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AkTyanbHocTh. OTMEUaeTcs pocT o01Iel CMEPTHOCTH MO MPUYMHAM aHEBPU3MBI IPYAHOTO
otaena aoptel (A'OA) u ee paccnoenus ¢ 2,49 no 2,78 na 100 000 yenoBex. CBoeBpeMeHHOE Mpo-
BeZieHHE NPOQUIAKTUKO-OPUEHTUPOBAHHOrO omnepaTtuBHoro sedeHuss AI'OA 3aTpyaHEHO H3-3a
IPAKTUYECKU OECCUMIITOMHOIO T€U4EHUs 3a00J1€BaHMsI BIUIOTH 10 AUCCEKIMH Wi pa3pbiBa. OCHOB-
HBIE pelleHUs, OTHOCUTENbHO JieueOHOM TakTUK npu AI'OA nmpuHHMMAarOTCs B 3aBUCUMOCTH OT MX
pa3smepa. YuuTbIBas, 4YTO NMPH CUHAPOMHBIX (reHeTnueckux) popmax AI'OA (cunapom Mapdana
(CM) u ip.) He cymiecTByeT 0€30MacHOro pa3mMepa aopThl, YKa3bIBA€TCs Ha 11€J1eCO00Pa3HOCTh MPOo-
BEJICHUSI MOJIEKYJISIPHO-T'€HETUYECKHUE M CCIIEIOBAHMS Ul ONTUMHU3AaLUU CPOKOB ITPEBEHTUBHOM XU-
PYPru4ecKoi KOppEeKLUHUU a0PThI.

Ilesab: Ha OCHOBE COOCTBEHHBIX IPUMEPOB KIMHUYECKUX ciiydaeB cMHAPOMHBIX A['OA u 06-
30pa JUTEPAaTypPHBIX JaHHBIX 00OCHOBATh BHEAPEHUE U AKTUBHOE UCIOJIb30BAHUE MEP NEPBUYHOL —
C UCII0JIb30BAHUEM MOJIEKYJISIPHO-T€HETHUECKOI0 CKPUHUHIA U BTOPUUHOM — C HA3HaYEHHEM JIeKap-
CTBEHHOM Tepaluu COOTBETCTBEHHO, MPO(GUIAKTHKU MPOTrpeccHupoBaHus 3aboieBaHus (B T. 4.
octporo aoprainsHoro cuaapoma (OAC)).

Marepuasa u MeToabl. MeTO0M MPOCTOr0 OJJHOMOMEHTHOIO HaOJII0IaTEIbHOT O UCCIIe10-
BaHusa coBMecTHO ¢ PHIIL] «Kapauonorus» u Uuctutytom ['enernku n Luronorun HAH benapycu
OBLIO MPOBEIEHO 00CIe0BaHNEe 6 MAUEeHTOB ¢ CUHAPOMHBIMU AI'OA, 0TBeUaOIUM KIMHUYECKUM
kputepusm nuarnoza CM Ha ocHoBanuu ['enTckux xkputepueB CM 2010 roga. [IpoBoguics coop
ceMerinoro anamuesa. JIHK-auarnoctuka: BeIOJIHEHO TapreTHOe cekBeHupoBaHue 174 reHoB (ac-
COIIMMPOBAHHBIX C pa3BUTHEM 17 HACIIEACTBEHHBIX 3a007€BaHNUN CO CTOPOHBI CEPIEUHO-COCYAUCTON
cucremsl, Bkmodas reHoB-kanauaatos (FBN1, TGFBRI), otBeuaromux 3a pa3BUTHE CHHIPOMHBIX
AT'OA), ¢ momomipto manemn TruSight® Cardio Sequencing Kit. Pasmep AT'OA orneHuBascs ¢ mo-
mombio TTOx0KI o pazpaboTaHHON METOIUKE.

Pesyabrarsl M ux odcy:xaenne. CpeaHuil Bo3pacT nauueHToB cocraBui 33+6,3 net; cpen-
HUH pa3Mep auaMmeTpa KOpHs aopThl coctaBmil 43,67+6,4 mm (M+c). B 5 ciydasx noaTBepkaeHo
HaJIMuue HapylleHHWEe HYKJIEOTHUIHOM IMocienoBarenpHocTH B reHe FBNI, B 1 cinydae — B reHe
TGFBRI, xapaktepHoM misi cu"apoma Jlyuca-/[uTia, mo CBOUM KIMHHYECKHUM MPOSBJICHUSIM
TpyAHO oTaM4uMbIM 0T CM, HO uMmeronmM Oonee arpeccuBHoe TeueHue. B 5 u3 6 Habmonenuii ot-
MeveHO yBenuueHue nuamerpa KA — B cpennem 47,2+1,2 MM, 4TO MpeBHIIIAET TPEOyEeMbIid TOPOT
PaHHEro XUPypruyeckoro BMelarenserTsa — 45 Mm npu gokazanHoi myrauuu FBNI (I a C) u noa-
TBepkaeHHoM auarHo3e CM (Il a C).

Anamn3 ganaeix PubMed ykassiBaer Ha Hamumuue 5 PKU (COMPARE, 2013; Lacro R.V. ¢
coaBtopamu, 2014; Fortza A. ¢ coaBTopamu, 2015; Milleron O. C coaBTopamu, 2015; Franken R. ¢
coaBTopamu, 2015; AIMS, 2018), yka3piBaronx Ha NEPCIEKTUBBI TEPANEBTUUECKUX CTPATErUid mpe-
BEHTHBHOTO JiedeHus (pacmmpenns) AI'OA ¢ ucnonb3zoBanuem jo3apatHa u upoecaprana (Il a C).

BeiBoabl. [TanmenTs! ¢ cunapomusiMu popmamu AI'OA Hyxgar0Tcs B IPOBEACHUH MOJIEKY-
JSIPHO-F€HETHUYECKOro 00ce0Banus ¢ 1enblo cTpatudukanuu pucka passutus OAC u onpenene-
HUS ONTHMAJIbHBIX CPOKOB XHUPYPrudeckoro Bmemarenabcrea. CyIiecTByeT KOHKpPETU3alus JoKaza-
TenbCcTB JieueHus: AI'OA ¢ ucnonb3oBaHUEM capTaHOB 3a cueT npenorBpanieHuss AT 1R -ungynuupo-
BaHHOU 3kcripeccun TGF-B-nmuranmos, penenTopoB U UX aKTHBATOPOB, T.€. C MOMOIILIO OJIOKa bl
perentopoB 1 ThMa aHTHOTEH3WHA U, cooTBeTcTBeHHO, AT Il curnanuzamumu.
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