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1. YTO TAKOE CANDLE-CUHOPOM

1.1 Y710 3TO TaKkoe?

XPOHUNYECKNN aTUMNYHbIN HENTPOMUIIbHLIN OepMaTOo3 C
nmnoaunctpoguen n nogbemamm temnepatypbl (CANDLE-cuHapom)
ABNSAETCH pegKuM reHeTndeckum 3abonesaHmem. B npowsiom 6onesHb
Ha3blBaJslaCb B IMTepaType «cmHOapomM Hakapxo-Hucmmypa» nmbo
«AMNOHCKMW ayTOBOCNa/INTEeNbHbIA CUHOPOM C nmnoaunctpoduen» (JASL)
NN «CUHAPOM CYCTaBHbIX KOHTPaKTYp, MbllLe4YHON aTpodun,
MUKPOLMNTAPHON aHEMUN N MAHHUKYJTINT-aCCOLNNPOBAHHON
nmnognctpodpumn» (JMP). bonbHble aeTn cTpanatoT OT NOBTOPSAIOLLNXCS
3MN30008B JINXOPaOKN, KOXKHbIX MPOABIEHUN, ONALWNXCSA HECKOJIbKO
OHEN NN Hepenb, Nocsie KOTOPbIX OCTATCA o4arn NyprypHoro uBeTa,
aTPOPUA MbILLEYHON TKaHW, Nporpeccupyrowas nmnognctpodpms m
CyCTaBHble KOHTpPaKTypbl. ECnn 3170 3aboneBaHne He Ne4YnTb, OHO
MOXXET NPUBECTU K TAXKEJION NHBAJIMAHOCTU N AaXKe CMepTu.

1.2 Kak 4yacTo BcTpe4yaeTca 3To 3aboneBaHue?
CANDLE-cuHaopom siBnsieTcs pegkum 3abonesaHmeM. B HacToswee
BpeMs B IMTepaType onncaHbl okosio 60 cnydaes, HO, CKOpee BCero,
NMEeNNCb N gpyrue cayyaun, Kotopble He 6bln AMarHOCTUPOBAHHbI.

1.3 fiBnserca nu 370 3aboneBaHue HacNenCTBEHHbIM?

IaHHoe 3aboneBaHne HacneayeTcs Kak ayTOCOMHO-pPeL,eCCMBHOE
3aboneBaHme (3ToO 03HA4YaeT, YTO OHO HE COOTHOCUTCS C MOJIOM U YTO
CUMNTOMbI 3a60N1€BaHNSA MOryT OTCYTCTBOBaTb Y 06oux poautenen).
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ITOT TUM HacNegoBaHMA O3HaYaeT, YTO AJ19 TOro, 4Tobbl YenoBeK NMen
CANDLE-cuHAapomMm, y Hero goJiKHo 6biTb ABa MYTaHTHbIX FreHa: OAuNH OT
MaTepu, opyrom - ot otua. Takmm obpasom, oba poanTens aBaAOTCA
HoCcUTEenAaAMU (HOCUTENIb UMEET TOJIbKO OAHY MYTAHTHYIO KOMWUIO reHa,
HO He bones3Hb), a camum He bonetoT. Poantenun, nmetowine pebeHka ¢
CANDLE-cuHapoMomMm, nmetoT 25%-HbI pUCK TOro, 4To BTopon pebeHok
byneT Takxe nmetb CANDLE-cuHapom. loponosas AnarHoCTUKa
BO3MO)KHa.

1.4 NMoyeMy MoK pebeHOK 3abonen 3Ton 60ne3HbI0O? MOXKHO NN
npenoTBpaTUTbL AaHHoe 3aboneBaHue?

PebeHoOK nmeeT 3aboneBaHmne, NOTOMY YTO OH POXAEH C
MYTUPOBaBLUMNMN reHamu, KoTopble Bbi3biBatoT CANDLE-cnHapom.

1.5 fiBnsaetcsa nu 310 3aboneBaHme UHPEKLNOHHbIM?
HeT.

1.6 KakoBbl OCHOBHblI€ CUMNTOMbI?

Ha4vano 60ne3Hn NpMxoanTca Ha nepsble 2 HeJesn - 6 MecsaueB XU3HU
pebeHka. B neTckom Bo3pacTe OHO NPOABASETCA Nepnognvyeckumm
NPUCTYNaMu NOBbILLEHNS TeMrnepaTypbl Tesla U SpUTEMaATO3HON CbIMu,
KOJIbLLEBbIMU DNSLLKaMN Ha KOXXe, KOTOPble MOIyT COXPaHATbLCS B
TeYyeHne OT HEeCKOJIbKUX OAHEeN A0 HECKOJIbKUX HeLeNlb U OCTaBAsAaloT
nocsie cebsa ocTaTo4vHbIE 04arm NypnypHOro uBeTa. XapakTepHble
0COBEHHOCTM Ha Nnue BKJOYAOT onyxLmne BeKn ¢ pruoneToBbiM
OTTEHKOM W YTOJILLEHHbIE TYOblI.

Nepudepunydeckasa nnnognuctpoduma (B OCHOBHOM Ha IMLE N BEPXHUX
KOHEYHOCTSAX), KakK NpaBuJo, NosiBASAeTCS B KOHLUE MJlageH4YecKoro
BO3pacTa U NPUCYTCTBYET Yy BCeX NaLMeHTOoB, OHa 4acTo
COMpPOBOXAAEeTCs HEMOCTOSAHHOW 3a4EP>XXKOWN pOCTa.

Y 601bLUMHCTBA NaUMEHTOB OTMeYaeTCcsa Takxxe 60sb B cycTaBax 6e3
apTpuTa U CO BpEMEHEM Pa3BMBAOTCA 3HAUYNTESIbHble KOHTPaKTYpbI
cycTaBoB. [Ipyrne, MmeHee pacrnpocTpaHeHHbIe NPOSAB/IeHNS BKIKOYaOT
KOHBIOHKTUBUT, Y3€JIKOBbIN MNCKNEPUT, XOHAPUT yLIEn N HOCa n
MPUCTYMNbl aCENTUYECKOr0o MeHUHrnTa. JiInnognctpodpmnsa HoOCuT
nporpeccmpytowmm n HeobpaTnUMbIn XapakTep.

217



1.7 KakoBbl BO3MO>XHblI€ OCJIOOKHEeHuUNA?

Y MnageHueB v geten Mmaaawero so3pacTa, cTpagatowmx CANDLE-
CUHOPOMOM, pa3BMBaAETCA Nporpeccupyrollee ygeamyeHme nevyeHm u
nporpeccupytoLwias notepsa nepudepn4eckom XMposom N MbilLeYHOU
Macchl. [lpyrue npobnemsbl, Takme Kak pacluimpeHme cepaeyvHbiX MbiLLLL,
apUTMUSA N KOHTPAKTYpPbl CYCTaBOB, MOIyT Pa3BUTbCA B bosniee nosgHue
CPOKMW.

1.8 OaMHaKOBO Nu NpoABJIAeTCA 3aboneBaHme y Bcex peten?

Y Bcex 60nbHbIX AeTen 3aboneBaHne HOCUT, Kak NPaBuUo, CEPbE3HbIN
XapakTep. TeM He MeHee, Yy pa3HbiX AeTel CUMNTOMbl HE OAVNHAKOBHI.
Ha>xe B npegenax ogHON CEMbUN He Yy BCEX AeTeN CTerNneHb TAXKeCTU
bonesHn byaget oAMHAKOBOW.

1.9 OTnnyaeTcsa nm bonesHb y paeten ot 00s1e€3HM y B3POCbIX?
Mporpeccupyowee TedeHne 3abosieBaHNA 03HaAYaeT, YTO KJIMHNYECKas
KapTUHa y AeTen MOXXEeT YaCTUYHO OT/IMY4aTbCA OT TOW, KOTopas
HabnogaeTcsa y B3poc/biX. Y AeTen, Kak npaBuio, 0TMevatTCs
NOBTOPSAOLLMECA SNN304bl INXOPAAKN, 3a4ep)XKKa PpoCTa, YHUKAJIbHbIE
4YepTbl IMLUa U KOXKHbIe NposiBieHns. MbilwedyHas aTpodus,
KOHTPaKTYypbl CyCTaBoB 1 nepudepmnyeckas nmnognctpodumns obbi4HO
NOSABASAOTCA B MO3OHEM MJIadEeHYECKOM UM B 3pesioM Bo3pacTe. Y
B3POC/bIX MOIyT pa3BMBaATbCA Aa)Ke cepAeydHble apuTMun (M3MeHeHns
B CEpAEYHOM pUTME) N pacluMpeHne cepaevyHon MblLlLibl.

2. ANATHOCTUKA U JIEMEHUE

2.1 Kak auarHoctupyeTtcsa aaHHoe 3aboneBaHue?

CHa4ana ocHoBaHueM ana nogo3peHus Ha CANDLE-cuHOpoMm cnyxaT
npossseHnsa 3abonesaHnsa y peberHka. Hanndyne CANDLE-cmHapoma
MOXXeT ObITb AO0KA3aHO TOJIbKO C MOMOLLLbIO FEHETUYECKOro aHasn3a.
OunarHo3 CANDLE-cuHOpomMm noaTeep>XgaeTcs, ecnn y naumeHTa
yCTaHaB/IMBAeTCA HOCUTE/IbCTBO 2 MYTAHTHbIX Tr€HOB, MO O4HOMY OT
Ka)Xgoro poamtend. He B Ka>KA0M LleHTpe
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BbICOKOCMELVaan3npoBaHHON MEANLIMHCKOW MOMOLLW MOXET UMETbCS
BO3MO>XHOCTb MPOBEAEHNSA FTEHETUYECKOr0o aHan3a.

2.2 B 4eM 3HA4YMMOCTb TECTOB?

AHannsbl KPOBU, TaKNe Kak onpenesieHmne CKoOpocTn ocegaHmns
sputpountoB (CO3), ypoBHA C-peakTUBHOIro benka, obwmm aHanms
KPOBU N aHann3 Ha PUOpPUHOreH, NPoBOAATCSH B NepNoa akTUBHOCTN
3aboneBaHnA C Uenblo OLUEHNTb CTeneHb BOCMasIeHUsa U aHEMUN;
rnevyeHo4YHble NPoObI BbIMONHAKTCA AN OLEHKN MOPa>KeHns nevyeHu.
3TK aHaNM3bl NEpPUOaNYECKN NOBTOPSAKTCS, HTOObI OLLEHUTL, HE
MPULLAN TN B HOPMY aHanm3npyemsble nokasatenn. Hebonbluoe
KOJINYEeCTBO KPOBU HEODXOAMMO TakKXe A5 reHeTUYeCKoro aHanmsa.

2.3 MO>XXHO nun neyunTb / U3J51Ie4nTb O aHHOoe 3aboneBaHue?
CANDLE-cMHOpOM HEBO3MOXXHO U3/1e4NTb, TaK KaK 3TO reHeTn4yeckoe
3aboneBaHue.

2.4 KakoBbl MeTOoA bl ie4yeHun?

S ekTnBHOM cxeMbl iedyeHns CANDLE-cnHOpoMa He cyulecTByerT.
Bbl210 NOKa3aHOo, YTO BbICOKME A003bl CTeponaoB (1-2 Mr/Kr/oeHs)
obner4yaroT HEKOTOPbLIE CUMMTOMbI, TAKNE KaK BbICbIMaHUA Ha KOXeE,
nmxopagka n 60nb B CycTaBaX, HO KaK TOJIbKO 403a CHUXXaeTCs, 3TU
NPOSBJ/IEHNSA YaCcTO BO30OHOBAAIOTCA. MHIrMOUTOpPbLI (hakTopa HEKpPO3a
onyxonn anbda (PHO-anbda) cnocobCTBYIOT BPEMEHHOMY YYHLLEHUIO
COCTOSAAHNA Y HEKOTOPbLIX MAaLMEeHTOB, HO Y APYrnx X npuMeHeHune
NpPMBOANIO K BCMblWKaM 3aboneBaHunsa. IMMyHOCYNpeCcCUBHbIN
npenapaT Tounnsymab nokasan MUHUMaNbHYIO 3PPEKTNBHOCTL. B
HacTosLlee BpeMs NPOLAOJ/IKAKTCA 3KCNepuMeHTallbHble nccnenoBaHus
C NCnosib3oBaHMeM UHrnbuTopos JAK-kKMHa3bl (TodhaunTmnHmob).

2.5 KakoBbl Nno0o4HbIe 3¢ PeKTbl JIieKapCTBEHHOMU Tepanuu?
KopTukoctepouabl CoCobHbI Bbi3biBaTb MO60OYHbIE 3(PPEKTLI, Takmne
KaK yBeJinyeHune Beca, OTe4YHOCTb JinLla U nepenabl HacTpoeHund. Ecnn
cTepounibl npefnvcaHbl B Te4eHne OJNTesIbHOro nepmnoaa, OHM MoryT
Bbl3BaTb 3aepP>XKYy pPOCTa, 0OCTEONopOo3, NMoBbILLEHNE apTeprasbHOro




naBsieHna n ounaber.

NHrnbutopbl PHO-a - 3TO HOBbIE NMpenapaThbl; JIe4eHne 3TUMU
npenapaTaMm MOXKET COMPOBOXAATbCHA MNOBbILUEHNEM PUCKa NHpeKL NN,
aKTuBauunen Tybepkynesa n pa3BUTUEM HEBPOJIOTNYECKNX NN APYTnX
MMMYHHBbIX 3aboneBaHun. PaHee obcy>kaancsa noTeHUna bHbIN PUCK
Pa3BUTUSA 3/10Ka4YeCTBEHHbIX HOBOOOpa30BaHUNM; B HAacTosLLee BpemMs
HEeT HUKAKUX CTaTUCTUYECKUX AaHHbIX, MOATBEPXKAAOLLNX
MOBbILLUEHHbIN PUCK 3/I0Ka4YeCTBEHHbIX HOBOOBpa3oBaHUI Npu
MPUMEHEHUN 3TUX NMpenapaTos.

2.6 Kak ponro AoJi>KHO NPoAoJ/IKaTbCA JsieyeHue?
JledeHune NpoaosKaeTCHa BCO XXU3Hb.

2.7 Kak Hac4YeT HeTpagULUOHHOMN UJIN KOMIJIEMEeHTapPHOM
Tepanuu?

HukKaknx gokasaTesibCTB OTHOCUTENIbHO 3P(PEKTUBHOCTU Tepanum 3Tux
BnaoB npn CANDLE-cuHOpoMe He cyllecTByerT.

2.8 Kakue nepuogunyeckme oCMOTpbl He0bxoaUMbI?

HeTn [oMKHBbI perynsapHo (He MeHee 3 pas3 B rof) nocewaTtb 4eTCKOro
peBMaToora, 4Tobbl OH MOI KOHTPO/IMPOBaTL X0 6one3Hn n
KOPPEeKTMpPOBaTb JieyeHue. [leTn, KoTopble NPoXoaAT evyeHune,
OOJIKHbI CAaBaTb aHa/nU3bl KPOBU M MOYUN, MO KpanHen Mepe, ABa pasa
B rog.

2.9 Kak ponro bypet npoposkaTtbca 00ne3Hb?

CANDLE-cuHapom aBnsieTcsa 3abonesaHneM, KOTOpOe OCTaeTCs Ha BCHO
XXN3Hb. TeM He MeHee, aKTUBHOCTb 3abosieBaHnNA MOXKeT KosiebaTbCsa Co
BpemMeHeM.

2.10 KakoB [0/Nrocpo4Hbin NPorHo3 3abonesanun?

OXXnpaemasa Npoao/HKUTENbHOCTb XU3HU MOXET BblTb CHUXXEHA;
MPUYNHOW CMEPTU HacCTo ABJIAETCA BOCMasIeHNe MHOIMMX OPraHoB.
Ka4yeCcTBO XU3HW B 3HAYUTEJIbHON CTEMEHN CHUXKEHO, NMOCKOJIbKY
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NauneHTbl CTPaOaloT OT NOHUXKEHHOW aKTUBHOCTU, IMXopaaku, bonen
N NepnoanNyecknx ann3onoB TSXKENoro BocnaneHus.

2.11 BO3MO>XXHO JIM NOJIHOE uU3JjieueHue?
HeT, nOTOMY 4TO 3TO reHeTu4eckoe 3aboneBaHue.

3. NTOBCEOHEBHASA XKU3Hb

3.1 Kak MmoXxeT 00os1ie3Hb NOBNIUATbL HAa pebeHKa n NoOBCeAHEBHYIO
>)KU3Hb C€MbU?

Y pebeHKa 1 ero ceMbn BO3HMKAKOT 3Ha4YuUTeNbHbie Npobnemsbl, npexae
yem bonesHb byneT AMarHoCTUpPOBaHa.

Y HEKOTOpPLIX AeTen nmeeT MecTo aedopMaynsa KoCcTen, KoTopas
MO>XEeT Cepbe3HO NomMellaTb HOPMaJsibHON AeaTeNbHOCTU. ExxegHeBHbIE
NMHBEKUUN MOryT bbiTb 06peMeHnTeNbHbIMN HE TOJIbKO N3-3a
anckoMmgopTa, HO 1N MOTOMY, Y4TO YCNIOBUSA XPaHEHNS aHAKNHPBLI
OrpaHMYMBAlOT BO3MOXKHOCTb NyTeLwwecTBOBaTb.

Ewe ogHonm npobnemon moxeT BbITb NCUXonornyeckoe bpems
MOXXU3HEHHOr 0 sieyeHuns. NpocBeTUTeNbCKUE NPOorpamMmmbl ans
MaynueHToB U NxX poanTenen MoryT obnerdntb 3Ty npobnemy.

3.2 Kak HacyeT WKoNAbI?

MpoaosiKeHne y4ebbl UMeeT BaXKHOe 3HavYeHne ons geTtemn c
XpOHU4Yecknmm 3aboneBaHnAaMmn. ECTb HECKOILKO (haKTOPOB, KOTOPbIE
MOryT Bbl3BaTb NPob/eMbl C MOCELLEHUEM LLKOJIbl, U MO3TOMY Ba>XHO
Pa3bACHUTb BO3MOXXHbIE MOTPebHOCTN pebeHKa yunuTenam. Poaoutenn u
yUYnUTEeNnsa O0JSIXKHbI CAeNnaTbh BCe, OT HUX 3aBucsulee, 4Tobbl pebeHok Mmor
Y4aCTBOBATb B LUKOJIbHbIX MEPOMNPUATUAX B OObIYHOM NopsaaKe, He
TONIbLKO AJ151 TOro, 4Tobbl pebeHoK Obla ycnelwHbIM B y4ebe, HO 1 4TObbI
OH Obl1 MPUHAT K Hawen NPU3HaHue B KPYry CBOUX CBEPCTHUKOB U
B3pocCabIX. byayuiasa nHTerpaumsa B npoecCmoHalbHOM MUpe nMeeT
Ba)XHOe 3Ha4vyeHne asas8 Moaoaoro rnaynmeHTa nu aBaseTcs ogHom 13
uenen rnobasbHOM MOMOLLN XPOHNYECKUM 6OIbHbIM.

3.3 Kak HacueT cnopTa?
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3aHATUA CNOPTOM SABASAIOTCSA BaXXHbIM aCNeKTOM NMOBCEeAHEBHOW XXN3HU
noboro pebeHka. OgHa 13 Lenen Tepanum COCTOUT B TOM, 4YTOObI
obecneynTb 4eTAM BO3MOXXHOCTb BECTU HOPMAJIbHYIO XXU3Hb,
HACKOJIbKO 3TO BO3MOXXHO, U YyYBCTBOBaTb, YTO OHUN HNYEM He
OT/INYAIOTCSA OT CBOUX CBEPCTHUKOB. [Mo3TOMY pebeHOK MoXeT
3aHMMaTbCA NOObLIMKU BUOAMUN AeATEeNbHOCTU, KOTOPbIE eMy Noa CUy.
TemM He MeHee, B nepunog o6oCcTpeHnin HeEOBXOANMMO OrpaHNYnNTb
dbunsnyeckmne Harpyskm nnm obecnevynTb OTAbIX.

3.4 Kak HacuyeT gumeThbl?
Hnkakmnx ocobbix gneTn4ecknx pekomeHgaunm gaTb Hesb34.

3.5 Mo>XxeT nn KAMMaT BJIMATbL Ha TeyeHue 6onesHn?
Hacko/1IbKO N3BECTHO, KJIMMAT HE MOXXET BJIMATb Ha TevyeHune bonesHun.

3.6 Mo>XXHO nu pebeHKy penatb NPUBUBKU?

Ha, pebeHok MoXXeT BbITb MPMBUT. TeM He MeHee, poauTenam cnepyert
0bpaTuUTbLCA K JsievalleMy Bpady, KOTOPbIA Ha3HAYUT MPUBUBKN XUBbIMU
ocnabneHHbIMN BaKLNHaAMN.

3.7 Kak Hac4yeT NoJioBOM >XXU3Hu, 0epeMeHHOCTH,
KOHTpauenuuu?

[0 cnx nop nHopMaLKnsa rno 3TomMy BOMNPOCy B MtTepaType
OTCyTCTBYeT. XenaTesibHO, KakK N B Cy4Yae APYrux
ayToBOCMannTenbHbIX 3aboneBaHnn, BAYMYMBO MJaHNPOBaTb
bepeMeHHOCTb, TaK KakK 3TO NMO3BOJINT CKOPPEKTUPOBATL JlIe4eHune
3apaHee, NMPUHMUMAaA B pacyeT BO3MOXHbIN NOBOYHbIN 3P EKT
buonpenapaToB Ha nJoa.
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