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KoHdepeHUUA No opdaHHbIM U AETCKUM

>HOOKPUHHLIM 336018 BaHHAM '*.,u _ | | I FHLII PO Cbrlljay ((_l:l.!\./1||./||:|,l3I-II,EI,KpI/IHOJ'IOFI/II/I» MwuH3gpaBa Poccumn, MockBa
JHAOKPUHHAA oppaHeTHKa: : BPO)KJJ,EHHI:II/I TMMNEPUHCYJIIUHU3M, OBYCIOBIEHHbBIA MYTALUUEWU B N'EHE GCK
AOCTUXEHNUA U NEPCNEKTUBLI ;T,

BBEIOLEHMUE. BpoxaeHHbiin runepuHcynuimam — ato rpynna 3abonesaHuii, xapakTepuayoLmxcs HeageKkBaTHOM runepcekpeumnen MHoynnuHa 6eta-kneTkamMmu nomKenygoqHom Xenesbl, YTO NPUBOANUT K pasBuUTUIo runornukemmn. B 7%

crnyyaeB npuymHon pas3sutna B moryT 6biTb akTuBupytowmne myTtaunm B reHe GCK, y4acTBYOLLEM B PErYNALMN BHYTPUKITIETOYHOrO Metabonmama rnoko3bl. KnnHnyeckme npossBNeHNS y NaLUMEHTOB C MyTauUUAMN B JAHHOM FeHe
BApPbUPYIOT OT MSATKUX ¥ 6ECCUMNTOMHbIX TMMNOMMMKEMUIA A0 TSXKeNbIX, hapMaKkope3NCTEHTHbIX Cry4aes C HeoHaTarnbHOW MaHI/ICbeCTaLI,I/IeI/I

KMTMHUYECKUU CNYYAWN. Naunent M. , poXaeH Ha 35 Hefene, NepBbIi U3 MOHOXOPUWAanbLHOM ABONHU, BecoM 3890r (SDS 2 85) nSiMHon Tena 53 cm (SDS
2,71). C nepBbIX 4YaCcoB XN3HU Yy NAaUMEHTa OTMeYdanucb runornkemun oo 1,9 mmone/n, Kynupyemble BHYTPUBEHHLIM BEAEHUEM INOKO3bl C BbICOKOU CKOPOCTbIO
yTunmndaumm oo 15 mr/kr/mmH. B Bo3pacTte 1 mecaua ycTaHOBMEH AMarHo3 « BpoXXaeHHbIN TMNnepUuHCYnMHnU3M» (rmmkemMmmna 2,1 mmons/n, NHeynuH-15,2 mcME/mn),
Ha3Ha4veHa Tepanua Auasokcmngom - 7,3 Mmr/kr/cyT (37,5 mr/cyT), Ha ooHe Yero oTMeYyanacb MegmkameHTo3Hada cyokomneHcaumnsa 3aboneBaHms (rof1oaHbIN
NPOMEXYTOK-5 4Yacos, rmnoKo3a B KoHLe npobsl - 3,7 mmonb/n, NPW - 2,7 MkME/Mn, keToHbl - 0,6 mmonb/n). C 3-x Mec, y nauneHTa y4acTunmcb anm3oabl
rmnornnkemMunin, HapawmBaaHue 0o3bl Anasokcunaga, Ao 17 mr/kr/cyt. B 11 mec. BBMAOY COXpaHAIOLWNXCA 3NM3040B rmrnorfiMkeMmni, K tepanmm gobasneH OkTpeotua B
no3e 5 MKr/kr/cyT. B ganbHeunwem naumeHT nepeBeneH Ha MHbLEKU MM NPONoHrMpoBaHHoro JlaHpeotuaa B Ao3e 60 mr. B HacToAawmn MmomMeHT go3a [lnasokcuaa
coctaBnset 17,8 mr/kr/cyT, no3sa JlaHpeotuaa - 90 mr 1 pas B 28 aHen.

Takxke B 6 Mec. y naumeHTa BbisgBneHo nosbilweHne TTI 25,34 mME/n, T4 cB. 8,0 nmonb/n, no aaHHbIM Y3W wintoBMaHOU Xenesbl npusHaku andpdpysHoro 306a.
YcTtaHoBneH anarHo3s «llepBUYHbIN TMNOTUPEOD3», MHULMMPOBaHa Tepanus J1IeBOTUPOKCUHOM HaTpuUs, B HacToslee Bpema 50 MKr/cyT. Y MmaMbl NauneHTa, Takxe
ONarHoCTUpoBaH NePBUYHbLIN TUMOTUPEODS.

B 3 r coxpaHsieTcs nabunbHoe TedyeHne 3aboneBaHnst, oTMevyaeTca 3aepKka NCUXOMOTOPHOIo pa3BUTUS.

[1o JaHHBIM MONEKYNAPHO-reHeTU4YeCKoro nuccriegoBaHus (cekseHnpoBaHne NGS naHenun «CaxapHbin AnabeT-BpoXXaeHHbIV TMMEPUHCYNMHU3M» ) Y NaUMeHTa
BblABNEHa paHee onncaHHagda, natoreHHas myTtauua B reHe GCK, B 6 3k30He 0OHapy)XeHa 3aMeHa OQHOro Hykneotuaa B reTepo3nroTHOM COCTOAHUM NpuBoadALLas K
3ameHe aMUHOKMCNOTbI €.641A&gt:G, p.Tyr214Cys. Takke Obirio NpoBeAEHO MOMEKYNSIPHO-TeHEeTUYEeCcKoe nccrneaoBaHue obpasLua KpoB/M MOHO3UIOTHOrO GpaTa- MNauneHT M. (cnesa) 1 MOHO3UrOTHLIM OpaT-6NKM3HEL
O6nn3Heua, y KOTOPOro He ObINo KIMUHUYECKUX NMPOABIEHUN HN BPOXOEHHOIO rmnepuHCcynmMHnu3mMa, HM nepBmMYHOro rmnoTupeonsa, nNo pesyribtatamMm KOTOpOoro BhidBreHa (cnpasa)

Ta e mytauusa B reHe GCK; Ho anbTepHaTUBHbLIN anrnenb coctaBnsan Bcero okono 13%. [JaHHble reHeTu4ecKoro nccrnegoBsaHusg No3BOSAT NPeAnonoXuTb, YTO

3aboneBaHue BbI3BAHO HE repMMHarnbHbIMU, @ COMaTUYECKUMN MyTaUUAaAMU. Y OpaTbeB pa3HbIv NPOLEHT pacnpenerneHna KrneTok, cogepalinx natoreHHbI

BapuaHT reHa GCK, 4To 00bsCHAET Hann4dne 3abosieBaHns TONbKO Y O4HOro U3 GrMM3HELIOB. it |
1'.II.I
[lpoBegeHo obcriegoBaHue poanTenen naymeHTa - MyTaunum He BbIABSIEHO. .
C y4yeToM Hann4unsa peHoTUNnMYeCcknx oCobeHHOCTEN Yy NAaLIMEHTA, 3a4EPXKKMU NMCUXOMOTOPHOro passutusa (y sagoposoro dnunsHeua 3P BbipakeHa B MeHbLLEN e 2 f_

CTeI'IeHI/I) HaJIN4YNA BPOXOEHHOIO TMMOTUpPEOD3a C 3000M y naumeHtTa, npoeeaneHo rnoJyiHoe cekBeHMpoBaHME 3K30Ma - NaTtoreHHbiX BapmaHTOB HE 06Hapy>|<eHo.

SOL Lkt A SRR SR

3AKﬂ |'0‘-|EH|/|E. MpvBeaeHHbIN KNMHUYECKUI criydan JeMOHCTPUPYeT Tskernoe, nabunbHoe TedeHne 3abonesaHuns npu akTuBupyoLWmMx mytaumax reHa GCK. Hanvumne 340poBoro MOHO3UroTHOro 6nmsHewa c
lansTepHaTBHbIM annenem B 13% u otcyTcTBre Aedekta GCK y poauTenen, no3sBonseT npeanonoXnutbe COMaTUYEcKUii Xxapaktep MyTaLum.

AHapeeBa Mapus
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Hanuune 3INP y 6paTtbeB 1 BPOXXOEHHOIO rmnoTMpensa, Yy OAHOro U3 HUX, Hanm4mne rmnoTmpeosa y MaTepu, MOXeT CBUOETENbCTBOBATb O Hannyme elle ogHOro MOHOreHHOro COCTOSAHUS, KOTOPOEe HaM BbISIBUTb He
yanocs.



