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2000-e rombl ycTaHOBJIEHA OMOXMMMYECKast MU Te-  Hs aKcrnpeccuu reHa UGTIA I, kogupytoliero u3zohpopmy
HeTnyeckast ocHoBa cuHIpoma XKuasoepa (CXK).  YIA®D-I'T (ypuouH-5-audocdaTnioKypoHo3uaTpaHchep
Ero passutne o0yciioBieHO HapylieHreM ypos- asy) [1,2]. B Poccuiickoit denepanmy mpakKTUIECKA OT-
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KPATKWE COOBLLEHNA

CYTCTBYIOT SMUAEMHUOJIOTUYECKUE UCCTIeTOBaHMSI, Kacaro-
1Iyecs olleHKU pacnpoctpaHeHHocTH C2XK, a TaHHbIE O Mo-
MyJASUUOHHO-TeHeThYecKux ocodeHHocTsax UGTIAI ma-
JIOYUCNIEHHHI [3,4].

Ieab uccienoBanms: 1eTEKIMS TEHETUYECKOTO TTOJIU -
Mopdusma (TA)5/6/7/8 (rs8175347) B rene UGTIAI (cuH-
npoM Kunbbdepa — C2K) MeTogoM NMUpPOCEeKBEHUPOBAHUST
y MallMeHTOB B aMOYJIaTOPHOM MpaKTUKE.

Ma‘repvnan n metoabl

IIpoBeneHo OMHOLIEHTPOBOE OTKPHITOE KIIMHUYECKOEe
ucciaenoBanue. OocnenoBaHo 200 nmaMeHTOB B Bo3pac-
Te 15—86 net; myxxunH — 107 (53,5%), xkeHumH — 93(46,5%),
OOpaTUBIIMXCSI B aMOYJIAaTOPHYIO CETh 110 Pa3HBIM MOBOIAM
(ocTpbie U XpoHMYEeCKMe MHMEKIINY, coMaThnyecKasi 1aTo-
JIOTHsl, 00CIeIOBaHNE, TIOJyYeHUE CITPABOK, CTOMATOJIOTH -
yecKast TIOMOIIb, KOHCYJIbTAllUU CIeLIMaTUCTOB, BAKIIMHO-
npoduaakTuka u ap.). BblbopouHasi COBOKYITHOCTb Maly-
€HTOB ObL1a c(hOpMUPOBaHA CITyYaiiHBIM OTOOPOM. AHATU3
reHetuueckoro nonumopdusma (TA)5/6/7/8 (rs8175347)
B reHe UGTIAI ocyliecTBIISUIM METOAOM MUPOCEKBEHUPO-
BaHMSI C UCITOb30BAHUEM CHCTEMbI TEHETUYECKOTO aHaJIM-
3a cepuu PyroMark «<AmmumCenc®ITupockpua UGT1Al»
(®BYH LHTHUM D PocniotpebHan3opa) [5,6]. PaHee rmokasa-
HO, YTO METOJIOM ITMPOCEKBEHNPOBAHUSI MOXXHO BBISIBJISITh
U Apyrue BapuaHThl nomumopdusma (TA)5/6/7/8 CXK B ro-
MO- Y TETEPO3UTOTHOM COCTOSTHUU. B KauecTBe cpaBHEHMsI
HCITOJTb30BAJI CEKBEHPOBaHUE TT0 Sanger.

Pesynbrathbl

Hopwmanbhbiii renotun (TA)6/(TA)6 ycTaHOBJIEH
y 71 (35,5%) nauuenra; TA)6/(TA)7 (rerepo3urorHoe
cocrosiHue) — y 81 (40,5%), (TA)7/(TA)7 (romo3uror-
Hoe coctosgHue) — y 48 (24%). Y 18 u3 48 o6cienoBaH-
HbIx puarHo3 C2K ObL1 ycTaHOBIeH paHee. [1pu nupocek-
BEHUPOBAHUU Y CEKBEHUPOBAHUM Yy HUX TaKXKe ObLT TTOJI-
tBepxkneH reHoturt (TA)7/(TA)7. O1o 6butn 13 MyXUuH
M 5 XEHIIIWH, WX BO3PACT OIpPEAesIsICs B IIIMPOKOM U -
anazoHe — oT 15 go 57 net (U3 HUX: 8§ MalMEHTOB B BO3-
pacTte 10 25 net). Bpems nepBUUHOro yCTaHOBJIEHUS AUa-
rHo3a C2K y 3TUX MalMeHTOB CYIIECTBEHHO BApbHUPOBAIIO
— 0T 3 10 54 1eT. OCOOEHHOCThIO KIMHUYECKOU KapTUHbI
SIBUJIOCH OTCYTCTBHE TTOBBIIIEHNSI HEKOHBIOTMPOBAHHOTO
ounupyouna (HB) Ha MOMEHT mpoBeneHus UccienoBa-
HUs y mpeobianaronero 60IbIIMHCTBA U3 3TON TPYIIIHI.
JIvib B 3 cirydassX OTMEUYEHO YBEJIMYEHUE CONCpPKaHUs
HB: 35 mxMonb/1, 60 MKMOJIB/1T 1 90 MKMOJIB/JT, COOTBET-
ctBeHHO. Y 30/48 mammenToB C2K ObIJT yCTAHOBIJIEH BIIEP-
BbI€, B TIOJIOBUHE CJIyYyaeB Yy JIMI[ CTaplleil BO3pacTHOM
rpymsl (mocie 60 get). Hu y omHoro u3 HuX paHee He Ha-

OJ1t01aJTOCH TTOBBIIIEHUST YPOBHS OunupyorHa. Kpome Toro
CXK muarnoctuposan y 19 (39,6%) u3 48 o6ce10BaHHBIX
C pa3IMYHBIMU 3a00JIeBAHUSIMM OPTaHOB THIIIEBAPEHMS,
aB 11/19 cirygasix — ¢ XpOHUYECKMMU BUPYCHBIMM TeTia-
tutamu B u C. Penkue reHorunsl  (TA)5/(TA)6, (TA)5/
(TA)7, (TA)6/(TA)8, (TA)7/(TA)8 obHapykeHbBI He ObI-
q. Pesynbratel nerekuyn BapuanToB (TA)6 u (TA)7 B To-
MO- ¥ T€TEPO3UTOTHOM COCTOSTHMM TIPH IMTMPOCEKBEHUPO-
BaHUU U CEKBeHUpoBaHUU 110 Sanger coBrananu B 100%.
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