuuH Cq, nmo-
nyyeHHBbIe B Bst2UI- u Glal-TIT1LP ananu3e, 3a Berue-
ToM 3HaueHuit Cq B cTosibue 6 (KoHTposabHas TTLP
Ha BstDEI-ruaponusare), o6o3HayeHHbIe Kak ACq_ G
u ACq_5mC cOOTBETCTBEHHO.

AHanu3 JaHHbIX, TIPeICTaBIeHHbIX B Ta0J. 1, mo-
Ka3bIBaeT, YTO KaK M B Ipenblaylnux padotax [1, 2]
nosrydeHHble 3HadeHuss ACq G u ACq_C cootBet-
CTBYIOT APYT APYTY 1151 Becex oopasiioB JIHK B BeIOOpKe.
ITpu aTOM BBISIBIISIIOTCS TpU rpyIinbl oopastoB JJHK. B
nepBoii n3 Hux 3HaueHus1 ACq_G 1 ACq_C BapbupyloT
ot 0.75 1o 1.26, 4TO NPUOIU3UTEIILHO COOTBETCTBYET
JNIBYKpPaTHOMY YMEHBIIIEHUIO KOJMYECTBa Hepacllen-
JIEHHBIX KOMUWI aMIUIMGULIMPYEMOro yJacTKa. Taknum
obpa3om, 0o0pa3lbl MEepBOI TPyNMbl MPEACTABISIOT
00011 TeTepo3uroTHl 1o amtenasasM G u C B MO3ULINU
xp20:37352001.

TEHETUKA 2023
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Bo BTopoii rpymiie 3HaueHuss ACq_C BapbUpyIOT
ot 8.07 no 10.75, B To Bpems Kak 3HaueHuss ACq_G
MuHUMAaIbHBI (0T —0.1 10 0.16). OYeBUIHO, YTO 00-
pasusl JIHK BTOpO# rpynmbl MOTHOCTHIO pacIIeTis -
orcst ¢pepmenTom Bst2UI m He comepxkar caiiToB
y3HaBaHus Glal. DTo cBUOETEILCTBYET O TOM, UTO B
uccaeayemoii mo3uuu SNP HaXxoouTcst TUIIb LIMTO-
3UHOBBII OCTAaTOK (roMo3UroThl 1o C).

st Tpetbeii rpyrbl 00pasuos JJHK xapakrepHo
noseiieHHoe 3HaueHue ACq G (2.69—5.04) mpu
HeOonbux 3HaueHusix ACq C (or —0.2 no 0.24).
CoOOTBETCTBEHHO IaHHBIE 00pa3Ibl MOXKHO paClICHU -
BaTh KaK cojepKalliye JUIIb I'yaHUHOBBIM OCTATOK B
no3uuu xp20:37352001 (romo3urotel mo G), mpu-
YeM KOMITJIEMeHTAapHBIN eMy IIMTO3MHOBBIN OCTaTOK
HaXOIMTCSI MIPEUMYIIECTBEHHO B METMJIUPOBAHHOMN
dopme.

3aavenuss ACq G (2.69—5.04) cymecTBeHHO
menbie BeanduH ACq_C (ot 8.07 mo 10.75), uro, Be-
POSITHO, CBSI3aHO C HAJIMYMEM HEMETUIMPOBAHHOTO
KOMITIJIEMEHTApHOTO IIUTO3WHA, J10Js1 KOTOPOrO MO-
xeT mocturath nouytu 4vetBept. g JHK Hela
sHayeHue ACq_G coctabaseT 3.04 1 COOTBETCTBYET
12% nemeTunuposanHoit JIHK, Torma kak mpu 1oJi-
HOCThIO MeTwMpoBaHHOM caiite B 3Toir JITHK
(HeLa/Taql, metunmupoBanHoii Sssl) BemuuuHa
ACq_G cocrasiger 6.89, uro cooTBeTcTBYET 99% -
HOMY METWJIMPOBAHMIO caliTa.

Ha puc. 2 pe3ynbrartsl, npeacTaBieHHBIE B TA0I. 1,
OTCOPTUPOBAHBI B ITopsiaKe yMeHbiieHUst ACq_G.

Takum o6pa3zoMm, reTepo3uroTHelii Hadop G/C
nMeetcs B 68 oopasiax JJHK, yetsipe o6pasua npes-
cTaBIIsTIOT co00it romosuroty C/C, a 89 00pa3LoB sIB-
JISIIOTCSI TOMO3UTOTHRIMH 10 ayiemo G. YacTora ame-
g C B MCCleNoBaHHOI BBIOOpKe cocraBiseT 23.6%.
IMonyyeHHBIEe faHHBIE TIOKA3BIBAIOT, YTO BO BCEX 00-
pasnax JJHK nuro3mHoOBBIE OCTaTKN HA 00EMX 1IETISIX



1310

ACq

10

[\S IR SN

o

T —

AKHIIEB u np.

sACqg_ C = ACq G

O6pazen IHK

Puc. 2. 3nauenuss ACq_G u ACq_C mist 161 o6pasua noHopckoit JIHK sieiikouToB (KpacHBIN M CHHUiA 1IBET COOTBETCTBEHHO).

camita ACGT B nmocinemoBatenbHOCTH ACGTGG mipe-
MMYIIECTBEHHO MEeTWIINPOBaHbL. Kak OBIJIO MMOKa3aHO
paHee, meTuiupoBaHHasi (popma CG-IUHYKIEOTH-
JIOB mpeodJiaiaeT BO BceX KOMITapTMEeHTaX reHoMa 3a
uckmoyeHueM CpG-0CTPOBKOB U TIEPBBIX 3K30HOB,
BBITIOJIHSIIOIINX (PYHKLMIO PETYISIIUU 3KCIIPECCUU
reHoB [7]. BapmabenpHBIN HYKJICOTHI B TIOJIOXKECHUH
xp20:37352001 pacnoioxeH B IIEpBOM MHTPOHE TeHa
SRC u B cnydae ajutensa G obpasyromuiics cailt AC-
GT MeTuIMpoBaH MO LIMTO3MHOBBIM OCTAaTKaM B 00e-
nx nensx JHK.

B T1a61. 2 moka3aHoO YHMCJIO TEHOTUIIOB U UX HOJISI
OT OOILEr0 KOJIMYECTBA NPOoaHaIUu3MPOBaHHBIX Ipe-
napatoB JIHK noHopoB KpoBu.

B Ta6m. 3 maHo cpaBHeHue yacTtoT ajieneit Gu C
B Pa3JIMYHBIX IOIMYJISIIUSIX MO HAHHBIM TIPOCKTOB,
MpencTaBieHHbIX B 6aze “dbSNP”.

Kak BugHo 13 TabJ1. 3, mojrydeHHasi HaMH1 4acToTa
awtens C B 24% 6nm3ka K 3HayeHnsIM 21—22% s Beei
MHUPOBOIT KOTOPTHI 00CIIEIOBAHHBIX 0€3 yJeTa reorpa-
¢purYecKoro NpoXrWBaHUS WIM STHUYECKOTO IIPOMC-
xoxaeHus (“Global”) B mpoekrtax “1000Genomes” u
coBIMajaeT ¢ yactoroit B mpoekte “TopMed”. Uro ke
KacaeTcsl MUCC/IeIOBAaHHBIX paHee xxutenaeil Cudupu,
to 3aBbllieHHas (0.57) yacrora amnens C, ckopee
BCETro, CBsSI3aHA C HEOOJBIIMM Pa3MEpPOM BBIOOPKH
(n = 14). TeopeTnuecku onpeaereHHas 1o popmyie
Xapau—BaiinOepra [8] BeauumHa 4KUCIa TOMO3UIOT
C/C nns Hallleii BBIOOPKM paBHA 9, 4TO CyIIIECTBEHHO

GOJIbIIIE DKCITEPUMEHTAIBHO MMOJIyYeHHOTO 3HAYCHUS
4, OMHAKO 3TO Pa3INYKe MOXKET ObITh BLI3BAHO HEJIO-
CTaTOYHBIM YUCJIOM OOCJIEMOBAHHBIX B HACTOSIIE
paborte.

HMHTEepecHO oTMeTUTh, uTO ajieab C B UCCIeno-
BaHHOM MO3UIIMU CYUTAECTCS “TIPEIKOBBIM” IO OTHO-
meHuIo K ayuiento G (1o JaHHBIM CpaBHEHUS T€HO-
MOB TOMWHU, AOIOJHUTENIbHASI WHOOPMAIUS K
[9]). Tomo3uroTHOCTh MO C BBISIBIEHA TaK3Ke IS JIe-
HUCOBCKOTO TeHOMAa U HEaHIEePTaIbCKOro TeHOMa U3
Bunnuu (https://www.eva.mpg.de/genetics/genome-
projects/). IlpeBanupoBaHue BapuaHTa Gy COBpe-
MEHHBIX JTIOJICI BHE 3aBUCUMOCTH OT Pachl ¥ 3THOCA
CBUIETENIBCTBYET O TOM, YTO HYKJIeOTHIHAs 3amMeHa C
Ha G TpoU30IlJia Ha PaHHUX CTAaAUSIX CTAHOBJIECHUS
Homo sapiens, iprueM B najabHeiileM 00j1ee 3BOII0-
LIMOHHO YCIICIIIHBIMU OKa3aJliCh HOcUTeIU aenst G.

Bce mipouienypsl, BBITIOJIHEHHBIE B UCCIEIOBaHUU
C yYaCTUEM JIIOJCH, COOTBETCTBYIOT 9TUYECKMM CTaH-
JapTaM MHCTUTYLIMOHAIbHOIO U/ WIX HALMOHAIBHO-
ro KOMHUTETA IO MCCAEIOBATENbCKON 3TUKE U Xellb-
CHHKCKOM mekyapamuu 1964 1. u ee MOCIEeOYIOIINM
U3MEHEHUSIM WJIM COMTOCTABUMBIM HOPMaM 3THKH.

OT KaXaoro M3 BKIIOYEHHBIX B HCCIIEIOBaAaHUC
YYACTHUKOB OBIJIO TOJy4eHO WH(GOPMUPOBAHHOE
JITOOPOBOJIBHOE COTJIACHE.

ABTOpLISaHBHHKH}qTOYIHD(HCTKOH@HHKTaHH—
TEPECOB.

Tab6muna 2. PacripeneneHne IUIIOMIHBIX HaO0opoB ayuteiieii B mo3umu xp20:37352001 B o011eii BEIOOpKE

c/C G/C G/G
Bcero mornopon
N % N % N %
161 4 2.48% 68 42.24% 89 55.28%
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Taomuna 3. Yacrore! amteneit Gu C nnst SNP B nonoxenun xp20:37352001 mo naHHBIM pa3InUHbIX TIPOEKTOB

IIpoexrt Koropta Hucro YacroTta G Yacrora C
00ce10BaHHBIX
1000Genomes ImobanbHas 5008 0.79 0.21
Adpuka 1322 0.73 0.27
BocrouHas Azusi 1008 0.83 0.17
Espomna 1006 0.80 0.20
IOxHas Azust 978 0.78 0.22
AMepuka 694 0.83 0.17
1000Genomes_30x [moGanbHast 6404 0.78 0.22
Adprka 1786 0.73 0.27
EBpora 1266 0.79 0.21
IOxHas Asust 1202 0.78 0.22
BocrouHas Azust 1170 0.83 0.17
AmMepuka 980 0.83 0.17
TopMed ImoGanbHas 264690 0.76 0.24
The Avon Longitudinal Study Ponutenu u netu 3854 0.73 0.27
Genetic variation in the Estonian population | DcToHust 4480 0.84 0.16
Northern Sweden Jlen BectrepGorTeH 600 0.85 0.16
Genome of the Netherlands Release 5 Hunepnanap 998 0.73 0.27
The Danish reference pan genome Janus 40 0.72 0.28
UK 10K study — Twins buznens: 3708 0.73 0.27
Qatari ImoGanbHast 216 0.71 0.29
A Vietnamese Genetic Variation Database | [loGanbHast 214 0.85 0.15
Korean population from KRGDB Kopes 2930 0.83 0.17
Siberian [MobGanbHast 14 0.43 0.57
Hacrosimast pa6orta HoBocubupckast o61acTb 161 0.76 0.24
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Determination of G/C Polymorphism at chr20:37352001 Position in Human Blood
DNA Preparations by Glal- and Bst2UI-PCR Analyses Methods
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Single nucleotide polymorphism (SNP) is a change of one nucleotide by another. This change often leads to
an emergence (or disappearance) of a site recognized by a certain restriction endonuclease. As a result am-
plification of DNA fragment using primers surrounding SNP point (containing either N/ or N2 nucleotide)
followed by hydrolysis of the amplicon with this restriction enzyme will be different for three possible variants
in a diploid genome (genotypes N1/N1, NI/N2 and N2/N2). This method of restriction fragments length
polymorphism (RFLP) is widely used in the genetic studies. Earlier we have developed Glal- and Fatl-PCR
analyses methods which allowed to carry out real-time PCR and showed it applicability for SNP determina-
tion. In the current work a new way to determine the single nucleotide polymorphism G/C by the Bst2UI-
PCR analysis is proposed. Glal- and Bst2UI-PCR analyses have been used to determine the frequency of
G/C polymorphism variants at the chr20:37352001 position (according to GRCH38.p14 genomic assembly)
in the blood DNA samples of 161 donors. The study included: 1) the isolation of leukocyte DNA from blood
cells; 2) Glal- and Bst2UI-PCR analyses of the DNA fragment chr20:37351957-37352083, 3) determination
of cytosine and guanine at the chr20:37352001 position in the analyzed DNA preparations, and 4) compara-
tive analysis of the obtained results. It has been shown that 68 donors (42.2%) have a heterozygous set of G/C
at the chr20:37352001 position, 89 donors (55.3%) are homozygous by G, and 4 donors (2.5%) are homozy-
gous by C. Thus, taking into account that blood cells have a diploid set of chromosomes, G to C replacement
occurs in 76 out of 322 analyzed cases (23.6%). At the same time, from the results obtained it follows that the
cytosine residue complementary to G at the chr20:37352001 position exists in methylated form (5-methylcy-
tosine) in most of the DNA molecules, both in homo- and heterozygotes. The proposed method of Bst2UI-
PCR analyses extends the possibilites of SNP determination using real-time PCR.

Keywords: single nucleotide polymorphism G/C, allele frequency, blood DNA, Glal-PCR analysis, Bst2UI-
PCR analysis.
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