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[eHeTUKa B neanaTpum

A.10. AcaHoB

MocKoBcKasa meguuuHcKasa akagemnsa nm. M.M. CeyeHoBa

KommeHTapun Ha ctaTtblo H0.C. AKoeBa
Cc coaBT. «CUHAPOM HapylleHUN
rmuko3uauposaHusa 1b Tuna:
AUArHOCTUKa U JieyeHue»

BpoxaeHHble HapylweHua rnukosunupoBaHus (BHIN) npeactaBnsioTr cobon re-
HETUYECKN TFeTepPOreHHyl W KIAMHUYECKUM NOAMMOPOHYIO rpynny 60ne3Hen,
06YyCNOBNEHHYIO AedeKTaMu pasnnyHbix GEPMEHTOB CUHTE3a M MPOLECCUHra
acnaparuH(N)-cLenneHHbIX [MMKaHOB WKW OnMrocaxapuaoB B [JTIMKOMPOTEWHBI.
Paznuyatot aBa ocHoBHbIX TMna BHI. | Tun BkntoyaeT gedekTbl COOPKK 1 MEPEHO-
ca MOJIEKY/bl (M1 MONEKYN) ONIMrocaxapMaoB Ha NPOLECCUNpPYEMbIN (HapoXaato-
wmrics) 6enok, Il Tun — HapylweHusa npoLeccuHra.

BHI Ib tMna, o6ycnoBneHHoe MmyTauunen reHa dochomaHHO30M30Mepasbl, —
peaKoe ayToCOMHO-peLeccMBHoe 3aboneBaHne (OMIM — 154550), KnvHuyec-
K1 GEeHOoTUM KOTOPOro NpeacTaB/eH aHTeponaTuen ¢ notepen 6enKa, rmnorinke-
MWEW, Koarysionatusamm, NOpaKeHnem nevyeHn U APYruMu XUIHEYrPOXKatoLMMu
cumnTomMamu. laHHbl TMN 60/1€3HK onucaH npumepHo y 20 nayMeHToB B MuUpe,
W 3T0 0AMH 13 AByx TMnoB BHI (apyrov Tun — BHI-llc, npu kKoTopom nmetotcs N- u
0O-cBsi3aHHble AedeKTbl MUKO3UIMPOBAHKUSA), KOTOPbLIVM NOAAAETCS IeYEHMIO.
N-cBsi3aHHbIN AedEKT MUKO3UIUPOBAHUA MOXET OblTb ONpeaesieH Npy NoMoLLM

Beaywmit pyopukm: o

AcaHos Anwii I0pbeBHy, d)epMeHTaTVIBHOFOU N MONEKYNSIPHOrO aHanM30B. ¢epMeHT?TMBHbIM aHanua ¢oc-
JIOKTOP MEIMLMHCKYX HayK, ¢domaHHoMyTasHom (BHI-la) n pochomarHo3nzomepasHoi (BHI-1b) akTuBHOCTM
Mpoheccop Kabeapbl MeAULMHCKO MOXET OblTb NpoBeAeH Ha dmnbpobnactax U NermKouuTax, Tak Kak cybcTaHLmMOo-
reHetukn MMA um. .M. CeyeHoBa, HanbHas GpochoMaHHOMYTa3HasA aKTMBHOCTb GMOGPOBIACTOB U NENKOLIMTOB NaLm-
TNaBHbIA Hay4HbIA COTPYAHUK €HTOB B HEKOTOPbIX Cly4yasx npeanoyvtutenbHen. AHanu3 Mytauumi KIMHUYEeCKU
Hay4Horo LeHTpa 340p0Bbsi noctyneH ans BHI-la, BHI-1b, BHI-lc, ans gpyrmx TMNOB AaHHasa AMarHOCTMKa
Aeteit PAMH MOXET NPOBOAUTLCS JIULLb Ha UCCef0BaTe/IbCKON OCHOBE.

Anpec: 119992, MockBa,
yn. Tpy6eukKas, 4. 8, cTp. 2,
Ten. (495) 248-05-53

JNeyeHne BHI cBOAUTCS K YMEHbLIEHWIO OCHOBHbIX OC/TOXKHEHMI 60ne3HKU. Cneum-
duyeckas Tepanusa BO3MOXKHa nub B cnydae BHI-Ib u BHI-llc. MNepopanbHbin
npuem maHHo3bl (100-300 Mr/Kr B TeyeHwe [HSA, pasfefieHHon Ha 4-6 [03)
NPUBOAUT K YNYHLIEHMIO HYTPMTUBHOIO CTaTyCa U CHUMKEHUIO TUMOMTMKEMUYECKUX
3N13040B Y NauneHToB ¢ BHI-1b. BbicOKMe 003bl MAHHO3bl MOTYT MPUBOANUTB K OC-
MOTH4YecKow anapee. OgHaKo B CBA3M C TEM, YTO MaHHO3Has Tepanus aBaseTcs
MU3HenpoaeBaloLllen 418 3TON KaTeropuu geten, noboyHble 3QDEKTbl JOMKHbI
TUlaTeNbHO MOHUTOPMPOBATbLCS.

Mpeanaraembit Bawemy BHUMaHUIO KIMHUYECKUI MpUMEP AEMOHCTPUpPYET nep-
BbIM C/ly4an AMarHoCTUKKM aTon 60ne3Hn B Poccuu. [lokTopa ocyuiectsmunu audode-
peHuManbHbii AMarHo3 ¢ NPUMMEHEHUEM COBPEMEHHbIX METOAOB UCCNeA0BaHMS.
[narHo3 noATBEPXKAEH HE TOMbKO KIMHUYECKHU, Y4nUTbiBas aPOEKTUBHOCTbL Tepa-
nun D-MaHHO30M, HO U B pe3ynbTate NpoBeAeHUs MONEKYNSAPHO-TEHETUYECKOIO
aHanu3a U BbiBNIEHWS MyTaluu reHa. CoaepaHue ctaTbM NpeacTaBnseT 6esyc-
JNIOBHbIA MHTEPEC M 3HAYMMOCTb AN NeaAnaTpPUYECcKoM MPaKTUKU U KIIMHUYECKOM
rEHETUKM.





