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O6cyxpaloTca pe3ynbTaTbl aHanv3a NoceoBaTeNbHOCTY 6 3k30Ha reHa CYPT1B2 B 40 obpasuax [JHK nauneHToB ¢ guarHo3om apTe-
puanbHas runepTeH3nA. BoiABneHa BbiCOKan YacToTa MyTauumm B canTe rs4538 (NC_000008.11:9.142913286G>T). YacToTa HoCUTe-
nen annenen G n T coctasuna 0,556 1 0,444 COOTBETCTBEHHO. YPOBEHb COAEPKaHMA anbJOCTEPOHa B CbIBOPOTKE KPOBU y obcre-
[lOBaHHbIX B CpefjHem cocTtaswn 206,1 nr/ms; o6Hapy»eHa BbICOKasA Baprauma B KOHLEHTpauuax — ot 18,18 nr/mn fo 933,8 nr/mn.
MpepnBapuTenbHasa oLeHKa accoLmaumm nonmmopdriamMa nokasasna, Yto Npu HOCUTENbCTBE aneNbHOro BapraHTa T ypOBEHb alib-
nocTtepoHa Bbiwe (224,0 nr/mn), yem npu G (191,7 nr/mn).
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The paper presents results of processing sequences of 6th exon CYP11B2 taken from 40 DNA samples of patients diagnosed with
arterial hypertension. Site rs4538 (NC_000008.11:9.142913286G>T, NM_000498.3:c.1120C>A) revealed a high mutation frequency.
The carrier frequencies of allelic variants G and T were 0.556 and 0.444 respectively. The aldosterone content in the blood serum sam-
ples averaged 206.1 pg/ml, with high variation in concentrations ranging from 18.18 pg/ml to 933.8 pg/ml. Preliminary evaluation
of polymorphism association showed that aldosterone levels were higher for allele T variant (224.0 pg/ml) than for G (191.7 pg/ml).
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JTHAM M3 KJIIOYEBBIX 3JIEMEHTOB KOHTPOJISI OMOCUH-  CJIeIHME TPU CTAIUM PeaKLIMKM CUHTE3a ajlbIOCTepOHa: TH-
Te3a aJIbIOCTepOHA SIBJISIETCS CTaaus MpeBpaiie- ApokcuirupoBaHue B onoxeHuu Cl1, C18 u okuciaeHue
HUSI KOPTUKOCTEPOHA B 18-TUAPOKCUKOPTUKOCTe-  ruapokcuibHoi rpynnbl y C18. I'en CYPI11B2 (8q24.3)
POH U1 aIbIOCTEPOH B KJIYOOUKOBOI 30HE KOPbI HAAMOYEY- MMeeT MPOTSKEHHOCTD 7.305 T.I.H. U COCTOUT U3 9 5K30-
HUKOB. JlaHHBII TIpolIeCC KOHTPOJIUPYETCS KOPTUKO- HOB. B 1aHHOM reHe MaeHTU(UIIMPOBAHO OKOJIO TPEX Thi-
cTepoH-18-MoHoOKcureHasom (cytochrome P450 11B2,  cgu mytauuii, B Tom uucie 6osee 100 KITMHUYECKM 3HAUM -
mitochondrial), konupyemoii reHoMm CYPI11B2. Yenoseue- MbIx. [TonumMopdusm reHa mupoKo UcCaeayeTcsl B CBSI3U
ckuii nuroxpom P450 11B2 (CYP11B2) katanusupyet mo- ¢ MU3BMEHEHUEM aKTUBHOCTU (hbepMeHTa B pe3y/ibTaTe MyTa-
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LIMOHHBIX COOBITUI, MPUBOASIIIMX K AUCOATAHCY albI0-
CTePOH-PEHUHOBOI'O COOTHOIIEHUS U COMPSIKEHHBIX C
3TUM NaTohU3NOJOTYEeCKUX I3(DDEKTOB.

Ma‘repvnanbl n metoabl

B naHHOM KOHTEKCTe HaM1 HayaTo MCCeNOBaHUE 3HA-
yeHus noaumopdusma reHa CYPI1B2 B nmatoreHese Ko-
MOPOUIHON MaTOJOTUM CTaOMILHOU UIlIeMUYeCcKOoil 60-
JIE3HU ceplilia, B TOM YKCJie, MPOBEACHO CEKBEHUPOBAHUE
sk30Ha 6 reHa CYP11B2 40 oopazuos JIHK i ¢ scceHIm-
aJbHOI rurnepTeH3uell B aHaMmHese. [lapaiienbHo ¢ cuK-
BEHCOM, OMNpenessyid KOHIEHTPALMIO aIbAOCTEPOHA ChI-
BOPOTKHU KPOBU y TeX ke Jull. B kauecTBe 0a30BbIX METO-
JIOB MICTIOJTb30BaHbl KOHKYPEHTHBIN TBepaodasHbiii MDA
1 cekBeHupoBaHue o Canrepy. JIHK 13 o6pasiosB Bbiae-
JISUTU MeToAOM (heHOJI-XJI0podDOpMHOI aKcTpakiuu. Coop
Marepuasa U KOMIUIEKC JJaDOpaTOPHBIX UCCAEIOBaAHUI OCY-
LIECTBJIEH C MCMOb30BaHMEM KOJUIEKIIUIA JJabopaTopuu re-
HomHoM MeauuuHbl Ha 6a3e HUM KITCC3 (r. KemepoBo).
Kaxnplit 06paselr, KpoMe JaHHBIX O MOJIE U BO3pacTe, Co-
MpoBoXIaACcsa MH(popMalmeii o 3a00JeBaHUSIX U UHDOPMU-
POBaHHBIM COTJIACMEM Ha yJacTUE B MCCIETOBAHUMU.

Pe3yn bTaTbl N BbiBOA4bI

IIpu conocTaBieHUU MOJTYYEHHBIX CUKBEHCOB IIe-
croro 3k3oHa CYPIIB2 ¢ pedepeHCHbIMU TTOCIEa0Ba-
tenbHOCcTAMU (Ensembl release) B uccienyeMoil BbI-
OOpKe ¢ BBICOKOW 4acTOTOI BBISIBJIEHA YX€ HM3BECT-
Hasg Mytauus rs4538 (NC_000008.11:2.142913286G>T,
NM_000498.3:¢c.1120C>A). ITo nanHeiMm dbSNP s1a my-
Tauus saBiasietcss cuHoHumuuHon (R [CGG]>R [AGG]).
Tem He MeHee, eCcTb pe3yJIbTaThl TECTUPOBAHUS €€ KJIMHU-
YecKOi 3HaUMMOCTHU (ITAaTOr€HHOCTHM) MPY TaKUX Haced-
CTBEHHBIX 3a00JIEBaHUSIX, KaK CEMENMHBII IMITepalbiocTe-
poHu3M I TUMa U HeAOCTAaTOK KOPTUKOCTEPOH METUITOKCU-
nasel [ u Il Tuna. B oTHOLLIEHUM JaHHBIX 3a00JI€BaHUIA 151
TeHeTUYeCKOro BapuaHTa (ajuiesb T) ycTaHOBJIEH CTaTyC —
JoOpoKayecTBEeHHbIN (benign). B oTHOIIEHMY TATOXUMU-
yecKMX U narodusuonornyeckux apdexron rs4538 nzyya-
JIach B KOMILJIEKCE ¢ IpYTMMU BapUaHTaMU reHEeTUYECKOM
BapuabenbHocTy TeHoB CYPI11B2w CYPI1BI [1-3]. ITony-
YeHHbIE pe3y/IbTaThbl MOATBEPXKAAIOT 3HAUMMOCTb U3yUeH-
HBIX KOMITJIEKCOB B MOAYJIMpoBaHUH | 1B-ruapokcunasHoi
aKTMBHOCTU (pepMeHTa U UHTEHCUBHOCTU OMOCUHTE3Aa ajlb-
JIOCTEPOHa.

B usyuenHoii Bei6oopke naumentos HUM KITCC3
(r. KeMepoBo) yacToTa HOCUTEIEH ajuieIbHbIX BApUAHTOB
GuTCYPI11B2: 2.142913286G>T cocrasuia 0,556 u 0,444
COOTBETCTBEHHO. OTMETUM, YTO MO JAHHBIM caiiTa ensembl.
org o01IEMUPOBBIE YacTOThI ajuiesiss G HeCKOJIbKO HUXKe

(0,392), a T — Bermre (0,608), yem B Hatreit rpyrie. OqHa-
Ko 17151 aToro SNP rokazaHa TeppuTopuaibHasi 1 STHUYE-
CKasl BApMAaTUBHOCTb YacTOT. B BOCTOUHOIA 1 10T0-BOCTOY-
HO A3uu pacnpoCTpaHEHHOCTb BapuaHTa T 3HAYUTEIbHO
Boitie (Kuraii — 0,777; Anonust — 0,832), yem B AMepuke
(0,585) m ctpanax EBporer (Mcmanmst — 0,589; @uHiastHANS
—0,596). ITo Bceit BUIMMOCTH, CPEAN €BPOIIEOMIHOIO Hace-
JeHust Cubupu (Ha npumepe r. KeMepoBo) MOXXHO 0XXMAATh
TMOIYJISILIMOHHBIE YACTOThI, OJIM3KKE K CPEIHEEBPOIENCKIM.
OnHako 3To MpeArnoIoXeHUe TpeOyeT MPOBEPKHU, TaK Kak
OMyOJMKOBAHHBIX JAHHBIX O TTOMYJISILIMOHHBIX YACTOTaX ajl-
nreneii 14538 CYP11B2: g.142913286G>T y Hacenenust Poc-
cuu HeT. KoHIeHTpalus albaIoCTepoHa B CBIBOPOTKE KPO-
BU y 00CJIeIOBaHHBIX BapbKpoBaja ot 18,18 rr/mi mo 933,8
IT/MJ1 ¥ B cpeiHeM cocTaniisiia 206,1, 4To BRIXOIUT 3a Tpe-
JIeJTbl MHTepBajia pehepeHCHBIX 3HaYeHmit (0T 8 1o 172 rir/
wmi). [Ipenmnonaraem, 4To onpeaeisieMble BHICOKUE KOHLIEH-
TpaLMU CBSI3aHbI C OCOOEHHOCTSIMU (hOPMUPOBaHMSI BEIOOD-
KU — dCCeHIIMaIbHas TUTIEPTOHMS B aHaMHe3e. YTo KacaeT-
Cs1 IpeABApUTEIbHOM OLIEHKH acColalluy noammopdusMa
rs4538 CYP11B2: g.142913286G>T 1 ypOBHSI CbIBOPOTOU-
HOT'0 aJIbAOCTEPOHA, TO TP BapuaHTe T ypoBeHb albIoCTe-
poHa okazaJicst Beiie (224,0 1ir/mir), yeM y HocuTeseit ai-
nenst G (191,7 ar/mo).

3aknueHue

BbIBO/IbI TAHHOT'O UCCJIEIOBAHMSI HOCST ITPEABAPUTEIIb-
HbII XapakTep 1 TpeOYyIOT MOATBEPKACHHUS B BLIOPKAX 00/Ib-
1Iero pa3Mepa. B 3akiroueHrue OTMETHM, YTO B MECTE JIOKa-
mu rs4538 B 6 ok3oHe reHa CYP11B2, no nanubeiM Ensembl
release, cchokycupoBaHa 1ieiast cepust pa3JIuUHbIX BapyuaH-
TOB OT CHHOHMMUWYHBIX U1 MMCCEHC-MYTalIMii 10 MyTalIMii,
COMPSTKEHHBIX CO CIUIACMHIOM MHTPOHOB. DTO OIPEIeIsi-
eTcs mo3uuuei rs4538 Ha rpaHuLIe 1IECTOro 9K30Ha U MH-
TpoHa (6-7). 3HaYMTETbHBIN MOTMMOPGU3M TAHHOTO YJacT-
Ka I0CJIe0BaTeIbHOCTU I'eHa, KOIUPYIOLIEro KII04eBOi
(epMEeHT KOHTPOJISI OMOCUHTE3a ajibloCTepOHa TpeOyeT
MPOAOJIKEHUST MCCIISI0BaHMI Ha PACIIMPEHHBIX BEIOOPKAX
C LIEJIbIO TECTUPOBAHMSI TATOTEHHOCTHU U OTIPEIe/ICHMSI T1a-
TOXUMUYECKUX U TTATODU3NONIOTNIeCKUX I(PPeKTOB Bapu-
aHTOB ¢ HeomnpeaeaEHHbIM 3HaueHueM (VUS).
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