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OnHoHykIeoTUaHBII TTouMopdu3M (SNP) 3akiouaeTcss B 3aMeHe OIHOTO HYKJIEOTHIa Ha IPYroi, 4To
4acTo NMPUBOJIUT K BOSHUKHOBEHUIO (M1 MICUE3HOBEHMIO) caiiTa y3HaBaHUsI OTIpeIeIeHHO peCcTpUKTAa3hbl.
B pesynbrare npu amruindukauuu dpparmernra JHK ¢ mpaitMepoB, okpyxatomiux Touky SNP (comepxa-
myto au6o NI, nubo N2-HyKJI€OTHUI), U MOCIEIYIOIIeTro THApoir3a aMIUIMKOHA JaHHOM pecTpPUKTa30i
kaptuHbl pacuieruieHus: JIHK 6ymyT pasHbie 1ist Tpex BO3MOXHBIX BapuaHTOB B nuruionaHoi JIHK (reHo-
tunel N1/N1, NI/N2 n N2/N2). JaHHbIii MeTOI oIlpeneieHus noauMopdusMa IIMH (GPparMeHTOB pe-
crpukuuu (RFLP) mmpoko ucnonb3yercst B TpakTUKe TeHETUYECKUX UccieqoBaHuii. Panee Mbl pa3pabo-
tanu Metonbl Glal- m Fatl-TILIP anamusa, B xotopsix npoBoautcsa [11IP B peasrbHOM BpeMeHU BMECTO
aJieKTpodopesa, U TToKa3aiu ero npuMeHUuMocTb st onpeneneHus SNP 7/C. B HacTosiiieii pabote npes-
JIOXXEH HOBBII cmoco0 ompeneaeHuss oqHOHYKIeoTuaHoro noaumopdusma G/C meronom Bst2UI-TILP
aHamm3a. Glal- u Bst2UI-TTLP ananmu3 ncnoiab30BaId IS OIIpeAeIeHNsT YaCTOTEl BApUAHTOB ITOJIMMOP-
dusma G/C B nnosoxenun xp20:37352001 (mmo renomHoit coopke GRCh38.p14) B mpemaparax JIHK, Beiae-
JICHHOM 13 KJIeTOK KpoBU 161 yenoBeka. MccienoBanue BKITouasio: 1) BelmeiaeHue JeikomurapHoit JJHK
u3 kietok kposu; 2) nposeaeHue Glal- u Bst2UI-TILP ananuza dparmenta JHK xp20:37351957—
37352083; 3) onpeneneHre IMTO3MHA U TyaHMHa B mo3uliuu xp20:37352001 B aHamIM3upyeMbIX Iipernaparax
JHK; 4) cpaBHUTEIbHbBII aHAINU3 MOJIYYEHHBIX pe3ysbTaToB. [TokazaHo, 4yTo 68 1oHOpOB (42.2%) uMeloT
reTepo3uroTHbIi Habop G/C B monoxenuu xp20:37352001, 89 noHopos (55.3%) roMo3uroTHEI 1o G, a ye-
ThIpe noHopa (2.5%) — o C. TakuMm 06pa3om, MpUHUMAS BO BHUMaHME, YTO KJIETKM KPOBU UMEIOT TUTLIO-
WUIHBIA Habop XpomocoM, 3amMeHa G Ha C BcTpedaeTcs B 76 u3 322 mpoaHAIM3UPOBAHHBIX BApMAHTOB
(23.6%). ITpu 3TOM U3 MOJTYYSHHBIX PE3YILTATOB CJAEAYET, YTO IMTO3WH, KOMITJIEMEHTapHbIi G B TTOJIOXe-
Huu xp20:37352001, B 6onbireit yactTu Mosiekyit JIHK Haxonurtcst B MeTMIMpoBaHHOM opMe (S-MEeTHIILIM-
TO3MH) KaK Y TOMO-, TaK 1 y reTepo3urot. [Ipemnoxennsiiit Meton Bst2UI-TTLIP ananu3a pacmupsieT Bo3-
MoxxHocTH onpeneiaeHust SNP ¢ momomnibio [T P B peaibHOM BpeMeHU.

Karoueswvie crosa: onHoHYyKIeoTUIHBIN TToumMopdusm G/C, yactotsl anneneit, JTHK u3 kpoBu yenoBeka,
Glal-ITHP ananu3, Bst2UI-TTLIP ananu3.

DOI: 10.31857/S0016675823110012, EDN: NGJDEA

Panee ¢ momompio Glal- u Fatl-TITLP ananui3za Ha-
MU OBUIO IPOBEICHO U3YYeHME YaCTOT aJlJIesICii JUIs IO~
mmmopdusmoB C/T B monoxeHnn xp16:75033884 [1]
u xp1:245618129 [2] B mpenaparax JIHK 92 moHopoB.
B maHHBIX TTO3UIMSIX HAXOMUTCS II0CIEA0BATEIEHOCTD
CACGC, xoTopag TIpeBpaniacTcs B IIOCJIeTOBaTEIb-
HocTh CATGC ¢ BOBHMKHOBEHMEM caiiTa y3HaBaHUS
pectpukTasbl Fatl (CATG). B HacTosieii padboTe Mbl
npuMeHmym Metoasl Glal- u Bst2UI-IILIP ananuza
JUIST U3YYEHUST OMHOHYKJICOTUIHOIO MOJIUMOpdr3Ma
G/C B TpeTbeM IIOJOXEHUU MOCIeI0BaTEIbHOCTU
AC(G/C)TGG (rs11697215 o 6a3e naHHbIX “dbSNP”

[3]) B momoxxennu xp20:37352001 B mpenaparax JHK
161 monopa. Jdauusiiit SNP pacrnonoxeH B UHTPOHE
nporooHkoreHa SRC, KogupyoIero TMpo3nH-CIIe-
HUOUIHYIO IPOTEMHKNHA3Y U €r0 aHaJIu3 HE MOXKET
npoBoantbcsa MetomoMm Fatl-TTILP ananm3a BBUIDY
orcyrctBus nociaegoBaTeabHocT CATG. Ha puc. 1
MpeacTaBlieHa HYKJIEOTUIHASI CTPYKTypa ydyacTKa re-
HoMHo# JIHK, Bximtoyarommast B cedsl aHaIU3UpyeMblid
noaumopdusm. Cytb MeTonoB Glal- u Bst2UI-TTLIP
aHa/IM3a 3aKJII04YaeTcs B aJlbTepHATUBHOM paCILEII-
neann JJHK depmenramm Glal mim Bst2UI coorBeT-
cTBeHHO, n nocneaytomeit ITIP ¢ mpaitmepoB, Jiexka-

1303



1304

AKHIIEB u np.

CCCAGACTTCTGGCTGCTGAGTAATTTGTGGGGATCTGATTCTTATTAAGTGTGTACCCAACGTGGCTAAAA

CTTTTCCCAGGTATAGGAGGGGTGCGGTGCTGGGGGCAGGTGACCCTGACTCTCTGGGTTCCAGCTCTGGCT

GATGGATTCCCCAGTCGGACGTGGAGTACTGGGATCTTGGGTGCTCACGGATGCTTATGCCATAAAGGGTAA

TGGAAGTAGCAAAGCCTTTGAAGCCAGTTGGTTCTGGGTTCAAATCGTGGCTTGGCCACTTGTTTGCTGTGT

ATGATTGTACAGCTTAGAACCTCAGTTTCCCCATCTGT

Puc. 1. HykireotnaHasl 1mociaenoBaTeIbHOCTh aHanu3npyemoro ydactka reHomHoit JIHK xp20:37351837—37352162. Boauu-
CTOW JIMHUEH BbIIeJIeHbI caiiThl y3HaBaHUs pecTpukTasbl BstDEI (CTNAG), okaitMiisiionne aMIuMpUIMpyeMblii y9acTOK.
30HBI CBSI3bIBAHUSI IIPSIMOTO M OOPAaTHOTO MpaiMepoB, a TakKe (JIyopecleHTHO MedyeHHOro TagMan-30H1a BbIIEICHbI CEPhIM
donom. Uzygaemsrii caiitt ACGTGG, conepxamuii metrmpyeMbiii cailt ACGT [5], o6BeneH pamkoii. [TomuepkHyT ryaHm-
HOBBII octaTok B caiite ACGTGG, KOTOPBIi1 MOXET 3aMellaThCsl LIMTO3MHOM.

IIMX OO0 M TIOCJie MCKOMOW IIOC/IenoBaTeIbHOCTH.
INpu pacmemrennu JHK dpepmenTamm mpoucxomur
ciaenytolee: pectpukrasza Bst2UI (caiit y3HaBaHus
CC(A/T)GG) pacmennsger JHK no mocnemoBa-
tenbHOCTU ACCTGG 1 He pacliernisieT ipyrue caii-
T, a JIHK-3H1oHykJea3a Glal (cailT y3HaBaHuUs
R(5mC)GY) [4] pacmemisieT TOJbKO CaWT
A(5GmC)GTGG. Ilpu rumpommze JHK depmenTom
Bst2UI n mociemyromeit ITLP nmponcxomurt amrumdu-
Kalus ¢pparMeHTa Mpyu HAIMYUK MOCIIe10BaTeIbHOCTH
AGBMC)GTGG unu ACGTGG u He HabomgaeTcs
npoxaykTa [T P B cyyae caiita ACCTGG. I1pu ruapo-
mze JIHK ¢pepmentom Glal nocnenyromast amrumgu-
Kaius ¢parMeHTa UaeT Npyu HATMYMU MOocien0BaTesb-
HocTeit ACCTGG u ACGTGG u He HaGmonaercst
npoxaykta ITLP B ciyyae caitta A(SmC)GTGG. Hns
npoBeaecHUs KoHTpoabHOI ITLP [5] B a3TOM Cciyyae
6611 monodpaH (epmeHT pectpukunu BstDEI, caii-
Tel y3HaBaHUSA KoToporo (CTNAG) pacnosioxXeHbl
BHE yJacTKa aMIumdukauuu (puc. 1).

IIpu ananuze gurutonnHoit JIHK B cinydae romo-
3uroThl o G depmeHT Bst2UI He pacieruisgeT nckKo-
MBIi1 (pparMeHT, 1 KoHTpoabHas ITIIP mocne pac-
meruieHust BstDEI u Bst2UI-TILP narot npaktuye-
CKM OJIMHAKOBbIE pe3yJibTaThl. B cilyuae roM0o3UroThl
no C Bst2UI pacmenisier JHK 6nusko xk 100% u
pasHuuia B pesyiabratax Bst2UI-TIIP ananuza u
koHTpoabHOH ITIIP cocraBisieT 60ojiee BOCBMU ITNK-
soB (ruppoymm3 caiita CCTGG 6onee 99.5%). Ipu
3TOM B cjlydae reTepo3urothl pacuierieHue JHK
depmenTom Bst2UI mpoucxomut Ha 50% u pasHuia
pesyabraTtoB Bst2UI-TIIP ananuza ¢ pesynbratamu
KoHTponbHo I11P mommkHa ObITh OJIM3Ka K OMHOMY
UAKITY. AHAJIOTUYHBIN pe3ysIbTaT OyieT HaOmomaThes U
B ciyyae Glal-ITLP-ananu3za, ecau 3HaYMTEJIbHAS
4acTh HUTO3UHOB B MOJIOXEHUU, KOMIUIEMEHTAPHOM
ryaHUHY B TpeTheM TOJIOKEHUU TOCAea0BaTeIbHO-
ctu ACGCTGG, metunupoBaHa. Torma B ciaydae ro-
mosurotel o C Glal He 6yner pacmeruisite JTHK, B
cllydyae TeTepO3UTroThl OyaeT HaOIIaaThCsI OKOJIO

50% tuoponusa U B cIydae TOMO3UTOTHI 10 G TIyOuHAa
TUAPOJI3a OYACST 3aBUCETh OT ITOTHOTHI METMIIMPOBA-
HUS LUTO3MHA. Pe3ysbraThl 000MX METOIOB JOJLKHBI
COOTBETCTBOBATH APYT APYTY: B CIydae reTepoO3UTrOThI
oba meToda JOJKHBI JaBaTh pPa3HUIY C KOHTPOJIb-
HbIM TP B omuH LMKJI, a B cJiydae TOMO3UTOT OOUH
METOJ, IOJDKEH JaBaTh Pa3HMILy C KOHTPOJIEM OKOJIO
0, Ipu 3TOM BTOPOIi METOII IOJKEH AaBaTh pa3HUILY B
3HAYUTEIBHOE YUCJIO LIMKIIOB.

Takum 06pa3zoM, Mbl OIpeesieM YaCTOThl BApUaH-
ToB nosiumopdusma G/C B rtonoxennu xp20:37352001
(o renomHoi coopke GRCh38.p14) B nmpenaparax
JHK, BblneneHHON 13 KJIeTOK KpoBu 161 yeioBeka,
1 KOHTpOoJabHBIX oopa3nax JHK, ncrnoab3ys nBa me-
tona. ITockonbky metonbl Glal- u Bst2UI-TTLP ana-
Jiu3a OMNpeaesiioT HaJluuue pa3HbIX HYKJISOTUIOB U
SIBJISIIOTCSl HE3aBUCUMBIMU, UX COBMECTHOE IMpUMe-
HEHUEe TIOATBEPXKIAeT JOCTOBEPHOCTb PE3YJIbTaTOB,
MOJIYYEHHbIX KaX/IbIM U3 HUX.

MATEPUAJIBI 1 METO/1bI

s nmposenenust Bst2UI- n Glal-TIILP ananusa
rcroab3oBaanch oopasisl JIHK 161 ycinosHo 310po-
BOT'O JJOHOPA, BbIAEJIEHHON U3 JIEMKOLIMTOB nepude-
pHUYecKoi KpoBu. MeTonnKa BEIICICHUS U UCTIONb-
30BaHHbIE peaKTHUBbI OMKCaHbI paHee B padote [1]. B
KauyecTBe KOHTPOJSI METUJIMPOBAHUSI Mbl UCTIOJIb30-
Bamm Taql-rugpommusar JJHK Hela, metunuposaH-
Hblit SssI metnnazoit (HITO “CubdH3umM”). Bo3pact
U TI0J1 yYYaCTHUKOB MCCJIENOBaHMS, a TAaKXKe KOHIIECH-
Tpauus moaydyeHHbIX npernaparoB JIHK u manHbie nx
CeKTPOPOTOMETPUIECKON UUCTOThI NMPUBEACHBI B
Tabi. 1.

Hixe ykazaHBI CTPYKTYpHI TIpaitMepoB U QIryo-
PECLIEHTHO MEUYEHHOTO 30H1a, UCITOJIb30BAHHBIX IS
npoBeneHus I11P-ananu3a yuacrka 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-TTHP ananus) u
A(SmC)GT (Glal-T1L P ananu3) 1 3HaueHUs pa3HULbI BeJIMYUHbI Cq IS ABYX ITOCIEIHUX PeaKIIMii OTHOCUTEIBHO I1ep-
Boii (ACq_C =Cq_CCWGG — Cq_ CTNAG uACq_G =Cq A(SmC)GT — Cq_CTNAG) cOOTBETCTBEHHO

1 2 3 4 5 6 7 8 9 10
S
gg C Cq_Bst2UI-MTIOP| 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 22.25+£0.12 L.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 22,12 £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 1.1
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 1.11 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 22.17 £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 |m 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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Taomuua 1. [TponomkeHue

AKHIIEB u np.

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

o § % E, A260/280 Bst]q)_EI - asltlanna ! q_aH;'II/IS ! ACq_C | ACLG

S |5 |5, |EY

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 21.18 £ 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 2.91
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
23n | M 44 25 1.7 21.25£0.11 22.28 £0.09 22,18 £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
1171 | 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 21.18 £ 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
I | 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 1.11 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 2295+£0.11 —0.10 3.81
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Taomuua 1. [TponomkeHue
1 2 3 4 5 6 7 8 9 10
2
Eg C Cq_Bst2UI-TTIP| Cq_Glal-TIIIP
o § % E, A260/280 Bst]q)_EI - asltlanna ! q_aH;'II/IS ! ACq_C | ACLG
S |5 |5, |EY
R
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 22.19+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
6m 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 |M 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 23.91 £ 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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AKHIIEB u np.

1 2 3 4 5 6 7 8 9 10
S
gg C Cq_Bst2UI-MTIP| Cq_Glal-TTLP
o § % E, A260/280 Bst]q)_EI - asltlanna ! q_aH;'II/IS ! ACq_C | ACLG
S |5 |5, |EY
cEREEIRE
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 22.4410.04 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
16nm | x 65 95 1.8 20.97 £0.09 21.94 £ 0.10 21.89 £0.08 0.97 0.92
268 |Mm 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 |M 67 18 1.8 2213+ 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 L.11 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 |m 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
115 |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
§ g 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, |EY
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
HeLa 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 ITpou3BoauTess [6] B oobeMe 20 MKII B
TpUIUIETaX Ha JETEKTUPYIOIIEM aMIuTuduKaTope
CXF-96 (Bio-Rad, CIIIA) 1o ciemyrolieit mporpam-
Me: Tipu 95°C — 3 MuH; 5 “crnenbix” nukiIoB: 95°C —
10 ¢, 63°C — 20 ¢, 72°C — 10 c; 40 tmxoB: 95°C — 10 c,
63°C — 20 ¢ (¢ peTexuueit GIyopecieHTHOro CUTHA-
na B KaHane FAM), 72°C — 10 c.

ITo 3aBepiieHuu I[P, mpu moMoiu nmporpamm-
Horo obecrieueHus1 amruindukaropa Bio-Rad CFX
Manager v.2.1 ycraHaBnmBaiam cpegHee 3HaueHne Cq
1 3HaY€HUE CPEeIHEeKBAAPaTUUHOTO OTKJIIOHEHUS JJIsI
aHaJIM3UpPyeMbIX 0Opa3loB.

PE3VIJIBTATHI 1 ObCYXIEHUWE

B 1a61. 1 mokaszaHsl 3HaueHUus1 Cq, MOJTydeHHbIE
npu I P-ananuse runponusaros JHK 161 noHopa
kposu u npenaparos JIHK Hel.a u HeLa/Taql, me-
TUIMpOoBaHHOU pepmeHTOM Sssl (cton6usr 6—8). B
cron6iax 9 u 10 ykazanbl 3HaueHus BeanuuH Cq, no-
nyueHHBIe B Bst2UI- u Glal-IT1P ananu3e, 3a Berue-
ToM 3HaueHuit Cq B cTonbue 6 (KoHTpoabHas TP
Ha BstDEI-rugponu3zare), ooo3HauyeHHbIe Kak ACq_ G
u ACq_5mC cOOTBETCTBEHHO.

AHanu3 JaHHBIX, TIPEeICTaBIeHHbIX B Ta0. 1, mo-
Ka3bIBaeT, YTO KaK M B Ipenblaylnux padotax [1, 2]
nonyyeHHble 3HayeHus1 ACq G u ACq C cootrBeT-
CTBYIOT APYT APYTY 1151 Becex oopasiioB JIHK B BEIOOpKe.
I1pu 3TOM BBISIBNISTIOTCS TpU rpyIThl 00pa3nos JJHK. B
nepBoii n3 Hux 3HaueHus1 ACq_ G u ACq_ C BappupyloT
ot 0.75 go 1.26, 4TO MPUOIUZUTEITLHO COOTBETCTBYET
JIBYKPaTHOMY YMEHBIIIEHUIO KOJMYECTBA Hepacllen-
JICHHBIX KOIUI aMIuiMduLmpyemMoro yyactka. Takum
obpa3oM, 00pa3lbl MEepBOI TpyNmbl MPEACTABISIOT
00011 TeTepo3uroTHl 110 ayienassM G u C B MTO3UIINHA
xp20:37352001.

TEHETUKA 2023
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Bo BTOpOIi rpynme 3HayeHust ACq_C BapbUpylOT
ot 8.07 no 10.75, B To Bpems Kak 3HaueHust ACq_G
MuHAMAaIBHEL (0T —0.1 10 0.16). O4eBUIHO, YTO 0O-
pasusl JIHK BTOpO# Tpynmbl TOTHOCTHIO pacIIeTIs -
orcst ¢pepmenToM Bst2UI m He comepxXar caiiToB
y3HaBaHus Glal. DTo cBUOETEILCTBYET O TOM, UTO B
uccaeayemoit mo3uiu SN P HaxonuTcst IUIIb LIUTO-
3MHOBBI 0cTaTOK (TOoMO3UTOTHI 10 C).

st TpeThbeii rpyribl o0pasnos JIHK xapakrepHo
noselieHHOe 3HaueHne ACq G (2.69—5.04) mpu
He6oabiux 3HaueHusix ACq _C (ot —0.2 no 0.24).
CoOOTBETCTBEHHO TaHHBIE 00pa31bl MOXKHO PACLICHU -
BaTh KakK coJiepKallue JIUIb TYyaHUHOBBII OCTaTOK B
nozuumu xp20:37352001 (romo3urotsl o G), Ipu-
YyeM KOMIIJIEMEHTApHbBI eMy LIMTO3MHOBBIN OCTATOK
HaxOOUTCSl MPEUMYIIECTBEHHO B METWUJIMPOBAHHOI
dopme.

3aavenusas ACq G (2.69—5.04) cymecTBeHHO
meHbine BennunH ACq_C (ot 8.07 mo 10.75), uto, Be-
POSITHO, CBSI3aHO C HAJIMYMEM HEMETWJIMPOBAHHOTO
KOMITJIEMEHTApHOTO [IUTO3WHA, J0JIsI KOTOPOIO MO-
KeT mocturath nouytu uvetBeptu. g JJHK Hela
3HaueHue ACq_G coctapisetr 3.04 1 COOTBETCTBYET
12% nemeTunupoBaHHoit JIHK, Torma kak mpu 1moJ-
HOCTBIO MeETWIMpOBaHHOM calite B »Toii JHK
(HeLa/Taql, metunmupoBanHoii Sssl) BemuuumHa
ACq_G cocrasiger 6.89, uro cooTBeTCTBYET 99% -
HOMY METUJIMPOBAHUIO CalTA.

Ha puic. 2 pe3ynbraThl, IpeacTaBIeHHBIC B Ta0OI. 1,
OTCOPTUPOBaHHI B nopsiake yMeHbleHus1 ACq_G.

Takum o6pa3zoM, reTepo3uroTHelii Hadop G/C
nMeetcs B 68 oopasuax JJHK, yetsipe o6pasua npes-
cTaBIIsIIOT co00it romosuroty C/C, a 89 00pa3LoB sIB-
JISIFOTCSI TOMO3UTOTHRIMM 110 aymiemo G. Yacrora ante-
g C B McclenoBaHHOI BBIOOpKe cocraBiseT 23.6%.
IMTonyyeHHBIE TaHHBIE TOKA3BIBAIOT, YTO BO BCEX 00-
pasnax JJHK 1miTo3mHOBBIE OCTAaTKM HA 00EWX HETTSIX
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AKHIIEB u np.

sACqg_ C = ACq G

O6pazen IHK

Puc. 2. 3nauenust ACq_G u ACq_C mist 161 o6pasua noHopckoit JIHK seiikoluToB (KpacHbIN M CUHUiA LIBET COOTBETCTBEHHO).

caiita ACGT B nmocnemoBatenbHOCTH ACGTGG mipe-
MMYIIECTBEHHO MeTUINPOBaHbL. Kak OBIJIO MOKa3aHO
paHee, mMeTuiupoBaHHasi (popma CG-aUHYKIEOTH-
JIOB mpeodJiamaeT BO BCceX KOMITAapTMEeHTaX reHoMa 3a
uckmodyeHueM CpG-0CTPOBKOB U TIEPBBIX 3K30HOB,
BBITIOJIHSIIOIINX (DYHKLMIO PETYISIIUU 3KCIIPECCUU
reHoB [7]. BapmabenpHBIN HYKJICOTU B TIOJIOXKECHUH
xp20:37352001 pacronoxeH B mepBOM MHTPOHE IeHa
SRC u B cinyuae amtensi G obpasyromuiics caiit AC-
GT MeTuIMpoOBaH MO IMTO3MHOBBIM OCTaTKaM B 00e-
nx nersax JHK.

B Ta61. 2 moka3aHO YMCJIO TEHOTUIIOB U UX HOJISI
OT OOIIIETO KOJMYECTBA IMMPOaHAIM3UPOBAHHEBIX ITpe-
napatoB JIHK moHOpoB KpoBH.

B Ta6m. 3 maHo cpaBHeHme gactoT ayeneit G u C
B Pa3JIMYHBIX MOMYJISUMSAX MO JaHHBIM MPOEKTOB,
MpeacTaBJIeHHBIX B 0aze “dbSNP”.

Kak BugHO 13 TabJ1. 3, mojrydeHHasi HaMH1 4acToTa
ayenst CB 24% 6au3Ka K 3HaueHUsIM 21—22% st Beeit
MUPOBOI KOTOPTHI 00CIETOBAaHHBIX O€3 yJeTa reorpa-
¢duyeckoro MpoXxuBaHUS WIM 3THUYECKOTO MPOUC-
xoxaeHus (“Global”) B mpoekTtax “1000Genomes” un
COBIMagaeT ¢ yactoroit B mpoekrte “TopMed”. Uro ke
KacaeTcsl UCCeOBaHHBIX paHee xuteneil Cudupu,
to 3aBblmieHHas (0.57) gacrora amnens C, ckopee
BCEro, CBSI3aHA C HEOOJBIIMM pa3MEPOM BBIOOPKH
(n = 14). TeopeTnyecku onpeaerecHHas 1o popmyie
Xapau—BaiinOepra [8] BeauumHa 4KMCIa TOMO3UIOT
C/C nna Halleit BRIGOPKM paBHa 9, UTO CYILIECTBEHHO

GOJIbIIIE SKCITEPUMEHTATBHO MMOJIyYeHHOTO 3HAYCHUS
4, OMHAKO 3TO Pa3INYKe MOXKET ObITh BLI3BAHO HEJIO-
CTAaTOYHBIM YMCJIOM OOCJIEIOBAHHBLIX B HACTOSIIEH
paborte.

HMHTepecHO oTMeTUTh, uTO ayieab C B UCCIeno-
BaHHOM ITO3UIINY CYNTACTCS “TIPETKOBBIM” TIO OTHO-
IIeHWIo K autelito G (1o JaHHBIM CPaBHEHUS T€HO-
MOB TOMWHUJ, AOIOJHUTENIbHAST WHAOPMALUS K
[9]). Tomo3uroTHOCTH 10 C BBISIBJICHA TaKKe JJIs Jie-
HHCOBCKOTO TeHOMa U HeaHAePTAILCKOTO reHoMa 13
Bunnuu (https://www.eva.mpg.de/genetics/genome-
projects/). IlpeBanupoBanue BapuaHta Gy coBpe-
MEHHBIX JTIOJEI BHE 3aBUCUMOCTH OT Pachl ¥ 3THOCA
CBUIETEIIBLCTBYET O TOM, UYTO HyKJIeOTHAHAsI 3aMeHa C
Ha G mpowu3sollia Ha paHHUX CTaausIX CTAHOBJIEHUS
Homo sapiens, npuyeM B fajibHE1IeM 0oJiee 3BOJTIO-
LIMOHHO YCIIEITHBIMU 0Ka3aJIiCh HocUTeu ayenst G.

Bce nipotienypbl, BbITTOJTHEHHbBIE B UCCIETIOBAHUU
C Y4aCTHUEM JIIOJIEi, COOTBETCTBYIOT 3TUYECKUM CTaH-
JapTaM MHCTUTYIUOHAJIBHOTO 1/WJI1 HAIIMOHAJILHO -
ro KOMHUTETA I10 UCCIeO0BaTEIbCKONM 3TUKE U Xelb-
CUHKCKOM nexmapaiuu 1964 r. 1 ee Mocieayonmm
N3MEHCHUAM NJIN COITOCTaBUMBbIM HOpPMaM 3TUKMU.

OT Kaxmoro u3 BKJIIOYEHHBIX B MCCJIEIOBaHUE
Y9aCTHHUKOB OBLIO ITOJIY4€HO I/IHCbO])MI/IpOBaHHOC
,Z[O6p0BOJ'IBHO€ corijacue.

ABTOpr 3ad4BJIAIOT, YTO Y HUX HET KOH(l)J'II/IKTa NH-
TEPECOB.

Tab6muna 2. PacripeneneHne IUIDIONIHBIX Ha0opoB ayutelieii B mo3umu xp20:37352001 B o01ieii BEIOOpKE

c/C G/C G/G
Bcero moxnopon
N % N % N %
161 4 2.48% 68 42.24% 89 55.28%
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Taomuna 3. Yacrore! ayuteneit Gu C nnst SNP B monoxenun xp20:37352001 mo naHHBIM pa3InYHBIX TIPOEKTOB

IIpoexr Koropta Hucro YacroTta G Yacrorta C
00ce10BaHHBIX
1000Genomes ImobanbHas 5008 0.79 0.21
Adpuka 1322 0.73 0.27
Bocrounas Azus 1008 0.83 0.17
EBpora 1006 0.80 0.20
IOxHast A3uist 978 0.78 0.22
Amepuka 694 0.83 0.17
1000Genomes_30x IinoGanbHast 6404 0.78 0.22
Adprka 1786 0.73 0.27
EBporia 1266 0.79 0.21
HOxHast Azus 1202 0.78 0.22
Bocrounast Azus 1170 0.83 0.17
AMepuka 980 0.83 0.17
TopMed IMoGanbHas 264690 0.76 0.24
The Avon Longitudinal Study Pomuremm n netn 3854 0.73 0.27
Genetic variation in the Estonian population | DcToHust 4480 0.84 0.16
Northern Sweden Jlen BecrepGorTeH 600 0.85 0.16
Genome of the Netherlands Release 5 Hunepnannbt 998 0.73 0.27
The Danish reference pan genome Janus 40 0.72 0.28
UK 10K study — Twins BbimzHenn! 3708 0.73 0.27
Qatari InnoGanbHas 216 0.71 0.29
A Vietnamese Genetic Variation Database | [o6anbHas 214 0.85 0.15
Korean population from KRGDB Kopest 2930 0.83 0.17
Siberian InoGanbHas 14 0.43 0.57
Hacrosast pabota HoBocubupckas o61acTh 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

A. G. Akishev’, N. A. Netesova’, M. A. Abdurashitov’, and S. Kh. Degtyarev* ¢ *
4Scientific and Production Association “SibEnzyme”, Novosibirsk, 630117 Russia
b«EpigenLab” Ltd, Novosibirsk, 630559 Russia
“Vavilov Institute of General Genetics, Russian Academy of Sciences, Moscow, 119991 Russia
*e-mail: degt@sibenzyme.com

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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