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Tonecckuil 2ocyoapcmeennblii yHugepcumem

MonekyIapHO-TEHETUUECKUI aHaJIN3 C MUCIOIb30BaHneM coBpeMeHHbIX JJHK—TexHonoruii no3sosser
OTIPEICNINTh, KAKUM TEHOTHUIIOM 00J1alaeT YeJIOBEK, CKOJIBKO TeX MM MHBIX aJulelel TeHOB MPUCYTCTBYET
B ero reHome. lIpuMeHeHne COBPEMEHHBIX MOJIEKYJISPHO-TEHETHYECKUX METOAOB IO3BOJISIET BBISBUTH
WHIIMBUIyalbHBIE OCOOCHHOCTH OpraHu3Ma 4eloBeka. [ eHeTnueckue (GakTopbl, HApSIy: C SIMUTeHeTHYe-
CKUMH U CPEJIOBBIMH, HTPAIOT BaXKHYIO POJIb B JIETEPMUHAIMU MHIAWBUIYAIGHBIX pa3iMYuil B TIPOsIBIIC-
HUM aJalTalOHHBIX BO3MOXXHOCTSAX YelOBeKa. Bompockl, cBA3aHHBIE C T'€HETHYECKOH Mperpacroio-
JKEHHOCTBIO K Pa3BUTHUIO TMPU3HAKOB MPEJCTABISAIOT HHTEPEC B 00IaCTH CHOPTUBHOW MEHUIIMHBI, aHTPO-
MOJIOTHH, TEHETUKH YeJIOBEKa, HAIPaBJICHbI HA COXPaHEHUE U YKpeIICHHE 310POBBS TeX, KTO 3aHHUMaeTCs
npodeccuoHambHbIM criopToM [ 1-3].

Oco0b1ii uHTEpec BbI3bIBaeT noiauMop¢Hble BapuaHThl reHa ACE (rs4646994) [4], koaupyromero
aMHUHOKHCIIOTHYIO TIOCIICIOBATEILHOCTh aHTHOTeH3NH—KoHBepTHpYIomero dpepmenta ACE [1]. I'en ACE
KapTHPOBaH B JIoKyce 17q23, momumopdusM, cBs3aHHBIN ¢ MHCcepuuei/aenenuert 287 nykineorunos Alu
noBTopa pacnoyiokeH B 16 unrpone rena. @epment ACE nokanuzyercsl Ha MOBEPXHOCTH 3MUTEIUATb-
HBIX U SHIOTEIHATBHBIX KIETOK, SIBIAETCS TUNENTHIMIOBONA KapOOKCHIIa30H, CoaepxKaiieil IMHK IpoTe-
a3oi, Karanu3upylomen ormeruienne or C—KOHIIEBOTO y4acTKa MOJIEKYJIbl aHTHOTeH3nHA | 1Be aMuHO-
kucnoThl. [Ipu 3ToM 00pasyeTcs akTUBHBIM OKTanenTH anruoTeHsuHa I, 00manaromuii MOIIHBIM rumnep-
TEH3UBHBIM JICWCTBHEM 32 CUET BIHSHHS HA BOJHO—COJIEBOM OOMEH, CEpACYHO—COCYAUCTYIO H JIPYTHE
CcHUCTEMEBI opranmsma [ 1, 4].

®epment ACE BXOAHMT B COCTaB ABYX TOPMOHAJBHBIX CHCTEM, PETYIHPYIOUINX JaBlICHHE U 00beM
KPOBU: PEHHH—aHTHOTEH3MHOBYIO (OTBEUAIOIIYI0 3a MpeBpallcHhe HEaKTUBHOTO aHTMOTEH3WHA | B ak-
TUBHYIO (hopMmy aHTHoTeH3uHA I[ myTeM OTIIEMIEHUs] KOHHEBOrO MENTH/Ia) M KHHUH—KAJUIMKPEHHOBYIO
(obecnieunBaroIlyro pa3pyileHrue OpaIuKiuHAHA Ha HeakTHUBHBIC QparMeHThl). ®epment ACE ydactByer
B BA30KOHCTPUKIMH W TOBBILICHUU KPOBSHOTO JIABJICHUS, CBS3aH C aHTPOIMOMETPUYECCKUMHU XapaKTepH-
CTHKaMHU [5, 6]. @epMeHT UTpaeT BAXKHYIO POJb B MOAACPKaHNU OanaHca 3JEKTPOIHUTOB, TAKKE BIHASET
Ha (UOPUHOIN3, aKTUBAITMIO W arrpPeramuio TPOMOOIMTOB. AKTHBHOCTh ()epMEHTa B KPOBU CBs3aHa C
HanuuueM BapuaHTa D — nenenun Alu-nocnenoBatensHoct BHyTpH nHTpoHa reHa ACE. Hocurenu I/1
TeHOTHIIA UMEIOT CaMblii HU3KHI YPOBEHb ()éPMEHTA, B TO BpeMs Kak y Jrojael ¢ D/D reHoTHIoM oH Mak-
cumaite. ['erorun I/D xapakrepusyercs npomexxytounsiMu ypoaaMu ACE [7].

B Hacrosiem uccienoBaHum ocymiecTBieHa onenka nonumopdusm Alu (I/D) rena ACE, xoHTpOIH-
pyIolIero CHHTE3 U paboTy (epMeHTa peHUH—aHTMOTEH3WHOBOH M KWHUH—KAJTMKPEMHOBOH TOPMOHAJIb-
HBIX CHCTEM Yy CTYACHTOB U ITOJPOCTKOB, 3aHIMAOIINXCS CIIOPTOM.

B xoxe mccnenoBanus 6pu1H mpoaHanuizupoBanbl oopasubl JIHK 21 crymenra [lomecl'Y (nmeBymrkwm,
cpenuuii Bospact 19+1 rom), u 21 nogpocTka u3 r. MuHcKa (IeBOYEK, 3aHUMAIOIIUXCS CIIOPTOM, CPEITHUIN
Bo3pact 15+1 rox). B xagectBe JIHK—comeprkaiero Mmateprana CIry>KiiIn 00pa3ibl OYKKAIBHOTO AIIHTE-
THsi, 3a00p KOTOPBIX OCYIIECTBILIICS C COONIOIEHWEM MEXIYHApOJHBIX OMOATHYECKHX TpeOOBaHWH, C
TIOMOIIBIO CIIEIUATIBHBIX OAHOPA30BBIX CTEPHIIBHBIX 30HJOB MYTEM COCKOOA KIIETOK ¢ BHYTPEHHEW CTO-
POHBI LIEKH.

JHK Beigensiin nepxnopatasiM MetosioM. [lonyuennyro JJHK ncronb3oBanu B kauecTBe MaTpHLbI B
MOJIMMEPA3HOMN LIETTHON PeakIuu B MPUCYTCTBUH MPAMEPOB aBTOPCKOTO JAu3aiiHa [§], CHHTe3UPOBaHHBIX
C MMOMOIIBIO OJIMTOHYKJIEOTHIHOTO cuHTe3aTopa MerMade4 (Bioautomation, CLIA) 8 HWUJI nonrutynu-
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HaJBHBIX HCClIeqoBaHuN. Metoz ucciaenoBanus — canT—crenuduueckas 1P [8]. Pasmeps! mpoaykros
peakmuy MpUBEICHBI B Ta0HIIC 1.

Tabmuia 1 — Pa3Mepbl MpoIyKTOB MOJUMEPA3HOH IIEITHON PEaKITHK

IIpoIyKThI peakiyy, I1.0.
479 w/nmm192

[Tomumopdu3m rena
ACE (Alu I/D)

ITommmopdusie TP mpoxykTsl, comepKamire HHCEPLIUH/ AN, pa3aensiin B 2%—arapo3HoM rele.
ITocie mpoBenenust anexTpodopesa renb okparmmBany B TeueHne 15-20 mumayt B 0,00001% pactBope
OpOMUCTOTO STUIUS U BU3YAIM3UPOBAIN B CUCTEME Tenb—nokymerupoBanus Quantum (Vilber Lourmat,
OpaHIKs) ¢ UCTIONH30BAHUEM OPUTHHAILHOTO IIPOTPAMMHOTO 00eCTIeUCHUSI.

[Ipu ananu3e MHCEPIUOHHO—EIEMOHHOTO mosmMopdusma reHa ACE B BBIOOPKE CTYIEHTOB U IO/~
POCTKOB 3aHUMAIOIIUXCS CIIOPTOM OBUIH MOJYYEHBI Pe3yJIbTaThl, IPUBEICHHBIC B TAOIHIIEe 2 1 HA PUCYH-
Ke.

Tabnuua 2 — YacToTHOE pacnpenesieHle ajjieeld UCCIeI0BaHHbIX TeHOB. B KEHCKOW MOMYJISIIUU

[Monumopdusm mo- KomuuectBo Yacrota
I'enorumsl, %

JIUTENTH]]/TeH AHanu3upyeMbIxX BCTPEYaeMOCTH,%
ACE 21 ervie I ID DD D,% 1,%
Alu I/D TyACHT 19,0 19,0 62,0 71,4 28,6
ACE 21 HOADOCTOK 1 ID DD D,% 1,%
Alu I/D AP 14,3 47,6 38,1 61,9 38,1

Ha ocHoBe ananu3za nonumopgusma reda ACE nmonysisiiivs 00ClIeIyeMbIX MOXKET ObITh pacipe/ieiicHa
Ha Tpu Irpynnsl: Hocurenu renoruna II, renoruna ID u renoruna DD. [IpoBeneHo cpaBHEHHE TEHOTUIIOB
CTY/ICHTOB U ITOJIPOCTKOB 3aHUMAIOIINXCS CHIOPTOM:

E-19% On-143%
HID-19% @D - 47,6%
DD - 62% DD -38,1%

Pucynok — Yacrornoe pacnpenesienne reHorunos ACE B rpynne cTyAeHTOB (CJIeBa) H B IpyIIe NOJPOCTKOB
(cipaBa)

ITo HammM JaHHBIM. 4acTOTa BCTPEUAEMOCTH AJIEIBHBIX BapuaHToB monumopdusma Alu I/D rena
ACE'y cxynentoB coctaBisier 19,0% romosuror DD, rereposurot ID — 19,0% u 62,0% o6cinenoBaHHBIX
SBISIEOTCSL ToMo3uroramu 1o Il. ¥V moapoctkoB — 14,3% romosuror DD, rereposurot ID 47,6%, 38,1%
romo3uroTsl 1o [I. 1o maHHBIM nMHTEpaTyphl YKa3aHHBIE ajUIeIbHBIC BApUAHTHl B €BPOMNCHCKON MOIYJIs-
ruu coctaBiaoT st DD, ID u 11— 28, 49 u 23% cootBercTBenHo[4, 7, 9].
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