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26-27 mapra 2024 3. ‘| raBpukoBa 0.0., Anap 3.A., Bonmacosa A.B., KonoakuHa A.A.
K :'-u '_ .| THU P® ®I'bY «HaumoHanbHbIX MeONLUHCKUM UccregoBaTenbCKNN LLeHTP aHAoKpuHonorum» Muusgpasa Poccumn, MockBa, Poccus
oHdepeHUMA No opdaHHbLIM U AETCKUM e T R T IR T el
SHOOKPUHHbLIM 3aboneBaHMAM B e
— [ nukoreHo3 1b Kak npuyYnHa TAXenoro runornMmkeMmMyecKkoro cmHgpoma y

JHAOKpPUHHAaA opdaHeTUKA:
AOCTUXXEHUSA U NepcneKTUBbI
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BBEOEHUE.  nukoreHo3bl — 6onbLwasn rpynna BpoOXAeHHbIX HapyLleHMU ooMeHa BellecTB, NMPU KOTOPbIX OTMeYaeTCs HapyLweHue CUHTe3a, moounmnsaumm nnu pacnaaga rnmkoreHa. lNpun Hann4uun
Hea4OCTaTOYHOCTU bepMeHTOB, Y4aCcTBYHOLWUX B OOMeHe rmmkKkoreHa, npmBoAasiLLMM KakK K gedektam rinroKoHeoreHesa, Tak v rnmmKkonun3a, BO3HUKaKT anu3oAbl rMNornMkeMmu, BNJoTb A0 TAXenbliX,

conpoBoOoOXaarwWwmnxcsda cyaoporamm, n0Tepel7| CO3HaHWUAI. KpOMe TOro, B CBA3U C N30bITOYHbLIM HAaKOMJIEHUEM ITIMKOreHa ¢ HOpMaﬂbHOVI Ui NaTOJIOrM4YeCKN NU3MEHEeHHOM CprKTypOﬁ B PA3JIMYHbIX OPraHax,
npenmyuecCcTBeHHO B NeYeHMU, cep.qequv'l U CKeJiIeTHbIX MblilUaX, NOoO4YKax, pa3BuUBaeTCA X HeAOCTAaTOYHOCTDL.
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MlaToreHes rnmukoreHo3oB la u |Ib TunoB

rnroKo3a 7—T> rMOKO30-6-
rMIOKOKMHa3a
AT reKCoOKuHasa Al CbOCCbaT

KnuHnyeckumn cnyJvyau

4 mecsua XXU3HU

locnutanuszauua B FTHU P® dI'bY «HMWUL
3SHAOKPUHONOIrMN»

e OT 3 CPO4HbIX pOoaoB e TUMOrMUKeMUs o 3KCTpeHHaFI .
| Cynoporn, Aubebyan e v LonleNHLll runopuncyIuMM
BECOBbIE NOKasaTern LIMAHO3 NOAOSPEHNEM Ha CENEC, : (uHeynuH 0,2 MKE/Mn Ha doHe P
NpY POXKOEHUM CTpenToaepMuIO, y ’
|a HepocTaTouHOCTL Py poXA ° MHbe3I/IOHHaFI Tepanmd rMNornukemMmm 2.5 MMOJ'II:/J'I)
epmeHTa . gPaK ! pacTBOPaMM rTHOKO3bI C ﬁﬁggﬂoglj);groro
[MHOKO30-6- JINSKOPOACTBEHHbIU NONOXXUTENbHbIM
dboctharasa < h ShcheKTOM . F'unornukemus ao 0.6 BbicoOkue ypoBHU TpUrnmuepunaos,
HEAOCTaTOYHOCTL ! MMONb/N xonecTtepuHa (Taon. 1)
TpaHCNOKa3bl * [MNnornmkemmyecknu
chepMeHTa CMHOPOM pacLeHeH Kak  [loBbILWIeHUe (Tabn. 1)
- TpaHcamMmuHa3s (Taon.
H20 TPaH3NTOPHbIN \_ PaHc 3 Y [enaTomeranus no Y3/
aHAonnasMaTu4eCckum pUTUKYNyMm \ / - /

Taobnuua 1

‘ CTouKkas HeuTporneHus

3anono3speH «BpoxaeHHbIN
rMMNepuHCYIIMHN3M»

1o nevyeHus Ha dooHe neyeHuUn

OKTpeoTuaom

OTMeHa oKkTpeoTuaa,
KOppeKuus NUTaHuA

[TONHO3K30MHOEe ceKBeHUpoBaHue - B 7 3K30He reHa SLC37A4
BEpPOATHO NnaTtoreHHbIn BapuaHT €.699C>G B roMO3UroTHOM
‘ COCTOSSHUM mmm) TrhnuKoreHo3sa lb Tuna.

ACT, Ea/n (9-80) 4 5632

oKTpeotup B Ao3e 90 mkr/cyT

OTMeHa oKTpeoTuaa, yBenmyeHbl 06beEM K YacToTa

AJlT, Ea/n (13-45) 4 126.8 13,8 (18.75 mkr/kricyT) KOPMJIEHUSA, BBEOEHbLI CMECb U MAacso C coaep)XaHnem

X / 397 l cpenHeLenoYeyHbIX XXUPHbIX KUCNOT =) OTHOCUTESbHO
OTECTEPNH, MMOITB/] ) ’ CTOWKaA JYrinmKkeMmnsa n Hopmanumsaumm b6/x nokasaTeneu 5
(3,3-5,2) COXPaHANUCH aNU3oabl
= (Tabn. 1).
" Tpurnuuepuapl, MMOINb/I 4,5 runornreMy C 8 MecsLieB XN3HN B palLMOH BBEAEH KyKYypY3HbIM Kpaxman |-
! (0,1-1,7) C NONOXUTENBHBLIM 3 (PEKTOM
" S = |
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[[aBpukoBa OkcaHa OneroBHa, KMIMHNYECKUN

gf o LI

w=r| SAKIMIOYEHME.
| FMnkKkoreHo3bl ABNAKOTCA peaKkon rpynnon HacneacTBeHHbIX 3aboneBaHun, C LLUPOKOUN BapuabernbHOCTbLIO KIMUHNYECKUX MPOSABIIEHNUU, YTO NPUBOAUT K
no3gHeun AnarHocTuke 3aborieBaHMA, HeCBOeBpeMEeHHOMY Havyany agvetorepanuu U pa3sBUTUIO TAXENbIX OCNTOXKHeHUU. Takum obpa3om, BaXKHO UCKIKOYaTb Y

NauyMeHToOB C rMMNOrfukeMmM4eCKMmM CUHAPOMOM Hanun4yuve rinmKkoreHoBou 0ofne3Hun U Apyrmx HapyLieHmm oomeHa BeLLeCTB.

opauHaTtop HUWU detckoun aHaokpuHonornu ®rby
«HMWUU sxnpokpunHonorun» M3 P®, MockBa, Poccus
e-maill: lehavre@mail.ru
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