HOJIMMOP®PU3M 'EHA METHOHUHCHUHTA3BI-PEAYKTA3bI
Y MNAUMEHTOB C MIIEMHUYECKOM BOJIE3HBbIO CEPJIIIA
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AKTyaJbHOCTh. DepMEHT MeTHOHWHCHMHTa3za-peaykraza (MTRR)
yYacTBYeT B BOCCTAaHOBJICHUM AKTHBHOCTH MeTHOHHMHCHMHTa3bl (MTR) —
dbepMeHTa, HEMOCPEICTBEHHO  OCYIIECTBIISIIOIIETO  METWIMPOBaHUE
romonuctenHa. benok MTRR otHocuTcs k rpynne ¢daaBonporeutoB. Ox
cocTouT n3 698 aMHUHOKHCIOT U MUMEET MOJIEKYISpHYIO macey. /7.7 k/la.
I'en MTRR kapTtupoBan Ha xpomocome 5 B jokyce Spl5.3-p15.2. B stom
reHEe OMHCaHbl pa3Hble TUMBI MyTallUd U PAJ TMOJIUMOPQHBIX JTOKYCOB.
[Momumopdueiit BapuanT A66G (lle22Met) (3ameHa HYKieOTHIa aJCHIHA
Ha TyaHMH B KOJUpPYIOIIEH o0O0JacTu TreHa,  TpuBOIglias K 3aMEHE
M30JICMIIMHa HAa METUOHMH B Oenke) B 4 pa3a CHHXaeT aKTUBHOCTH
depmenTa MTRR. VYkazaHHbII o iuMophu3mM JOCTATOYHO
pacnopoCTpaHEH B TOMYJSALUMA — YacTOTa T[EEEPO3UTOTHBIX HOCHUTEJIEU
amrenst 66G cocrasiager okoiio 45,0 —50,0%, a TOMO3UIOTHBEIX OKOJIO
25,0% [1, 2].

Heab ucciaenoBanus. VM3yunTs pacnpeneiieHue 4acToT ajulelied U
TCHOTHUIIOB mMoJiuMop¢Horo BapuaHra A66G reHa METHOHWMHCHUHTA3bl-
penykrazel (MTRR) y mauy€HTOB C HMIIeMHUYeCKON OOJIe3HbIO cepilla
(MBC), a Takke y NpakTUYECKU 30POBBIX JUIl [ POTHEHCKOTO peruoHa.

MeToabl ucciaegoBaHus. B COOTBETCTBUU C MOCTABJICHHOM IIEJbIO B
uccieioBanue Oblio, BKIIOUYEHO 93 mnanmenTta. 1 rpynmy cocTaBUiIn
63 nanuenta ¢ MbC; KOTOphIe HAXOAWJINCH HA CTAllMOHAPHOM JICYEHHUH B
V3 «I'poaHeHCKH 00JIaCTHON KIMHUYECKUN KapAUOJIOTUUECKUM TIEHTPY.
Cpennuii BO3pace  mauueHToB | rpymmbsl coctaBun 59 (53; 64) ner. B
rpynmy 2 BkiIrOdeHO 30 OTHOCHTEIHHO 310pOoBbIX marueHToB 0e3 MBC,
KOTOPBIEOBLUIU OTOOPAHBI IO KPUTEPUSIM BKJIFOUEHHUS B JJAHHYIO TPYIIIY Ha
6aze Y3 «llomuknuuauka YB/I r. ['pogno». Cpennuii Bo3pact maueHToB —
58(57; 60) net (p>0,05).

Kpurepun uckmtouenusa: nauueHtsl ¢ Cl 1 u 2 Tuma, moyedHou u
MEYEHOYHON HEIOCTATOYHOCTHLIO, HAJIMYKMEM 3a00JIEBAHUM IIMTOBHUIHON
’KeJe3bl ¢ HapylieHueM (yHKIMH, OCTPOro KopoHapHoro cuuapoma, XCH
@K IV Ha MOMEHT 00ce10BaHusl.

Onpenenennie nonumopduoro mapkepa A66G rena MTRR
OCYIIECTBIISIZIA C MOMOIIBI0 METOJIa MOJMMEPA3HOM IEMHON PEAKIUU C
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JETEeKIMEe pe3yJIbTaTOB B PEXKHUME PEAIbHOTO BPEMEHU C MPUMEHEHUEM
HaOopa peareHTOB Mpou3BojcTBa «JIutex», P®. BrijaeneHue reHoMHOM
JIHK uenoBeka mnpoBoamwioch Habopom peareHToB «JIHK-skcmpecc-
KpoBbY». Ammmnudukanuio JHK npoBoawnmn na ammnudukatope Rotor
Gene-Q («Qiagen», I'epmanms).

Cratuctuueckui aHaju3 MIPOBOIUIICS C MTOMOIIIBIO
HemapaMeTpUYeCKUX  MeTojoB B mporpamme  Statistica  10.0.
KonnuecTBeHHbIE JaHHBIE, pAaCHpeleiIeHUe KOTOPhIX HE SBISUIOCH
HOPMAJIBHBIM, TPUBOJAWINCH B BUAE MeauaHbl, 25% u 75% xBapTUiiei.
JIisi OUEHKM pa3iauyui KOJIMYECTBEHHBIX MPU3HAKOB MEXKIY. HABYMS
HE3aBHUCUMBIMHM TpYIIIAMU HUCIOJIb30BAIA  KpUTEpUid « MaHHa-Y UTHHU.
CpaBHUTENBHBIN aHAJIU3 YaCTOT N'EHOTHUIIOB W aJUIEJIEN OCYIIECTBISIIA C
IIOMOIbID  TOYHOro  Kpurepus  Duuepa. Pazmmuuss  cuuTanucey
CTaTUCTUYECKH 3HAaUYMMbIMU T1pu p<0,05.

PesyabTarbl wucciaenoBanus. Ha 1nepBoHayajibHOM JTame C
MOMOIIbIO OHJIAMH-KAJIBKYJATOpa ObUT MPOBEIEH \pacdyeT COOTBETCTBUS
pacnpeesieHus] 4acToT ajijieieil U TeHOTHUIIOB B BBIOOPKE PaBHOBECHIO
Xapnu-Baiin6oepra. Ilonyyennoe npu 3tom,3HaueHue p>0,05 roBoput o
BBIIIOJIHEHUU YCJIOBUW JIaHHOTO PABHOBECHUS W JA€T BO3MOKHOCTh
UHTEPIPETUPOBAThH PE3yJIbTAThl, QIYUCHHBIC MPU 00CIIEIOBAHUU JAHHOM
BBIOOPKH.

AHanu3 pacnpeqeneHdss 4YacTOT T€HOTUIIOB MO MOJUMOPPHUIMY
A66G rena MTRR mnokasan, 'wto u3 o6meil BbiOOpku reHotun AG
BbIsIBIIEH B 61,29 % cnyuaeBwW(N=57), renotun GG — B 24,73% (n=23),
reHoturt AA — B 13,98% (n=13). [Ipu aHanmuse pacnpeacieHus auieiei
nonumopduoro mapkepa A66G rena MTRR y mamuentoB 1 u 2 rpynn
BBISIBIICHO, 4TO Alent’'G BcTpeuanach y 55,38% manueHToB, auiens A —y
44,62%.

Cpenu naurenTtoB 1 rpymnmsl reHotTun AG monumop@HOro Mapkepa
A66G rera MTRR Bctpeuancs B 61,9% cinyuaes, renotunn GG — B 25,4%,
reHoTuit. AA — B 12,7%. B rpynne 2 nanueHTtoB ¢ reHoTunoM AG
BeLABIICHO 600%, ¢ renotuniom GG — 23,33%, reHotun AA BBISBICH Yy
16,67%  mamumentoB. Ilpum  aHanmu3e  pacnpelesieHUs:  ajielieu
nonumoppusma A66G rena MTRR ycranoBneno uto amiens G vy
nanueHToB | rpymnmsl BeTpedanach y 56,35% mnanueHToB, amwienb A — y
43,65%. B rpynne 2 annens G BoisiBieHa y 53,33% nanueHToB, amienb A
—y 46,67%.

BoiBoabl. Takum oOpa3om, B pe3yiabTare HMCCICAOBAHUS HE
MOJTYY€HO JOCTOBEPHBIX OTJIMYMI B 4aCTOTE BCTPEUYAEMOCTH T'€HOTHUIIOB U
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aiteneit nonumopgHoro Bapuanta A66G tema MTRR B rpynme
nanueHToB ¢ MbC 1o cpaBHEHHIO ¢ TPyNmIoMl OTHOCUTEIBHO 3I0POBBIX
MMAIMEHTOB.
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AKTYyaJbHOCTh. OJTHUM U3 OCHOBHBIX, IIPEHSATCTBUN ISl YCIICIIHOTO
JeYeHus: TyOepKyse3a SBISETCS aKTUBHOE MOTpPEOJICHUE ajKoroys. Y
JAaHHOM KaTeropuu TMalUeHTOB TYOCpKyJe3HbId MpOIECC B JIETKUX
HMCXOJTHO HOCHUT PACIPOCTPAHEHHBIM XAapPAKTEp C HAIMYUEM IMOJIOCTEN
pacnaja u XxapakTepuszyercs QOMibHBIM OakTepuoBblAcneHueM. Crenyer
OTMETUTh, 4YTO Ha (OHE"  aJKOroau3Ma MPOUCXOJUT 3HAYUTEIHHOE
CHIDKEHHE HMMMYHHMTETd; a4 OTO OJHA W3 BEAYUIUX IPUYAH Pa3BUTHUS
Tyoepkyies3a [2]. ONHOBpEMEHHO BUPYJIEHTHBIE IITAMMbl MUKOOAKTEpPUI
CIIOCOOHBI ~ yCYTYOMSITh " MMMYHHYIO HEJOCTAaTOYHOCTh. 3HAYUTEIHHO
CHIWKAET HS(P(PEKTMBHOCTh XUMHUOTEpANIUM HAJIUYUE MHOKECTBEHHOM
JIEKApCTBEHHOM yCTOMYMBOCTBIO MHUKOOakTepuil TyOepkyneza (MJIY
MBT) k npOTHBOTYOEpKYJIE3HBIM JIEKAPCTBEHHBIM CPEJCTBAM.

JLyist. rtoBbIIeHUST 9PGEKTUBHOCTH Tepanuu TpeOyeTcs KOMIIEKCHBIH
MMOAXOM, BKJIFOYAIOIINK BO3JCHCTBUE HA 3BEHbA MATOIECHE3a C YYETOM
oco@eHHOCTel BO30yauTens 3a0oneBanus u GpakTopoB nanuenta. Ocoboe
MECTO B JICYEHUU TyOepKyse3a 3aHMMAalOT MMMYHOTPOITHBIE MpEenaparhl,
MEPCIEKTUBHON TPYNIION KOTOPBIX SIBJISAIOTCS WHIYKTOPbI MHTEP(HEPOHOB
[1, 3].

Heab. OreHuTs KIMHAYECKYI0 A(PHEKTUBHOCTh MPUMEHEHHUS
UKI0(EepoHa B KOMILJIEKCHOM JIeueHUHU pacrpoctpaHeHHoro MJIY-TB y
MAlKEHTOB C AJIKOTOJIBbHOW 3aBUCUMOCTBIO.

Metoabl ucciaegoBanusa. OOBEKTOM KIMHUYECKOTO HCCIEIOBAHUS
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