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1. YTO TAKOE CMUHAPOM MAOXKUMNLOA

1.1 Y10 3TO Takoe?

CnHaopom Map)xunga ABNseTca peakum reHeTu4eckmm 3aboneBaHunemM.
3abonesBlune neTn CTpanalT OT XPOHUYECKOro peumngnBmnpytoLero
MyNbTUdOKaNbHOro octeommennta (XPMO), BpoXXaeHHON
AN33pUTPOnodTNU4eckom aHemmn (BOA) n BocnainTenNbHOro gepmaTosa.

1.2 Kak 4acTo BcTpe4yaeTcs 3To 3aboneBaHue?

Bone3Hb 04eHb peakas u ornncaHa ToJIbKO B CEMbSAX
6NMXKHEBOCTOYHOIr0 NnpoucxoxaeHns (MopaanHus, Typuuns). PeanbHas
pacnpoCTpaHEeHHOCTb oueHmnBaeTca MeHee 4eM 1 Ha 1 000 000 pmeTewn.

1.3 KakoBbl Npu4uHbI 3aboneBaHma?

3aboneBaHune BbI3biBaeTCA MyTaunsamm B reHe LPIN2, pacnonoXXeHHOM
B XpoMocomMe 18p. DToT reH kogupyet 6es10K, Ha3biBaeMbln JINNNH-2.
NccneposaTenn nonaratoT, 4TO 3TOT 6e€/10K MOXXET urpaTb poJib B
nepepaboTke XnNpos (MMnNuaHbin obMeH). TeM He MeHee, OTKJIOHEHUN
OT HOPMbI MO AMNuaam y 60sbHbIX C CMHAPOMOM Magxunpa
obHapy»xeHo He bbl0.

JINNNH-2 MOXXeT Tak)Xe y4aCTBOBAaTb B KOHTPOJIe BOCMaJleHNA N B
neneHnn KneTok.

MyTauuun B reHe LPIN2 naMmeHaT CTPYKTYPY U yHKUMIo JlInnnHa-2.
Kakum 06pa3omM 3Tu reHeTu4eckmne n3MeHeHuns npuBoaaT K 6onesHu
KOCTeW, aHeMum n BoCnasIeHUIo KOXXW y Jilogen ¢ cuHgpoMmom Magxunga
HesACHO.
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1.4 fiBnsietca nu 310 3aboneBaHue HacleaCTBEHHbIM?

HaHHbIN CUHOPOM HacneayeTcs No ayTOCOMHO- peLUecCuBHOMY TUMy
(3TO 03HaYaeT, 4YTO OHO He CcuenaeHo C NoJIOM U YTO CUMMTOMBbI
3aboneBaHna MOryT OTCYTCTBOBaTb Y 0bonx poamtenen). 3T0T TUN
nepenaydn o3HavaeT, YTo AJ1 TOro, 4Tobbl YHeNoBEK MMen CUHOPOM
Man>xunga, HeobxooMMO Hann4yme AByX MyTaHTHbIX KOMNWUW reHa: o4Ha
OT MaTepwu, apyrada - ot otua. Takum obpa3om, oba poantens
ABMATCA HOCUTENAMMN (HOCUTENIb UMEET TOJIbKO OOAHY MYTaHTHYIO
KOMWIo reHa, Ho He 6one3Hb), a caMu He BoneloT. XOTS Yy HoCUTeNnen
06bI4HO He HabnogalTCa 00 bEKTUBHBLIE U CYOBEKTMBHbLIE CUMMNTOMBI
3Toro 3aboneBaHuns, y HEKOTOPbIX poanTenen oeten ¢ CUHAPOM
Mag)xunga nMeno MecTo BocnanmtenbHoe 3aboneBaHne KoXxxu nog
Ha3BaHMeM ncopuas. Pogntenn, nmerowme pebeHka ¢ CUHAPOMOM
Man>xuaa, nmetoT 25%-Hbll PUCK TOro, 4To BTOpon pebeHok byneT
nMeTb Takoe Xe 3aboneBaHmne. PekomeHayeTcsa npoBeaeHue
npeHaTasibHOW ANarHOCTUKMN.

1.5 NMoyemy Mo pebeHOK 3abonen 3Ton 60ne3HbI0O? MOXXHO NN
npeaoTBpaTUTb AaHHOe 3aboneBaHume?
PebeHOK nmeet 3aboneBaHme, NMOTOMY HYTO OH POXKAEH C
MYTUPOBABLUMMWN FrEHaMW, KOTOpPbIE BbI3bIBAOT CMHAPOM Mag)xuaa .

1.6 fiBnaetcsa nm 310 3aboneBaHne UHPEKLNOHHbIM?
HeT.

1.7 KakoBbl OCHOBHbI€ CUMNTOMbI?

CuHgpoM MapXxnpa xapaktepusyeTcsd XPOHNYECKNM
peungnBupyroWnM MyJibTUHPOKaIbHBbIM ocTeomunennTom (XPMO),
BPOXKOEHHOW AN33pUTPONodTUYeckon aHemumen (BOA) v
BOCnanuTesnbHbIM gepmaTto3oM. XPMO, cBA3aHHbIN C 3TUM CUHAPOMOM,
MOXXeT bbiTb AnddepeHunpoBaH oT noanposaHHoro XPMO no 6onee
paHHeMy BO3pacTy Ha4dana 3aboneBaHunsa (B MnageH4yecTBe), bonee
4acTbIM 3NM304aM, 6osiee KOPOTKUM U MEHee YacTbIM PEMUCCUAM U MO
TOMY, 4TO 3TO 3aboneBaHune, BEpoaATHO, OyaeT NpMUCyTCTBOBaTb BCIO
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XXWU3Hb N NMpUBeLeT K 3afep)XKe poCTa N/uan pasBUTUIO KOHTPAKTYpP
cycTaBoB. BJA xapakTepunsyeTca MUKPOLUTO30M Nnepudeprnieckomn
KPOBWN N KOCTHOro Mo3ra. 3aboneBaHne MoOXXeT BapbupoBaTb MO
CTerneHn TAXKeCTN, Ha4YMHasa OT JIerkon, HesaMeTHoOW aHeMunm o opm,
TpebyoLwmnx nepennBaHna Kposu. BocnannTtenbHble AepMaTo3bl, Kak
rnpaswio, npeacrtasjieHbl CMHAPOMOM CBUTa, HO MOXXeT MMeTb MeCTO
Tak>XXe NyCTyJlIe3HbIN AepMaTo3.

1.8 KakoBbl BO3MO)>XHble OCJIOXKHEeHUA?

XPMO MOXXeT NpuBeCcTU K TaKUM OCJIOXKHEHUAM, KaK 3amMefJsieHne pocTa
N pa3BuTue gedopmMalnn CyCTaBoB, Ha3blBaeMbIX KOHTPaKTypamu,
KOTOpPbIEe OrpaHNYMBalOT OBUXXKEHWe ornpenesieHHbIX CyCTaBOB; aHeEMUSA
MOXXeT NPMBECTU K pa3BUTUIO pAaga CUMNTOMOB, BKJIl0OYasa YCTaNoCTb
(yTomneHwue), cnabocTtb, 6/1eHOCTb KOXKU 1 3aTPpyAHEHUE OblIXaHUS.
OCno)XHeHNa BPOXXAEHHOW OAN33PUTPONOITUYECKON aHEMUNN MOTYT
BapbMpPoOBaTb MO CTEMNEHU TAXKECTU OT JIErKUX A0 TAXKeNbIX.

1.9 OoMHaKOBO JNiM NPOABAAETCA 3aboneBaHue y Bcex aeten?
N3-3a KpanHen peakocTun 3Toro 3abonesaHns o4eHb Maslo N3BECTHO 06
N3MEHYNBOCTU KJIMHNYECKNUX NposiBaeHnin. B ntobom cnyvae Ta>KeCTb
CMMNTOMOB MOXET pa3iMyaTbCA Yy pa3HbIiX AeTen, 4TO NPUBOOUT K
bonee nerkon nnu bonee TAXKENON KINHNYECKON KapTUHE.

1.10 OTnm4yaeTca nu bonesHb y peten ot 60s1e3HU y B3POCbIX?
Mano 4To N3BECTHO O eCTeCcTBEHHON uctopum bonesHn. B niobom
cnyyae, y B3pOC/bIX NaLMEHTOB Yalle HabnoaalTCcs
MHBaNMgnU3npytouwme HapyLeHuns, CBsi3aHHble C pa3BUTUEM
OCNNOXKHEHUN.
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