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Pesrome. Cunnpom HyHnan — HacneactBeHHoe 3a0oiieBaHue, OOYCIIOBJIEHHOE MyTalued IeHa
PTPNI11, pacnionioxkeHHoro Ha 12 xpoMocoMme npu HOPMAJIbHOM KapuoTuIie. B ctatbe npuBeieH KIMHUYE-
ckuii cirydait cuapoMa HyHaH y peGeHka, ¢ XapaKTepHbIMU KJIMHHYECKUMU TPOSIBJICHUSIMH U IMHAMUKON
pocCTa 1pu IMpOBCACHUHU 3aMECTUTEIbHON FOpMOHaHBHOﬁ TCpalinuu.

KiaroudeBble coBa: CUHAIPOM HYHaH, JACTHU, HU3KOPOCIIOCTh.

Resume. Noonan syndrome is a hereditary disease caused by a mutation of the PTPN11 gene lo-
cated on chromosome 12 with a normal karyotype. The article presents a clinical case of Noonan syndrome
in a child, with characteristic clinical manifestations and growth dynamics during hormone replacement
therapy.

Keywords: Noonan syndrome, children, stunting.

AKTyaJIbHOCTD: cuHApoM HyHan (cuHOHUMBL: cuHapoM Yispuxa-HyHnaH, TepHe-
POUIHBIA CUHJIPOM C HOPMAJIBHBIM KapUOTHUIIOM, MY’KCKOW CHHAPOM TepHepa, )KEHCKUU
riceBao0-TepHepa CHHIPOM) OTHOCUTCS K PEJIKO BCTPEUAIOIICIHCS HACISCTBEHHOM aTOJI0-
rur. COBpEeMEHHbBIE TEXHOJIOTHH, a TAKXKE JOCTHIKEHUS HAYKW M MEIUIIMHBI, CTIOCOOCTBO-
BaJIM YCTAHOBJICHUIO MIPUPOJIBI JAHHOTO 3a00JIeBaHUSL. DTO MO3BOJIMIIO U3BMEHHUTH ITPE/ICTaB-
JICHUE O TAaHHOM MMAaTOJIOTHH U YIIYUILINTh KAYECTBO KU3HU nauueHTa. [IpeacraBinennoe kiu-
HUYECKOE HAOJIOCHUE OTPAXKAET CIOKHOCTU AUArHOCTUKU JAHHOMW MATOJIOTMU B PAaHHEM
BO3pacTe U HEOOXOAUMOCTD MPOBEICHUSI MOJICKYJISIPHO - TEHETUYECKOM IMarHOCTUKH.

[To naHHBIM MEIULIMHCKOMN JIMUTEpPATyphl CUHAPOM HyHaH BCTpeyaercs ¢ OIMHAKO-
BOM YaCTOTOM y IEBOYEK U MaIbYUKOB. ONKcaHoO HE MHOTO ciay4daeB: B bpazunuu — 50 coy-
yaeB, Erunere — 21, Cenerane — 6, Jlatunckoit Amepuke — 33, Adpuxe — 30, Typuuu — 26,
Kopee — 59, SInonuu — 45, TaitBanu — 34 ciny4das. JlaHHBIX 0 pacIpOCTPAHEHHOCTH 3a00J1e-
BaHus B Poccurickoit denepanvu He BBISBIEHO.

Heaw: [IpencraButs kinHndeckuil ciyyait cuaapoma Hynan y pebenka.

3agaum.

1. U3yueHne MeIUIMHCKONW JOKYMEHTALMH NalMeHTa ¢ cuHapoMoM HyHaHh.

2. Aranu3 3¢ GHeKTUBHOCTH TOPMOHATILHOM TepaIuy 1 MPOTHO3 Il peOEHKa ¢ JTaH-
HOW MaTOJIOTHUEM.

MarepuaJubl 4 MeToabI. [IpoBeneH aHamM3 TUTEpaTyPHBIX NCTOYHUKOB B Oa3e TaH-
Heix Pubmed, E-library u menunuHckoi 1oKyMeHTAIMK MalMeHTa ¢ cuHapoMoM HyHaw,
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HaXOJIAMIErocs Mo HAOIIONCHUEM TEAUATPUIECKON CITY)OBI TOPOJCKOTO OIOIHKETHOTO
yupexzaeHus pszanckoi odnactu (I'bY PO) «Jlerckas nonukinuHauka Ne3» r. Pszanu.

Pe3yabTaThl U UX 00CyXK/IEHHE.

[Tatmment @., poausncsa 18.09.2019 r. ot 6 GepemenHocTH (1-s1 MEeIUKaAMEHTO3HBIM
abopt (2009), 2-1 neBouka — 3m0poBa (2010), 3-1 — MmenukamMeHTO3HBIH abopT (2012), 4-5
MaJb4IuK — 310poB (2014), 5-1 — MequkameHTo3HBIH adopT (2016)). bepemenHocTh MpoTe-
KaJia C yrpo30y MpephIBaHus B 3-M TPUMECTPE, FECTO30M, IIAIICHTAPHBIMU HAPYIICHUSIMU
Ha 32 - 33 Hexaene, MHOTOBOIMEeM. PeOeHOK poauics OT 3 CPOUYHBIX CaMOIPOU3BOJIBHBIX
ponioB. Macca Tena npu poxaeHun — 3650 r, jmna tena — 47 cm (SDS = -2,01). Ouenka
no mkane Anrap - 8/9 6amioB. B nepBbie CyTKH KU3HU PEOCHOK MEPEBE/ICH B OTACIICHHE
MaTOJIOTMH HEJOHOIICHHBIX JIeTel 00JIaCTHON NEeTCKOM KIMHUYeCcKoi OosbHUIBl M. H.B.
Hmutpuesoit (OITH OJIKB) r. Pa3anu, ¢ nnarno3om: Bpo>KI€HHAsI THEBMOHUS, AbIXaTENb-
Hasi HEJJOCTATOYHOCTh | CTENeHH, NepruHATaAIbHOE THIOKCUYECKH - UIIEMHYECKOE TTOpaXKe-
Hue ueHtpanbHoi HepBHOU cucteMsbl (LIHC), cunapom yruerenus LITHC, oTkpbIiTOE OBalib-
Hoe OkHO (OOQ), HEAOCTaTOYHOCTh AOPTAJIBHOTO KjamaHa | cT., ABYCTOPOHHMI KpHII-
TOPXU3M.

Ha npotspkeHun Bcero mepuojia KM3HU, peOCHOK 3HAUYUTENIBHO OTCTaBajl B POCTE
(SDS = -3,59). belna KOHCTaTUPOBaHA 3aIepKKa PU3NICCKOT0 Pa3BUTHS (HIKE CPEITHETO),
MUKpocoMmaToTut. [Ipu 3ToM cpoku mpope3biBaHus 3y00B, JUHAMUKA (POPMHUPOBAHUS CTa-
TUYECKUX U MOTOPHBIX (PYHKIIMN COOTBETCTBOBAJIM BO3PACTHOM rpamanuu. Y peOeHKa OT-
MEYaINCh CTUTMBI JUCOIMOPUOTEHE3a: BBICTYIMAIONIMKM J10O, IMUpOKas 3araBIiasi MepeHo-
CUlIa, TUIEPTEIIOPU3M TIJ1a3, SMUKAHT, aHTUMOHTOJIOUJIHBIN pa3pe3 TIJia3, MUCILUIACTHYHbIC
HU3KO PACIIOJIOKEHHBIC YIITHBIE PAKOBUHBI, KOPOTKAsI 1MIes, OpaXUJaKTUIIUS KUCTEH.

7 : - 'VJ.¢~R. 7,

-

Puc.1 — PeGenky 2r 10 mec

B Bo3pacrte 1 r 3 mec. peGeHOK ObLIT ONEpUPOBaH MO MOBOY KPUITOPXHU3MaA B yCIIO-
BUSIX JETCKOM Tropojckoi kiuHu4eckord OosbHHIBI Nel3 umenu H.D. dunartora (T.
MockBa), mpou3BeIeHa OPXOMEKCHS C 00€UX CTOPOH.
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Ha nmpotspxenuu Beelt xu3HN peOEHOK OTCTaBal B pocte. B Bo3pacte 1 1. 6 Mec. 1o
HaIpaBJICHUIO reHeTHKa pedeHok ObuT 00cnenoBan B DBHY «Menuko-reHeTH4ecKuii Hay-
HbId eHTp uM. akaa. H.II. boukoBay, BBISIBIEH MMATOTCHHBIN BapUAHT HYKJICOTHUIHOW IO-
cienoBaTeabHOCTH B 3k30HE 3 reHa PTPN11 B rerepo3urorHoM cocrtosiHuu. beut BeicTaB-
JIEH auarHo3: cuaapoM HyHas.

JIeTCKUM 3HIOKPUHOJIOTOM JAHHOTO YUPEKIEHUS € UEIbI0 KOPPEKIUU HUZKOPOCIIO-
cTH OblIa Ha3HAYeHa TOPMOHAIBHO - 3aMecTHTeNbHas Tepamus (comarorpormH — 0,55
MI/CYTKH, BHyTPUMBIIIECYHO) JJIUTEIBHO.

Ha nepBom roay *u3Hu peOCHOK HE MPUBUBAJICS 110 TPUUKMHE MEOTBOIAa. 3aTEM pe-
OCHOK OBLI BaKIIMHUPOBAH COTJIACHO MHAMBUIYaTbHOMY KaJleHJapio MPUBUBOK. AJIepro-
JIOTUYECKUW aHAMHE3 HE OTATolIEeH. [I[puCcyTCTBYIOT YacThl€ 3MU30/IbI OCTPOM PECIIUPATOP-
HOI BUpYCHOM MH(EKINH, 0€3 OCI0KHEHU.

Ha nannbiii MoMeHT y peOeHKa oTMeuaeTcsi 3ajepkka (OpMHUPOBAHUS PEUEBBIX
HAaBBIKOB IIPHU yJIOBJIETBOPUTEILHOM MOTOPHOM pa3BUTUU. [ yiydllleHHs] COIUAIbHON
ajanTaly U peyeBOro pa3BUTHs peOeHOK 0(pOpMIIEH B CIEUATN3UPOBAHHOE JIETCKOE J10-
IIKOJIbHOE 00111€00pa30BaTEIbHOE YUPEKACHUE B JIOTONEINYECKYIO TPYIIITY.
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Puc. 2 — /lunamuka anunsl Tena pedenka .

Ha ¢one ropmoHanbHOM 3aMECTUTENBHON TEpAUKU PEOSHOK MPUOaBUil B pOCTE 7 CM.
Cxopocth pocta 6 cm/roa (Homa — 10 ecm/rox), SDS pocra - 3,36.

BoiBoAbI: TaHHBIN Cllydyald JEMOHCTPUPYET HAIMUKME XaPAKTEPHOM CUMIITOMATHUKHU
cunapoma Hynan y pebenka ¢ poxaenus. HecMoTpst Ha mpoBOJuMMYyI0 B TEUEHHE TOjia rop-
MOHAJIHYIO 3aMECTUTEIbHYIO TEPAINUI0, CKOPOCTh POCTAa peOCHKA OCTAETCs HIKE HOPMBI,
SDS pocTta cooTBeTCTBYET HU3KOpOCI0oCTU. COTIaCHO IUTEPATYPHBIM JAHHBIM, JIETH C CUH-
npoMoM HyHaH O0TCTarOT B YMCTBEHHOM pa3BUTUH, HO IPU YCIIOBUH NIPOBEAECHUS 3aMECTH-
TEJIbHOW TOPMOHAJIBHOW TEPAIMK JOCTUTAIOT COLMAIIBHO MPUEMIIEMOTO POCTA.
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