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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.

2. AMATHOCTUKA N TEYEHUE

2.1 Kak gpuarHocTtupyeTcs naHHoe 3aboneBaHue?

3aboneBaHMe MOXXHO 3ano403pPUTb Ha OCHOBAHUN KJIMHNYECKON
KapTWUHbl. OKOHYaTeNbHbIN AMArHO3 A0J/I>KeH ObITb NOATBEP)XAEH
reHeTU4YeCKMM aHann3oMm. [lmarHo3 noaTBEPXXAAETCA, eCNn y nayneHTa
obHapyXXnBaeTCs 2 MyTaHTHbIX FeHa, N0 OAHOMY OT Ka)KAaoro
poanTend. He B KaXxAoM MeAULNHCKOM LIEHTPEe eCTb BO3MOXXHOCTb
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npoeegeHnNd reHeTmn4eCKoro aHa’sim3a.

2.2 B 4eM 3HA4YMMOCTb TeCTOB?

AHann3bl KPOBU, TaKMe KaK ornpenesieHne CKoOpocTn ocenaHus
sputpountoB (CO3), ypoBHA C-peakKTUBHOIoO benka, KINMHNYECKNN
aHa/In3 KPOBU U aHaNn3 Ha pubpnHoOreH, Ba>KHbl B Mepnoa akTUBHOCTU
3aboneBaHUA OS5 OLLEHKU CTeneHn BOoCnasieHNa N aHeEMUMN.

3TW aHaNM3bl NepUoaN4eCcKn NOBTOPSAKTCS, YHTOObI OLLEHUTL, HE
MPULLAN NI B HOPMY aHanm3npyemsle nokasaTtenn. Hebonblioe
KOJINYECTBO KPOBU HEODXOAMMO TaKXe A1 reHeTUYeCKOoro aHanmsa.

2.3 MO>XXHO 1M NneYuTb / BblJIeuUTb AaHHOe 3aboneBaHue?
CnHaopom Mapgxunga MOXXHO 1e4nUTb (CMOTPU HMXKE), HO HE BbIJIEYUTD,
TaK Kak 370 3aboneBaHme reHeTU4YeCKoe.

2.4 KakoBbl MeTOoA bl iIe4yeHun?

CTaHOapTU3NPOBAHHON CXeMbl Jie4eHUsa cmHgpoMa MagXxmnga He
cywecTtsyeT. lNpun nedeHnn XPMO B KayecTBe Tepanum Nepson JTNHNN
06bIYHO NPUMEHAIDT HEeCTeponaHbIE MPOTUBOBOCMAINTESIbHbIE
npenapatbl (HMNBM). Jle4ebHasa pn3KynbTypa Ba)KHa, 4ToObl n3bexxaTb
ANCHYHKLUMOHANBLHOW aTpOoMun MbllL U KOHTPaKTyp. Ecnn XPMO He
pearunpyeT Ha HIBI, ona koHTpona XPMO n nposiBNEHUN Ha KOXXe
MOryT ObITb MCMOJIb30BaHbl KOPTUKOCTEPOUAbI; OAHAKO OCJIOXKHEHNS,
KOTOpbIe pa3BMBalOTCA NMpu ONTESIbHOM NCMNOJIb30BaHNN
KOPTUKOCTEPOMNO0B, OrpaHNYMBAOT NX NUCMOJIb30BaHMe y aeten. B
rnocsiegHee BpeEMS XOpPOoLLIUM OTBET Ha npenapaTbl, UHrMéuTopsl UJI-1,
Obl1 oNMCaH y ABYX AeTen n3 ogHonm ceMmbin. BOA ne4vaT nepenmBaHuNEM
SPUTPOLIUTAPHON MAcCChbl , €CJZIN 3TO MNOKa3aHo.

2.5 KakoBbl Nno0o4HbIe 3¢ (PeKTbl SiIieKapCTBEHHOU Tepanuu?
KopTukocTepouabl CNocobHbI Bbi3biBaTb MOOOYHbIE 3P EKTHI, TaKMe
KaK yBeJindyeHune Beca, OTe4YHOCTb JinLa U nepenagbl HacTpoeHund. Ecnn
cTepounbl npennvcaHbl B Te4eHne OJNTesIbHOro nepmoaa, OHM MOryT
BbI3BaTb 3a4ep)XKYy pOCTa, OCTEoNnopo3, NoBbilleHNe apTepunasibHOro
nasneHns n gnaber.




Hanbonee HenpmaTHbIM NOBOYHLIM 3(h(PEKTOM aHAKMHPLI ABNAETCS
bone3HeHHasa peakuma B MeCcTe UHbEKLUN, CpaBHUMas C YKYCOM
Hacekomoro. OHa Mo)xeT bbITb BecbMa 60n1e3HeHHON, 0CobeHHO B
nepsble Hegenn nevyeHns. MHdpekunm Habnwganncb y NnaumneHTos,
NoJsly4aBLUMX aHAaKMHPY UM KaHaKMHyMab no nosoay Apyrux
3abonesaHun (He cuHapom Mag>xunga ).

2.6 Kak ponro aoJjiXkKHO nNnpoAaoJikKaTbCa sevyeHue?
JleyeHne npooosiKaeTcs BCHO XU3Hb.

2.7 EcTb n MeToA bl HETPAAULUOHHON UJIN KOMIMJIEMEHTAPHOM
Tepanun?

HnKaknx n3BecTHbIX AOMNOJHUTENbHbLIX METOA0B JIEYEHNSA 3TOr0
3aboneBaHuA He cyllecTByeT.

2.8 Kakue nepuoguyeckme oCMOTpbl He0bxoaUMbI?

[eTn 0oJIXKHbI peryndapHo nocewaTtb (He MeHee 3 pa3 B rofl) AEeTCKOro
peBMaToJsiora, 4Tobbl OH MOl KOHTPO/IMPOBaTbL X0 6onesHu un
KOppeKTupoBaTh fiedeHue. lNepunoonyeckn cnenyeT coaBaTbh KPOBb 414
npoBeAeHNs NOJIHOIO aHasn3a KPOBM N peBMaTU4eckmnx rnpob, 4tobeol
onpenennTb, He0bXoAMMO NN NepenmBaHne 3pUTPOLUTAPHON MaccChl, K
OLEeHWUTb, HACKOJIbKO 3(P(PEKTNBHO KOHTPOJINPYETCH BOCMasieHne,

2.9 Kak ponro doyaert npoaosxartbca 6onesHb?
bosie3Hb coxpaHsaeTcsa Ha BCIO XN3Hb. TeM He MeHee, aKTUBHOCTb
3aboneBaHUA MOXXeT KonebaTbCs CO BpEMEHEM.

2.10 KakoB [O0Nrocpo4Hbin NPOrHo3 3abonesanua?
HLONroCPOYHbIN NPOrHO3 3aBUCUT OT THAXKECTU KJIMHNYECKUX
NposiBNIeHUN, 0COBEHHO OT TAXKECTN AN3IPUTPONOITUYECKON aHEMUN, U
oCNoXXHeHun 3abonesaHus. Ecnn 6one3Hb He 1e4NTb, Ka4eCTBO XXU3HU
OyoeT HU3KMM B pe3yfbTaTe nepnoanvyeckmnx 6onem, XpoHN4YeCKou
aHEMUW U BO3MOXXHbIX OCJIOXXKHEHUW, BKJIIOYAA KOHTPaKTYpbl U
ANCHYHKLUMOHANbHYIO aTPOPUIO MbILLLL.
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2.11 MO)>XHO JZIM NOJIHOCTbIO BblJIGUUTHLCA?
HeT, noTOMY 4TO 3TO reHeTu4eckoe 3aboneBaHue.

3. NTOBCEOAHEBHASA XKU3Hb

3.1 Kak MoXxeT 60s1e3Hb NOB/AIMATL Ha pebeHKa n NoOBCeAHEeBHYIO
)KU3Hb C€MbMU?

Y pebeHKa 1 ero ceMbyn MOryT BO3HMKATb 3Ha4YnUTENbHbIE Npobnembl,
npexxne 4em 6one3Hb bygeT AMarHOCTMpPOBaHa.

Y HEKOTOPbLIX OeTen nMeeT MeCcTo aedopMaums KoCcTen, KoTopas
MOXXeT Cepbe3HOo nomMellaTb HOpMasibHOW AeAaTenbHOCTU. Ewe ogHOW
npobnemoinn MmoXxeT BbITb NCUXonornyeckoe 6pemMs NOXKM3HEHHOIO
nevyeHus. NpoceBeTnuTeNbCKME NPOrpaMmbl 418 MALMEHTOB U X
poauTenen MmoryT obneryntb 3Ty npobnemy.

3.2 NoceweHue WKOoJbl

Onga neten ¢ XxpoHN4YeckKnmm 3aboneBaHUAMN Ba>KHOE 3Ha4YeHNe nmeeT
cuctemaTunyeckoe oby4veHme. ECTb HECKOJIbKO (DAaKTOPOB, KOTOpPbIE
MOryT Bbi3BaTb NpobsemMbl C NOCEWEHNEM LLKOJIbI, 1 MO3TOMY Ba)XHO
Pa3bACHUTb BO3MOXHble NOTpebHoCTn pebeHKka yuynTtenam. Poguntenn u
yuynTens A0/KHbl caenaTh BCe, OT HUX 3aBucsulee, 4tTobsl pebeHoK mor
y4aCTBOBaTb B LLUKOJIbHbIX MEPONPUATUAX B 0ObIYHOM Mopsigke, He
TOJIbKO N5 TOro, 4Tobbl pebeHoK Obin ycnewHbiM B y4yebe, HO 1 4TObbI
OH Dbl MPUHAT K Halen NPU3HaHnWe B KPYry CBOUX CBEPCTHUKOB 1
B3pocCabiX. byayuiasa nHTerpaumsa B npoecCmoHalbHOM MUpe nMmeeT
Ba>XHOe 3Ha4YeHune s nauneHTa 1 aBNseTcs o4HON U3 uenen
rno6anbHOM NOMOLLMN XPOHUYECKUM BONbHbLIM.

3.3 3aHATUE CNTOPTOM

3aHATNS CNOPTOM SABJIATCHA Ba>XHbIM aCNEKTOM NMOBCEAHEBHOW »XXWU3HN
noboro pebeHka. OgHa 13 Lenen Tepanum COCTOUT B TOM, 4YTOObI
MO3BOJINTb AETAM BECTU HOPMAJIbHYIO XXWU3Hb, HACKOJIbKO 3TO
BO3MOXXHO, N YYBCTBOBATb, YTO OHWN HMYEM HE OTZINYAIOTCA OT CBOUX
CBEPCTHUKOB. [M03TOMYy pebeHOK MOXKEeT 3aHUMaTbCs AtobbiMn BUOAMMU
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neATeNnbHOCTN, KOTOpble eMy NoAd cuny. TeM He MeHee, B nepuoa
oCTpomn pa3bl HEO6XOANMO OrpaHNYNTb PU3NYECKUE HArPY3KU NN
obecne4ynTb OTObIX.

3.4 Hy>xHa nu cneuuasnbHaa aueTta?
Hukakunx ocobbix gneTnvyeckmnx pekoMeHjaunm naTb Hesb3s.

3.5 Mo)xeT M KJIMMaT BJZIMATb Ha TeueHue bonesHn?
HeT, He MOoXeT.

3.6 MO>XXHO nu pebeHKy penaTtb NPUBUBKKU?

Ha, pebeHoK MoXeT ObITb MPUBUT. TEM HE MeHee, poauTensam cneagyet
o0bpaTnTbCA K NevalemMy Bpaydy, KOTOPbIM HAa3HAYUT NPUBUBKU XXUBbIMU
ocnabneHHbIMU BaKLMHaMN.

3.7 ECTb 1 0OCODEHHOCTU NOJIOBOM XXU3HU, OepeMeHHOCTH,
KOHTpauenuuu?

Io cnx nop MHgopmMmaLumna No aToMy BOMNPOCY B inTepaType
OTCYTCTBYeT. XeJslaTesibHO, KakK N B c/ly4ae Apyrux
ayToBOCMannTenbHbIX 3aboneBaHnn, 6epeMeHHOCTb BAYMYUNBO
MJaHNPOBATb, TaK KakK 3TO NO3BOJINT CKOPPEKTMPOBATL JleyeHune
3apaHee, NPUHMMas B pacyeT BO3MOXKHbIN MOBOYHbLIN 3hdekT
bnonpenapaToB Ha NJoa.
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