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AKTYyaIbHOCTb. X-CLICIUIEHHBIN runogochaTeMUIECKHit paxut(XLN)-penkoe
Haclle/ICTBEHHOE 3a0oJieBaHME, XapakTepusyromeecss modeyHo morepei Qocdara. Cpenu
HACIIE/ICTBEHHBIX (OpM OHO SBISETCS HambOoliee pacIpoOCTPaHEHHBIM, C MpearnojaraeMon
pacnpocTtpaHeHHOCThIO 1 ciydaii Ha 20000 HOBOPOKIEHHBIX.

eab: Ha OCHOBe aHajIHM3a KIMHUYECKOTO CIy4as M JAaHHBIX JIUTEpaTypbl BBIIEIUTH
KIIIOYEBBIC JIMAaTHOCTUYECKHE MapKephl X-CLUEIUIEHHOro THumnopochaTeMHuecKoro paxuTa,
MO3BOJISIOIINE CBOCBPEMEHHO BEpU(PUIIMPOBATH IUATHO3 U TU(PEPEHIIMPOBATE €T0 OT APYTHX (HopM
paxura.

Matepuanabl u MeToabl. [IpoBeicH peTpOCIIEKTUBHBIN aHAIN3 aMOYyJIaTOPHOM METUITMHCKOM
KapThl MAIMEHTKU. bbUIM W3yueHBl NaHHBIC aHaMHe3a 3a00JeBaHUS, BBIIMCHBIX SIUKPH30B,
NPOBOJUMBIX METOJIOB JHWArHOCTUKM U HUCCIEAOBaHHUS 3a00JieBaHUS s YCTaHOBJICHUS
3aKJIFOUUTENBHOIO AUATHO3a.

Pe3yabTaThl 1 X 00cy:KAeHUe. AHAIN3 aHAMHe3a 3a00JIeBaHMs MAIIMEHTKU TOKa3ajl, YTo
NeOrT 3a00NeBaHUsI OTMEUACTCSl C paHHETO JeTcTBa( ¢ 6 MecsieB-3aMelieHue pocTa, ¢ 3,5 mer-
nedopmarnus Hor). [ToMHUMO 3TOT0 HU3KOPOCIOCTh oT™MevaeTcs B 15 net-140 cM, B Bozpacte 20 net-
154 cm. C netctBa Tspkénoe Teuenue 3aboneBanus: runodocharemusi(0,57-0,84 MMob/i1), BBICOKAs
menoyHas ¢ocdataza(532-718 En/in), BeipaxkeHHas BapycHas aedopmaiys rojieHei, norpedoniuas
MHOTOKpaTHbIX ocTeoromuil no MmmsapoBy(2022-2024 rr.). OcnoXHEHHS U COIyTCTBYIOIIAs
MATOJIOTHS: OCTEONOpOo3 IICHKH OeApeHHbIX KocTel(Z-kpurepuid a0 -3,1) mpu HOpMaTbHOU
IUIOTHOCTH N03BOHKOB. Ilpu3Haku ayrommmyHHoro tupeouuta(ANT) no Y3U u Beicokum AT-
TIIO(152-608 En/m) ¢ passutuem nepsuunoro runotupeo3a( TTI mo 7,39). Hedpokansuuno3? B
VY3U 2012 r.- “TuUmepsaXoreHHble MHpPaMHIBI’, MO3JAHUX JAaHHBIX HET, HO TpeOyeTcs KOHTPOJIb.
Bepudukanus nuarHosa Oblla TpoBeIeHA C TOMOIIbIO TOJHOAK30MHOTO CEKBEHHPOBAHUS U
BBISIBUJIA T€TEPO3UTOTHYIO MyTaluio B MHTpoHe 9 rena PHEX (Hapyenue caiita cruiaiicunra), 4yto
COOTBETCTBYET X-CLEIUVIECHHOMY JOMMHaHTHOMY Tuny HacienoBanusa(OMIM 307800). Jleuenue u
ero 3¢G(}eKTUBHOCTh: TpaaulMOoHHAs Tepanus(docdarbl+KaTbIUTPUON) HEe OOecleunita MOTHON
Koppekiuu ¢dochopa U He NPeAOTBpaTWiIa THKENBIX nedopmarmii. Xupyprudeckas KOPPEKLUs
nedopmanuii-MHOr03TanHas, B BpEMEHHBIM MOJIOXKUTEIbHBIM 3 dexrom. Ha MoMeHT mocneaHero
ocMoTpa(2026 r.) modydaer NeBOTUpPOKCUH 25 Mkr/cyt, ButamuH J[ 1000 ME/cyr, Penykro 4
Karc/cyT, kanpiurpuon 0,5 mr.

BbiBoabl. /[aHHbIE aHANIM3a NPEAOCTABICHHOTO KIMHUYECKOTO Cllydasl CBUJETENIBCTBYIOT O
HEOOXO/IMMOCTH CBOEBPEMEHHOM JIMarHOCTUKM C AaKLEHTOM Ha TNPaBWIBHOM WHTEpHpeTanuu
PYTHHHBIX aHAJIM30B: cTolKas runodocdaremus B couetannu ¢ pocdarypueit 1 HOpMATBLHBIM WIH
MOBBIIIEHHBIM YPOBHEM IIEJI0YHOH (hoc]aTasbl-KIIOYEBON TUArHOCTUIECKUI CITOCO0 YCTaHOBJICHUS
auarHosa. s MONTBEpXKACHUS IMarHo3a, OCOOCHHO B COMHHUTENBHBIX CIy4asX, HE0O0XOIUMO
CTPEMUTHCS K IPOBEJICHUIO MOJIEKYJIIPHO-T€HETUYECKOro aHan3a( nouck myranuu B rene PHEX).
310 no3soister auddeperurpoBats XLN OT Ipyrux, He MEHee peAKUX TyOyIonaTui.

VY DanMeHTKH BBISBICHBI COMYTCTBYIOIIME COCTOSHUS, TpeOyIomue TUHAMUYECKOTO
KOHTpPOJISI: ayTOUMMYHHBIH THUPEOUAMUT C TUIIOTHUPEO30M, AHEMUS JIETKOM CTENEHHU, OCTEOINOpO3
melku Oeapa. OTO yka3plBaeT Ha HEOOXOAMMOCTb MYJIBTUIMCLUUIUIMHAPHOTO  BEICHUS
(3HAOKPHUHOJIOT, HEPPOIIOT, OPTOTIE, PEaAOHIUTOIIOT).
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