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KoHpepeHLUs No 0pPaHHbIM U ASTCKUM LOIAQY BO lNepsbit MTMY um. . M. CeyeHoBa MuH3gpaBa Poccumn (CeveHoBckun YHusepcuTteT), r. Mocksa; < PIAQY BO «Poccumnckuii HaumMoHansHbIn

3HOOKPWHHBLIM 3aboneBaHKUAM ncernenoBaTenbCkMn meauunHekum yHnsepeuteT um. H.U. MNMuporosay, r. Mockea; > ®I'BHY «Meguko-reHeTn4ecknm Hay4Hbln LEHTP UMeHN akagemuka H.I1. boykoBay

— MwuHob6pHaykn Poccuun, r. Mockea; 4 HUA I'Ie,EI,I/IanI/II/I n OXpaHbI 300POBbLA ,EI,eTeI/I HKLII N02 OI'bHY «PHUX nm. akag. b.B. lleTpoBckoro», r. MockBa
T R 10 D NWIONE: TS T AN D

JHAOKPHHHAA oppaHeTUKa: COMATOTPOMNHAS HEQOCTATOUYHOCTD KAK NPUYVHA 3AJEPXKW POCTA Y NALUMEHTA C
AOCTHXEHHUA M NEPCNEeKTHEBDI CMHAPOMOM HETEPTOHA. OMUCAHUE KIIMHUYECKOIO CIYYAS

BBEOEHWE: cuHgpom HeteptoHa (Netherton syndrome, NS) — peakoe MynbTUCUCTEMHOE ayTOCOMHO-peueccuBHoO (AP) 3aboneBaHue, XxapakrepuayoLlleeca HapyLleHMeM NpoLeccoB KepaTuHusauun. 3abonesaHne CBA3aHO C MyTaLUUAMU B

reHe SPINKS5, kogupytowmm 6enok — MUHrIMbUTOp CEPUHOBLIX NPOTeas, y4acTBYHOLLUN B AN AEPEHLMPOBKE ANUTENUSA, NPOTUBOBOCHANINTESNBbHbLIX 1 aHTUMUKPOOHLIX npoueccax. NS Obin BnepBbie onnucaH dpaHLy3CKUM JepMaTonorom
dpenepukom HeteptoHoMm (Frederic Netherton) B 1958 roay. YactoTta 3aboneBaHusa coctaBnaeT npubnuantensHo 1 cnyvam Ha 200 000—1 000 000 HOBOPOXAEHHbIX, HO MOXET BapbUpoBaTb B Pas3fiMyHbIX 3THUYECKUX rpynnax. Knaccunyeckas
KNMMHU4YecKasa KapTuHa BKNOYaET: OCTPYIO U XPOHUYECKYHD MXTUO30MOPMHYIO 3pUTPOOAEPMULO (XapaKTePU3yeTcs CUMbHbIM NOKPACHEHMEM U LLESYLLEHNEM KOXM N0 BCEMY TeSy, YTO MOXET AaBaTb KOXe BUA pblOben vellyn), aedopmaunto
HOrTeun (ToncTble, rpyoble, BOrHyTble UM BbINYKble HOMTU), aHoOMarnmn CTPYKTYpbl BOJIOC (XpynKue, TOHKME BOJIOChI UK BONOCKI C HENPaBUITbHOU CTPYKTYPON, TakKe MOXET Habntoaatbes anoneumsi) U HapywweHne MMMYHHOW perynauun.
IleyeHne NS HanpaBneHo Ha obrieryeHmne cMMNTOMOB 3a00s1eBaHNs, YMEHbLUEHUE PUCKA OCIIOXKHEHNIN N BKIIOYAET NPUMEHEHUE YBNAXHAIOLLMX CPEeACTB AN KOXN, TONMUMYECKUX KPEMOB C KOPTUKOCTEPOUOAAMU U T.A4. YUUTbIBAs 3HAYUTESIbHOE
rNcuxonornyeckoe Bo3gencTene 3aboneBaHms Ha NaLMEHTOB, BaXXHa HE TONbKO MeaAULMHCKada, HO 1 Ncuxonorndeckas nogaepxka ceMbn. XapaktepHblM CUMNTOMOM 3abofieBaHus, 3aTPyAHSOLWMM coLuarnbHYyo aganTtaunto U HEraTUBHO
BNNAIOLLMM HA CAaMOOLEHKY NaLIMEHTOB, ABNAETCA 3a4epKKa pOCTa B ,EI,OCTyI'IHOI/I 3apy6e>|<Hov| nuTepaTtype Mbl HaluNM HeCKoNbKNX criydaeB gmarHoctukm CTI-gedounymrta n ycnewwHoro npuMeHeHna comaTponuHa y nauneHToB ¢ NS.

PucyHok 1. KpuBaga pocTta nauueHTta ¢ cmHgpoMmom HetepToHa.

KNMMHUYECKUU CITYYAMN: | British 1966, height for age
- [MaymeHT 3 net ¢ gnarHo3om cUMHAPOM HeTepToHa HanpaBfieH Ha rocnuTanM3auunto B otaenenne avgokpunHonorun CLMul c
Kanobamm Ha nporpeccupyloLlee CHUXXeHMe TEMMOB POCTa, 3a4EPXKKY pev4eBOoro pasBmUTUSA, CyXOCTb U LLUENYLLIEHNE KOXHbIX
NOKPOBOB, U3MEHEHME CTPYKTYPbI BOSOC.
-PebeHok oT 5 6epemeHHOCTU (1 bepeMmeHHOoCTb — AeBoYka 18 neT, NS; 2 6epeMeHHOCTb — BblknAabill; 3 6epeMeHHOCTb — AeBoYKa, | |
ymepra Ha 5 cyTku xusHu — NS, BI1C; 4 bepeMeHHOCTb — Marnb4mK, 300poB, 5- HacToswas), 4 pogos nytem KecapeBa ceveHus.
[Tpn poxxaeHun Bec 3400 rp., pocT 52 cMm. PoauTtenun naumeHTa 300poBbl, bpak — HepoacTBeHHbIN. PocT maTtepun 151 cm, pocT oTua
171 cm, pocT ctapweun cectpbl ¢ NS - 170 cm. LleneBown pocTt nayueHTa - 167,5 cm (cMm. PucyHok 1).
- lnarHo3 cmHapom HeTtepToHa naumneHTy YCTAaHOBSEH NpU POXAEHUN, B 2 roaa NoATBEPXOEH MOJIEKYNAPHO-reHETUYEeCKU. B reHe
SPINKS BbisiBneHa komnayHa-retepo3urotHaa mytauusa ¢.2098G>T1/c.2174dupG. lNauneHT HeoaHOKpaTHO rocnuTanu3vpoBarcs B
KBl no MecTy XuUTenbcTBa, rae nosiydan cuMntoMmaTU4eckyto Tepanmio (Tonndeckmne KopTukoctepouabl, MUHIMOUTOPGI o}
KarnbLUWHEBpPUHA, S3MONEHTbLI N T.A.) C KpaTKOBPEMEHHbIM MONOXUTENbHbIM 3IEKTOM.
- B 3 r naymeHT ObIN BNepBble rocnutanusnpoBaH B otaeneHne gepmartonornn ®IbHY "PHUX um. akaa. b.B. lNeTtpoBckoro”, roe
Oblna MHMUMMPOBAHA reHHO-NHXEeHepHasa bmnosnoruvyeckas Tepanus npenapaTtom aynminymatd ¢ NofioXnTeNbHbIM 3pdEKTOM B BUAE
YMEHbLUEHNA 3pUTEMbI U UHTEHCUBHOCTU 3yaa.
- Ha MOMEeHT nocTynneHunsa nony4yan Tepanuio: Makporon, aesarn, atapakc. [lpy ocMoTpe TenocnoXeHue nponopunoHarnbHoe, PpOCT
80 cm (SDS -3,72), Bec 9,3 kr (SDS NMT -4,37). Ha koXe BOnoCMCTON YaCcTu ronoBbl — rMNOTPUX03. Ha KoXe nuua, TynosuLla u
KOHEYHOCTEN - reHepann3oBaHHaa apuTema, KpynHonnactuH4yaToe LwenylweHune, paccesaHHble 3KCKopuaLunm, YHaCcTUYHO MOKPbITbIE
remMmMmoparn4yeckumm Kopoykamu. B ropomoHansHoM npodune - HuU3KoHopmarsbHbin ypoBeHb NOP-1 - 51 Hr/mn (SDS NOP -1,4),
oedouunT gpyrmx ropMoHoB rmnodusa He BbisiBneH. KocTHbIM Bo3pacT (KB) cooTBeTcTBOBan 2 rogam no atnacy TW20 npw
| nacnopTHOM Bo3pacTe - 3 roga. 1o pesynbtatam MPT ronosHoro mosra 1 runogusa — natonorun He BbisieneHo. [poseaeHbl CTT -
Sl CTUMYNSAUNOHHBIE npobbl ¢ L-AOMNA n nHCcynuHOBOU rMNornukeMmen, no pesyribtatamMm KOTopbiX NoATBEpXAeHa
,'i cOMaTOTpONnHasa HeaAoOCTaTOYHOCTb (MakcumanbHbIN Bblopoc CTI coctaBun 5,07 n 5,69 Hr/mn cooTBeTcTBEHHO). C cornacus
a.gh poauTErNen pekoMmeHaoBaHa NpobHaa Tepanusa comaTponnHom B cTaHaapTHou ao3e 0,033 mr/Kr/cyTKu.
£y - B HacTosLee BpeMa Ha OOHE Tepannum oTMedaeTcs NMonoXuTenbHaa AMHaMmuKka B BUAe yBernmyeHnUsa CKOpocT pocTta oo 3,5 cMm 3a
1,5 mecsaua. [NoboyHble addeKThI, a TakKe yXyaLeHUe KOXHOro rnpoLecca He oTMeYeHbl. Heobxoanmo gansHenllee

?— ONHamMn4yeckoe HabrnogeHmne 3a naumeHTomM Arsg oUueHKM TeMrnoB pocTa, KB n anHammkm KoXXHOro npoLecca Ha dooHe Tepanun.
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SAKITIOYEHUE: Hapsaay ¢ coobLieHmnsamMn 3apyodeXHbIX Kosner Mbl NPoaeMOHCTPUPOBAN HEOOCTATOYHYIO
CEKPELMIO COMATOTPOMNHOro ropmMoHa y nauneHTta ¢ cuHgpomom HetepTtoHa. OueHka adpdPeKTUBHOCTU U
B6e3onacHOCTM Tepanum coMaTpornMHOM Yy AaHHOM rpynnbl NaumMeHToB TpebyeT boree AnMUTenNbHOro
HabnoaeHns U NpoBeaeHNA UccregoBaHMs Ha DONbLLOKY rpynne nauneHToB.
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KOHTAKTbI: 'yanc A.[1. phelectrol@mail.ru, NeaHHukoBa T.E. |vann|kovate@vandex ru
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