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I'modanbubIil peructp runodocdarazuu: uroru 10-j1eTHero HadI0IeHUA

l'unodocharazus (I'®D) - penkoe HACICACTBEHHOES META0OIMYECKOe 3a00JIeBaHHME,
BBI3bIBAEMOE BapHaHTaMH B TeHe ALPL, KOTOpbI KOAMPYeT TKaHECHenUu(PUIECKYIO
menounyo Qocedarazy (LL[D). Yactora HOCcHUTEnbcTBa BapuaHTOB ALPL olleHUBaeTCs Kak
1:187-1:274, c Oomee BBICOKOW YACTOTOM B MOMYJISAIUAX-OCHOBaresx. IlaToreHHbIe
BApUAHTHI ALPL HAaCJIEYIOTCS o ayTOCOMHO-JJOMUHAHTHOMY W
ayTOCOMHO-PELIECCUBHOMY THUITy C BapbHPYIOIIEH MEHETPAHTHOCTHIO U MOTYT MPUBOIUTH K
nepuuuty axTMBHOCTH (epmenTa I[P c¢ mompaBkoil Ha BO3pacT W TMOJ, MOCIETYIOMIEMY
neUIUTy ero MpoAyKTOB M BHEKJIETOUHOMY HAKOIUICHUIO €ro cyOCcTpaToB. DTHU CyOCTpaThI
BKJIIOYAIOT  HeopraHmueckuii  mupodocdar  (MHTHOMTOP  MHUHEpATU3alMH  KOCTH),
nupuaokcanb-5'-pocdar (uupkynupytomas popma Buramuta B6) u ¢pocdosranonamun. LD
TaK)Ke paclIeIIsieT HECKOJIBKO IPYTUX COCINHEHUH.

Cymectyromias kinaccupukanus UAA 1o Bo3pacty MaHU(ECTallMd HE OTPakaeT BECh
CHEeKTp TeueHus Oose3Hu. [ cucTteMaru3anui peabHbIX KIWHUYECKUX JaHHbIX B 2015

rony Obu1 co3nan [TmobanpHeIi peructp nanueHTos ¢ [[OO.



Ony6iMKoBaHa CTaThs, pe3loMuUpyolas padoTy rodanbHOro perucrpa 3a 10 et ero padora.
KopoTko paccMOTpUM OCHOBHBIE ITOJIOKEHUS CTATHU.

1. luarHocTuka

Huarnoctuka UAA cioXHA HU3-3a PEIKOCTH 0OJ€3HH M Crneuu(UYHOCTH CHUMIITOMOB,
0COOEHHO y B3pPOCIIBIX.

e 3ajep)KKa JUArHOCTUKHU: Y B3pPOCIBIX, UbU MEPBHIE CUMIITOMBI MOSIBUINCH B IETCTBE,
MeauaHa 3aJepKKU rarHo3a coctasisieT 24,5 rona. Y nereit (manudecranus B 1-18
nert) - 8,4 Mecsna.

e Bospact u mnon: Iluku nuarHoza mnpuxonarcs Ha mianeHuyecTBO (13%), pannee
nerctBo (18%) m cpennuit Bo3pact (26%). C mo3aHero moapocTKOBOTO BO3pacTa
CpeAM MAalMEHTOB pe3Ko MpeolNafaroT KeHIUHBI (10 75% BO B3pociol rpymme),
IIPUYMHA YE€ro HE sCHA, HO, BO3MOXKHO, ITO CBSI3aHO C NpOrpaMMaMH CKpUHUHIA
OCTEOIopo3a CpeAr KEHIIMH U Oojiee dYacThiM OOpalieHueM SKEHIIWH 32
MEIUIUHCKON OMOIIBIO B LIEJIOM.

e buoxumunyeckue Mapkepsl: M3mepenue cyocrparos LD - karoueBoii MeTOI.

o Ilupunokcann-5'-gocdar: IloBbimen y 89% Heneuensix neteit u 78%
B3pociblx ¢ ['@D. Nmeer cnalyro oOpaTHYIO KOPPENALHUIO C aKTUBHOCTHIO
D, uro ocobenHo mosie3Ho mpu HU3KoH 11D.
o  ®ocdosranonamun: [Tossimen y 79% unenedensix aeteit u 71% B3pociabix
o BaxHno: /s KOppeKTHOro M3MepeHHs MUpUIoKcaib-5'-pochara HeoOXonum
3a00p KpOBM Harolak, OTMEHa J00aBOK BUTaMMHa B6, wucnomb3zoBaHue
3alIMIIEHHBIX ~ OT CBeTa MpoOMpok M 3amopo3ka mpu  -80°C.
®ocdosranonamMuH crabuibHee, HO TpeOOBaHMA K XPaHEHUI0 U €ro
pedepeHcHbIE 3aHUYEHUS HYKIAI0TCS B YTOUHEHHH.
2. I'eneruka
AHanu3 JaHHbIX 8§14 MalueHToB perucTpa nokas3al:

e 75% nanueHTOB MMEIOT JIMILIb OJUH (TE€TEepO3UTOTHBIN) MMATOTEHHBIM BapUaHT IeHa
ALPL, 9T0 1OCTATOYHO JJIs1 pa3BUTHUS KIMHUYECKU 3HAUUMOU ['DD.

o Tombko y 42% W3 3TUX TETEPO3UTOT BapUaHT OOJIAZAET JOMHHAHTHO-HETaTUBHBIM
3¢ dexToM, 9TO yKa3bIBaeT HA POJIh MHBIX MEXaHU3MOB

e JlBa BapuaHTa reHa npeobmnanarotr (72%) auilb y MaueHToB ¢ MaHudectauuei 10 6
MECSIIEB, YTO CBSI3aHO C TSKEIBIM (PEHOTHIIOM.

3. Kiiunu4veckasi KApTHHA

Jlannble peructpa noarsepAuin, uto ['OD - mynbTHCHCTEMHOE 3a00I€BaHUE.



e (ueBHUIHbIE CKEJETHBIE MPOSABICHUS B aHaMHe3e ecTh jullb y 44% nereit u 43%
B3pPOCIbIX.

e V jnerel 4yacTo BCTPEUAIOTCsI MBIIIEUHAs CIa00CTh, 3a7€pKKa MOTOPHOTO Pa3BUTHS,
Oonb, paHHAA mTOTeps 3yOoB. Manudecramus 10 6 MecsneB CBs3aHa €
KUZHEYTPOXKAIOIMMU ~ COCTOSIHUSIMU:  JIBIXaT€JIbHOM ~ HEJOCTaTOYHOCTBhIO U
CYlOpOTaMH, YyBCTBUTEJIbHBIMU K BUTaMUHy B6.

e B3spocnple YacTo IJKamyHOTCS HA XPOHUYECKYHO O0ib (KOCTHAsi, MBIIIEYHAs),
YTOMJISIEMOCTb, MBITIICUYHYIO CI1a00CTh, MATOJIOTUUECKUE/TI0XKHBIE TIepesioMbl (62%).

e bpeMs 0one3HM BBICOKO HE3aBUCHMMO OT BO3pacTa Hayajua, HaJU4dusl CKEJIETHBIX
MPOSIBJICHUM WM KoJMmdyecTBa BapuaHTOB ALPL. KadecTBO XM3HM y BceX TIpymn
MAIMEHTOB CHUXKEHO.

4. HoBas kiaaccuduxanms
ABTOpBI MpenaraloT yHpOLIEHHYIO KIacCH(UKAIINI0, OCHOBAHHYIO Ha JAHHBIX PETHUCTpa U
OTpaXKaIoOIIyI0 TeUeHue O00NIe3Hu:

e PansHee Hauano (<6 MecslLEB): TSKENbIH (PEHOTUII C PUCKOM KH3HEYTPOXKAIOLIUX
NPOSIBIICHUH; y OOJBIIMHCTBA ABa Bapuanta ALPL.

e [lo3anee Hauano (>6 mecsueB): OObEIUHSET JETCKUE U B3pOCible (POPMBI, TaK Kak
Opemst Ooje3HM M TMPOTHO3 IOCJIE ATOTO0  BO3pacTa CXOXH. Bkirouaer
opoHTOorunodocdaraszuto.

Taxoke npennokeHbl TEPMHUHBIL:

o (CyOxnunuueckas ['@D: Her cuMnTOMOB, HO €CTh OMOXUMUYECKHE PU3HAKU (HU3Kas
@ + moBwIlIeHHBIE CyOCTpaThl) U BapuanT ALPL. Tpebyer HaOmoneHusl.

e beccumnromubli HOcuTenb: Ecth BapuanT ALPL, HO HET OHMOXMMHUYECKHUX U
KIIMHUYECKUX ITPU3HAKOB.

5. 3¢ dexTnBHOCTHL Tepanuu acoTaszoii aabda (pepMeHTO3aMeCTHTEIbHAS TePaIus)

VY nereil ¢ paHHMM HayaJoM Tepamus JOCTOBEPHO YIyullaeT BbDKUBAEMOCTh, (PYHKIHUIO
JBIXaHWsI © MOTOPHOE Pa3BUTHE.

VY B3pOcCIBIX U AETEH C MO3IHUM HadaJloM (JaHHBIE PETUCTPA) 3-JI€THEE JICYEHUE TPUBOAUT K
YAYYIIEHHIO CIIOCOOHOCTH K X0/1b0€, CHIKCHHUIO OOJIH U TIOBBIIICHUIO KaueCTBA KU3HU.

HaulOonee yactele HexKeIaTeIbHEBIC SIBICHHUSI — pc€akuuu B MCCTC NHBEKIUU.

Pesrome
Hannbie [mobansHoro peructpa 'O 3a 10 et chopmupoBaiy COBpeMEHHOE, OCHOBAHHOE

Ha J0KasaTCJIbCTBAX MPCACTABICHUC O 00JIE3HU: PTO MYJIBTUCUCTCMHOC 3360H€BaHI/Ie, qacTo



BBI3bIBAEMOE OJIHUM BapHaHTOM TreHa ALPL, ¢ BBICOKUM OpeMeHeM Ja)e MpU OTCYTCTBUU
SIBHBIX KOCTHBIX TopaxkeHuid. [IpemnoxkeHHas HoBast Kiiaccu(UKAIKS U aKIIEHT Ha U3MEPEHUU
cyocrpatoB I[® ympomaroT IUArHOCTUYSCKUN aTOPUTM. Pe3ynasTraThl TOATBEPIKIAIOT
3¢ hexTHBHOCTE (DEPMEHTO3aMECTUTEIILHOW TEpanmuy HE TOJBKO Yy JeTeH C TSIKEITBIMU

(bOpMaMI/I, HO U Yy MTaDUCHTOB C ITO3ITHUM Ha4YaJIOM 0oJIE3HU.

noApoOHeH ¢ pe3yabraTaMu MOXXHO O3HAKOMHUTBCS B TIOJTHON BEPCHH CTaThU.
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