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BUBYEHHS ACOIIALI MOJIIMOP®I3MY I'EHIB ACE
(INS/DEL), ACTN3 (R577X), AMPD (GLN12TER), UCP2
(ARG/GLY), IOB'SI3AHUX 31 CHOPTUBHOIO
YCIIIIHICTIO TA PU3NKOM PO3BUTKY
MMPO®ECIITHAX 3AXBOPIOBAHB Y IOHUX
CIMIOPTCMEHIB-®YTBOJICTIB

Ocanxua AuiHa,
aCHCTEHT,
Opecbkuil HalllOHANBHUNA MEAMYHUN YHIBEPCUTET

JlocarHEeHHST B Traiy3i CHOPTHUBHOI TE€HETUKHU BIAKPUIM HOBI MOXIHBOCTI Yy
BU3HAYCHHI CXMJIBHOCTI /O BUKOHAHHS (PI3MYHUX HaBAaHTAXEHb PI3HOT IHTEHCUBHOCTI
Ta TPUBAJIOCTI, @ TAKOX Yy JIArHOCTHUIII Ta MPO(UIAKTHUII MATOJIOTi CHOPTCMEHIB,
PO3BUTOK SKHUX MOB'SI3aHUMN 13 HAIMIPHUMHU TPEHYBAIbHUMU HaBaHTaXeHHsMU [ 1].

Pe3ynbTraToM HECHPUSTIMBOTO BIUIMBY HAJAMIPHOTO (Pi3MYHOTO HABAHTAKEHHS Y
CIIOPTCMEHIB € CTOMATOJIOT14H1 nopy1ieHHs [2]. [lorane 310poB's poTOBOi MOPOKHUHU
MOK€ 3HU3UTH SIKICTh JKUTTSI 1 BUKJIIMKATH CUCTEMHY 3allajbHy PEaKIlilo, a TaKOX
BIUTMHYTH Ha CIIOPTUBHI Pe3ybTaTH [3]

VY peamizamii TeHeTHUYHOI AeTepMIHALI 0 (PI3MYHOI Npale3qaTHOCTI OepyTh
y4acTb O0araro reHiB. Ha nanuii MoMeHT BusiBiieHO noHa 100 reHeTHYHUX MapKepiB,
acoIlIOBaHMX 13 CXWIBHICTIO JI0 3aHSTh CIOPTOM [4].

['eHeTnuH1 MapkepH, acoUIOBaHI 3 PO3BUTKOM Ta MPOSBOM (PI3UYHUX SKOCTEU
(IBUIKICTh, CHJIA, BUTPUBATICTh, COIPUTHICTh, THYUKICTb), MOXKYTh 3aCTOCOBYBATHUCS
JUIsl yTOUHEHHS CTIOPTUBHOI CHerializalii, s ONTUMi3allii TPeHYBaJIbHOTO MPOIECY.
Busnauennst acormianid MK T€HETUYHUMHU MojdiMopdizMaMu Ta (PyHKIIOHYBAHHSIM
M'A31B, a TAaKOXX M'A30BOI0 QJalTalli€l0 y BIAMOBIAhL HAa 30BHINIHI CTUMYJIH €
aKTyaJIbHUM HE TUIBKU IS TIPAKTUKH CIOPTY, aje W IS 3arajlbHOTO PO3YMIHHS
(i3ioNOTiUHNX MOKIMBOCTEH JIOAWHM 3/iliCHIOBATH (i3MYHY JislbHICTB. 1X
NiBUIICHHS MOX€ HETaTUBHO TIO3HAYUTHCS Ha 370pOB'i, MpHU3BECTH 1O
MEPETPEHOBAHOCTI, & 3TrOJIOM 1 PO3BUTKY MATOJIOTIH, 30KpeMa 1 CTOMATOJIOTIYHUX.

Memorw nanoi pob6otu Oyna orinka BapianTiB reHiB ACE (Ins/Del), ACTN3
(R577X), AMPD (GInl12Ter), UCP2 (Arg/Gly) y toHUX cHOpTCMEH1B-(pyTOOMICTIB, IO
3YMOBIIIOIOTh 1HIMUBIAYaJdbHI BIAMIHHOCTI Y (D13U4HIA Mpare3qaTHOCTI Ta CXUIIbHICTD
710 PO3BUTKY MPOQECIOHAITBHUX 3aXBOPIOBAHb CIIOPTCMEHIB.

Mamepianu ma memoou. O0'€eKTOM JOCIIPKEHHsI OyB I'€HETUYHHIN Martepian 24
XJIOMYUKIB-PYTOOMICTIB  AUTSIYO-IOHALBKOI (PYTOOJBHOI IIKONM  OJIMIIHCHKOIO
pesepBy M. Opeca. biojoriunum matepiajioMm st gocihifpkeHHs ciayxuina JHK,
eKCTparoBaHa 3 KIITHH OYyKaJbHOTO emiTelnio. MOoJeKyIspHO-TeHETUYHHUIM aHami3
reHomHoi JIHK cnoprcMeHiB Oyno BUKOHAHO METOJIOM MOIMEPA3HOi JIAHITFOTOBOT
peakmii (IIJIP). Buninenns JAHK 13 xmiTuH OyKKaJbHOTO €MITENII0 MPOBOJIWIU 3a
MoudikoBaHo MeToaukoro 3 Chelex [5].
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Pesynomamu oocniooicennss ma ix ob6cosopenmsi. Pe3ynbTaT I€éHOTECTYBaHHS
IOHUX CIIOPTCMEHIB-(PyTOOIICTIB MpeAcTaBlieH1 y Tadnuil 1.

Tabmums 1.

YacroTa 3yctpiuaemocti aneneit 1 renoruriB reHiB ACE (Ins/Del), ACTN3

(R577X), AMPD (GIn12Ter), UCP2 (Arg/Gly) y 1oHHX cIOpTCMEHiB-(yTOOIICTIB

Amrens,| ACE |Amnens,| ACTN3 | Amnens, | AMPD | Amtens, | UCP2
regorun | Ins/Del |renorun reqorun |GIn12Ter| renorurm | -866 G/A
I>D R577X C34T
n=24 n=24 n=24 n=24
aoc. (%) aoc. (%) aoc. (%) aoc. (%)
I 12 (25) R 29 (60,4) C 43 (89,6) G 37 (77)
D 36 (75) X 19 (39,6) T 5(10,4) A 11 (23)
1/l 4(16,7)| RR |13(54,2)| C/C |20(83,3)| G/G 15 (62,5)
I/D 4(16,7) | RX [3(125)| C/IT |3(125 | G/A 7(29,2)
D/D |16 (66,6)] XX |8(33,3)| T/T 1(4,2) A/A 2 (8,3)

VY namomy pociipkeHHl 75 % xjomuukiB-(yTOOMICTIB € Hocismu D anen,
npuyomy 66,6 % — y romo3uroTHiit popmi. ['erepo3urorna dpopma nomimopdizmy 1/D
re€Ha AaHT10TEH3WH-TIEPETBOPIOIOUOTO (epMEeHTy ImpeacraBieHa y 16,7 % miTei.
I'enortun I/I BusiBneno takox y 16,7 % miteil.

AHani3 po3nojily 4acTOT TeHOTHUIB Ta aneniB 3a R577X nomimopdizmom rexna
ACTN3 mnokazaB, IO MEPEBAKHUM TE€HOTHIIOM Cepell IOHUX CIOPTCMEHIB €
(GyHKIIOHATFHUNA TOMO3UTOTHUN TeHoTtun RR. Horo yacrora cranoBuia 54,2 %.
Yacrtora rena, mo koaye miHopuy dopmy ACTN3 (renotun XX), cranoButs 33,3 %.
I'ereposurotu (RX) mpeacrasneni y 12,5 %. Takum unnowMm, y miit rpyrmi GpyT6osicTiB
nominye R-amnens, gactora sikoro ckiana 60 %.

[Tomimop¢izmu rena anrioreH3uH-1-kouseptyrodoro gpepmenty (ACE) Ta rena a-
aktuHiHa-3 (ACTN3) BBaxkarOThCAd HaAWMBaXJIMBIIMIUMH TeHAMHU-KaHAUAATaMH JIJIs
TF€HETUYHOI CXWJIBHOCTI [0 CHOPTUBHUX pe3ynbTaTiB (yTOOMICTIB. 3a JaHUMHU
Typeubkux gocaigaukis 11 reHotuny ACE 16 %, 44 % ta 40 % rpaBuiB-@yT001iCTIB
Manu reHoTunu BeraBka/BeraBka (I1), BecraBka/aeneris (ID) ta neneuist/aenenis (DD),
BignoBigHo, Toml K a1 ACTN3 20 % mamm XX, 36 % mamun RX, a 44 % wmamm
resotunn RR [6]. YV mnamomy pocmimkendi reHotunmn ACE Tta ACTN3
CIIBBIJTHOCATHCS HACTYmHUM 4duHOM: 16,7 %; 16,7 %; 66,6 % Ta 33,3 %; 12,5 %;
54,2 % BignoBigHO, TOOTO TEpeBaKalOUMMHU TeHOTHNaMu € paeneris/nenemis (DD)
reHa ACE ta RR rena ACTN3, acoriiioBaHi 3 MposiBOM Ta PO3BUTKOM BUTPHUBAJIOCTI
Ta MIBUKICHO CUJIOBHUX SIKOCTEH.

BuBuenns renermunoro mnoiimopdizmy GInl2Ter (C/T) rema AMPD B
JOCIIKYBaHIN TPyIIi Tokasano, mo 83,3 % XJIom4ukiB-QpyTOO0IiCTIB MAaIOTh TEHOTHIT
CC. OynkiioHanbHO HemoBHOIIHHA T-amnens BusiBaeHa y 10,4 % miteir. 12,5 %
XJIOMYUKIB MarwTh T-amens y rerepo3urotHidi ¢opmi, a 4,2 % € HoOcIAMH
rOMO3UTOTHOI (hOpMHU.
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[Tpu mocnimxenHi nmoaiMopdizmy G-866A (rs659366) rena UCP2 y xjomuukiB-
¢yTOOIMIICTIB BCTAHOBIICHO, 110 77 % miTel y il rpymi € Hocisamu anenio G . Anens A
npeactraBieanii 'y 23 % xmomumkiB-pyToomicTiB. 29,2 % MONIOIUX CHOPTCMEHIB
MalOTh IIeH alljieNlb y reTepo3uroTHoi gopmi, a 8,3% — B TOMO3UTOTHI.

Bucnosku. B pe3ynpTaTi TeHOTUNYBaHHS IOHUX (yTOOJICTIB BHUSBICHO
nommopdpizmu I/D rera ACE, R577X rema ACTN3, GInl2Ter rena AMPD Ta
Arg/Gly rena UCP2, sxi acomiiioBai 3 MPOSBOM Ta PO3BUTKOM BUTPHUBAJIOCTI Ta
mBUKICHO cuioBux sikocteil. Jna renotuny ACE 16,7 %; 16,7 %; 66,6 % rpaBuiB
Maju reHotunu BcraBka/BeraBka (1), BecraBka/nenernis (ID) ta nenenis/nenenis (DD),
BigmmoBigHO, ToAl K At ACTN3 33,3 % mamu XX, 12,5 % mamu RX, a 54,2 % manu
reHotun RR. BuBuenns renernynoro nogimopdizmy GInl2Ter(C/T) rena AMPD,
acoIlliioBaHOTO 3 EHEPTeTUYHUM 3a0e3MeueHHsIM (13MYHOI aKTUBHOCTI MOKa3ajo, 110
83,3 % xJjomuukiB-GpyTOONICTIB y JOCHIKyBaHId Tpymni MawoTh renotun CC.
@OyHKI10HAIBHO HenoBHOLIHHA T-amnens BusBiena y 10,4 % niteil. ['eHoTHITyBaHHS
rena UCP2 (G-866A), peryisTopa eHepreTHyHOro 0anaHcy, BUSBUIO, 1110 77 % aiTen
y i rpymi € Hocisimu anemo G, anenb A mpencraBieHud y 23 % XJIOMYUKIB-
(GyTOOmICTIB.

BusiBieHHS OKpeMHX HECHPHUSATIMBUX TEHHUX BapiaHTIB J1a€ MOKJIUBICTD
KOPUTYBAaHHS CTaHy OpraHizmy Ta npoQuIakTUYHUX CXEM BUHHUKHEHHS IMaToJOrii, B
TOMY YHCJIi CTOMATOJIOT1YHOT, 32 IOTIOMOI'0K0 1H/IMBIAYaJIbHOTO MEAUKO-010JI0TTYHOTO
3a0e3MeYeHHS.

MoutekysspHO-T€HEeTUYH1 JOCIIIKEHHS HEOOX1IH1 JUIsl HAYKOBOTO OOTPYHTYBaHHS
MPaKTUYHUX PEKOMEH AL 11010 ONTHUMI3allli CIIOPTUBHOI TISIIBHOCTI y JTUTSIYUX Ta
IOHAIIPKUX CTIOPTUBHUX IIKOJIAX, MPU MIPOBEJICHHI 3MaraHb Ta TPEHYBaJIbHUX 300PIB.
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