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NMoueMy MHe ganu
3Ty BpoLutopy?

MaumeHTbl ¢ MIMNC | HE AO/IKHDbI OCTaBaTbCHA OAHM.

BMecTe Mbl CUJIbHee.

Ecnn Bbl UnTaeTe 3Ty BPOLUIOPY, 3TO O3HAYAET, UTO Y BaC, Ballero pebeHka
nnan 6IM3KOro BaM YyesloBeka AMarHOCTUMPOBAHO HAc/1eaACTBEHHOE

3aboneBaHune, KOTOpPOoe Ha3blBaeTCAa MyKkKonosncaxapmgos | Tmna.
3anoMmMHaTb 3TOT OASIMHHbIN TEPMUH HEOOA3aTENBHO:
yalle BCero 3To 3aboneBaHue HasbiBaloT npocto MIC | Tuna.

MHorpa CNoXXHO OCO3HaTb, UTO Y BacC MM BJIM3KOro BaM YeioBeKa
Takoe pepgkoe 3aboneBaHue, kak MIMC | Tna. be3ycnoBHO, KaXabIv

BOCMPUHUMAET 3TO MO-PAa3HOMY; HO BaM MOXET OblTb MHTEPECHO
yCnbilWaTb UCTopun apyrmux ntogen ¢ MIC |.

UntanTte 6poLuopy
B CBOEeM TeMne.

Baw nevawmm Bpayd nam gpyrom MeOULUMHCKNA CneunanncT gan
BaM 3Ty 6poLUopy, YTOObl NOMOYb PAa30bpPaTbLCA B AMArHo3e

M NOHATb, YTO OH O3HAYaeT a/1a Bac, Bawlero pebeHka nnu
611M3KOro BaM yesioBeka. Ho camMasa rnaBHas Lefib 3TOMn
6poLopbl — 06NnerynTb Bally »xun3Hb ¢ MINC | B 6yayLuem.

B co3paHum aTomn 6poLutopbl y4acTBOBANIM NALMEHTbI, aBTOPbI
MEeOULIMHCKNX TeKCTOB U apyrre. OHM paboTasii COBMECTHO,
yTOObl O6ECMEeUnNTb BaM HAUYULLYIO MOOAEPMKKY OJ14
MOSTHOLLEHHOW M MJIOAOTBOPHOM XN3HM ¢ MIC .

YTO BbI Y3HaeTe M3 3TOM 6pOI.I.IIOpr:

* yTo Takoe MIC | n noyeMy BO3HUKAET 3TO 3ab0eBaHNE;
* KTO 60neeT MIC | 1 KaKOBbI ero CUMMTOMbI;

* Yyero oXxmaaTb OT JIeYEHUS;

* KaK XWUTb NOJIHOLLEHHOM XWN3Hbto npu MIC |;

°* UCTOPUU U ONbIT APYrnX MAUNEHTOB;

* pecypchbl N CNYXKObl MOOAEPIKKMN.

MoXeT, HAaC 1 He MHOTIO,
HO BMecCTe Mbl CMJIbHee.

C ueM Obl Bbl HY CTONIKHYJTIUCb, Mbl ByaeM peLllaTb 3T NpobsieMbl BMecCTe:
MaymeHTbl, CUOeNKn, MeacecTpbl, Bpayn.

Mbl ByaoeM yunTbCca gpyr y apyra n onnmpaTtbCa Apyr Ha apyra.

MOTOMY UTO BCEro OAMH CBOEBPEMEHHbIN COBET,

HyXHble CfilOBa B HY>XKHOE BpeMs,

OOnH yenoBeK, KOTOPbIN TOYHO 3HAET, Yepes UTO Bbl NPOXOAUTE, — MOTYT
M3MEHUTb BCe.

Halwla egMHCTBEHHAs LUeb — MOMOYb CEMbSAM, XXUBYLLMM C MTIC [;
TaKMM XKe CEMbSAM, KaK Balla.

Mbl OOIXHbI YOEeOUTbCSH, UTO Y KaXKO0ro eCTb NoAOePMKa, KOTOpas
CcOenaeT ero »M3Hb Nyylle.

HecoMHeHHO, BaM MpeacTouT AOJITUN Ny Thb.

Ho MOMHUTE, YTO Bbl He OyaeTe NPOXOAUTb €ro B OOAMHOUKY.

BCE PAOU OQHOIO
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Y Koro Mmoxert pa3sutbca MIC |?
MoxkeT nn MIC | moBinATbL Ha OPYrmx YeHOB CEMbU?
Kak aunarHoctupytot MIC |?

[MoueMy BaXKHbl CEMENHbIN CKPUHUHE 1 FeHeTu4yeckoe
KOHCY/1IbTUPOBaHME?

Fnoccapum




O MINC | TMna

YT1o Takoe MIIC I?

Hackonbko pacnpocTtpaHeH MIC |?

HekoTopble MaTepuarbl B 6poLUope OTMeYeHbl BOCKINLLATEIbHbIM 3HAKOM.
3TOT 3HAK YKa3blBAeT Ha BaXKHYO MHMOPMaLMIO, KOTOPas MOMOXET BaM Mpwu
noslydeHun Tepanmun. B rmoccapuu B KOHLE 3TOMN BPOLLIOPbI Bbl HanaeTe
OOBbACHEHUSA TEPMUHOB, BblAeNEHHbIX LIBETOM.

eunt | DUNW O



O MNC | Tuna

Y10 Takoe MINC I?

MIMC | — 3TO peakKoe HacneacTBeHHoe
reHeTUuyeckoe 3aboneBaHue, KOTOpoe MOXKeT
Pa3BUTbCS KaK Y AieTEeU, TaK U Y B3POCIbIX,
He3aBUCUMO OT Nosa.

MIC | nMeeT LWINPOKNN CMEKTP CUMMNTOMOB, MOCKOJIbKY 3TO
3abos1eBaHMe Nopa)kaeT MHOrMe YyacTu Tefia U Bbi3blBaeT
noBpeXaeHMe opraHoB. B 3aBUCUMOCTU OT CTEMNEHU TAXKECTU
M BbIPaXXeHHOCTM CMMNTOMOB, MINC | MOXKET ObITb TSXKESIbIM
NN MeHee Bblpa)KeHHbIM. Pa3fiMuHblie CTENEHU TAMXKECTU
MIC | 6onee nogpobHO onmncaHbl Ha cTp. 18.

Hackonbko
pacnpocTtpaHeH MIMAC I?

OnbIT KaXkporo nauueHrta ¢ MIMC | pasHbin. OgHako MIMC | MOXXKHO
pa3aenuTb Ha HECKOJIbKO TUMOB.

* Taxxenasa dopma MIC | BCTpeyaeTca NpMMepPHO Y OQHOro U3
100 000 HOBOPOXOEHHbIX.

* MeHee BblpaxeHHbin MIMC | BCcTpeyaeTcs NpUMepHO y OQHOro
n3 500 000 HOBOPOXAEHHbIX.

eunt | DUNW O
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YTO BbI3bIBaeT
MIIC I?

UTo Takoe rmmnko3aMmHornmkaHol (FAMN)?
UTo Takoe anbda-L-npypoHmngasa (IDUA)?
YTo npouncxogut npu MrII1C [?

NouyeMy Bosnblioe KonnyecTBo Al MOXET O6bITb BpeagHO?

HekoTopblie MaTepuanbl B 6poLUtope OTMeUeHbl BOCKIMLIATENbHbIM 3HAKOM.
IDTOT 3HAK YKa3bIBAET Ha BaXKHYIO MHADOPMaALMIO, KOTOPAs! MOMOXET BaM Mpu
nonyyeHun Tepanmn. B rmoccapum B KOHLLE 3TOM BPOLUIOPLI Bbl HAMOeTe
O0O6BACHEHUSA TEPMUHOB, BblOENEeHHbIX LIBETOM.
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UTO Takoe

rNMuKo3aMmHOIN IUKaHbI

(FAIN)?

MUKO3aMUHOIMIMKaHbl — 3TO 60JbLLUME MONEKY/Ibl Caxapa,
KOTOpPbIE CyXAaT AJ19 MOCTPOEHUS PA3/TMYHbBIX TUMOB TKAHEN
B OpPraHn3Me — KOCTEN, XPALLEN, KOXUN N CYXOXKUITUN.

MNHOrga nx TakxXXe HasbIBalOT MyKOMosiMcaxapuaamy, ogHaKo AJis NPOCTOThI
M KPaTKOCTU Mbl 6yaeM Ha3sbiBaTb ux FArl.

UTO Takoe

anba-L-maypoHupaasa

(IDUA)?

Al B HY>)XKHOM KOJI4YecTBe
CUHTE3NPYIOTCA U PACLLENNIAOTCS

B rpoLecce HenpepbIBHOW NepepaboTKkn
B OpraHm3Me. 3To NoMoraeTt
NoaaepPXXMBaTh 3000Q0OBbE OpPraHM3Ma.

OTOT NPOLECC MPOTEKAET BHYTPU
KJTIeTKMN, OCOBEHHO B ee 4acTy,
Ha3blBaeMoOW JIM30COMOMN. JTN30COMbI
pacLLennsalT MHOTMe BelllecTBa

C MOMOLLIbIO CreLnanbHbIX BeLecTs,

Y niopgen 6e3 MIC I:

Ha3blBaeMbIx hepMeHTaMu. Kaxkabin
bepMeHT pacLLennaeT onpeaeneHHyo
MOJIeKYNY U BelwlecTBo. Al
pacLLlennaTca MepMeHTOM Noa Ha3BaHMEM
anbda-L-naypoHnpasa, KoTopbin Mbl ANns
KpaTKoCcTu Ha3oBeM IDUA.

JIN30COMbI — 3TO LLeHTPbI
nepepadoTku B BalleM
OpraHusMe, KOTopblie NoMoralT

KNneTKaM nepeBapuBaTb
M nepepabaTtbiBaTb MOJIEKYbl.
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\. "0 DdepMeHT Al pacwiennatorcs

. IDUA

Knetka

10

hepmeHTOM

Jinzocoma

Fpne HaxopaTtca NFAr?

OHM HaxoOaTCqa B:

O &

BA3KOM YKNOKOCTMU,
KOTOpas cMasbiBaeT
CyCTaBbl

3N1aCTUYHbBIX XPSALLAX,
KOTOPbIE CHUXAIOT
Harpy3Ky Ha CyCcTaBbl

M1OTHOM BHELUHEM
Cnoe KOXU

Y10 npoucxoaurt rpn MMAC I?

[eHbl — 2TO HeboOMblLLME YacTu BaLLen
OHK, copeprxalime MHCTPYKLMK

Mo CTPOUTENbCTBY OMpeaeneHHbIX
MOJIEKYJ], KOTOPbIE 3aTEM UCMOJIb3YHTCA

B KaQUYeCcTBe CTPOUTENbHOIo MaTepuania npu
CO30aHUKM PA3/IMYHbIX YacTen Ballero Tena.

Mpu MMC | reH, KogupyroLwmun hepmMeHT
IDUA, nsmeHeH. /13meHeHune reHa IDUA
O3HAYaeT, UTO OpraHuU3M NMBO NPOU3BOAUT
O4YeHb Masio COOTBETCTBYOLLETO (hePMEHTA,
NIM60O He NPOon3BOAUT €ro BooOLLE.

Y nopen ¢ MMNC I:

OpraHM3M NpoaosIxXaeT BblpabaTbiBaTb
[TAl, ooHAaKO B OTCYTCTBME
[JOCTaTOUYHOIro KOIMYEeCTBa hepMeHTa
IDUA nx ypoBeHb HEBO3MOXHO
Jep)aTb Nod KOHTposieM. B pesynbraTte
FAl Hakan/IMBalKOTCA B JIM30COMaX

B U30bITKe.

Hakonnenue F'Al npuBoOUT

K YBENTMYEHMUIO pa3Mepa JIM30COM,

a B KOHEYHOM UTOre — K yBeJIMYEeHUIoO
06beMa MHOIMMX TKaHeW U OPraHoB.

B oTcyTtcTBUMe AT
cdepmeHTa IDUA

Jinzocoma

il
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YTto BbI3bIBaeT MIMNC I?

oyeMy OOJIbLUOE KOJIMYEeCTBO
FAI' MoXeT 6bITb BpeaHo?

NMpnynHom NpobnemMm n CUMMNTOMOB, CBA3aHHbIX

c MTIC I, aBnaetca HakonneHme Al B TM30COMax.
[NMockonbky npu MIMC | Monekybl CKanaMBatOTCS
BHYTPU IM30COM, 3TO 3ab0/1eBaHMNE TakxXKe
Ha3bIBAlOT JIM3OCOMHOMN 60NE€3HbIO HAKOMNJIeHUA.

HakonneHue Al B opraHu3sMe HapyLlaeT HopMaJibHoe
(bYHKLUMOHMNPOBaAHUE KJIETOK U MOXXET NPUBECTU K UX
noBpeXaeHuio. TO 03HaUaeT, UTO Y HeKoTopbIix aogen ¢ MIMC |
CUMNTOMbDI NOHayany 6yayT MeHee Bbipa)XeHHbIMU, OAHAKO

CO BpeMeHeM, NO Mepe HAKOMJIeHUs BCe 60sblUero Konm4yecrsa
FAT, cuMNTOMBbI 3a60N1eBaHUSA OyAyT CTAaHOBUTbLCSH BCe TsHKeJee.

HakonneHue Al npuBOAUT K PAa3BUTUIO LUUPOKOIO
CneKTpa CUMNTOMOB U MOXXeT NOBJIUATb Ha:

* BHewHOCTb * OpraHbl BPOLLIHON NONOCTHU
* [0NlOBHOW MO3r * KoCTu 1 MblLlubl

* Ceppaue * OpraH cnyxa

* Jlerkune * OpraH 3peHund

* [leueHb * 3yObl

* CeneseHky

13
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CvumntTombl MINC |

Kak MIC | BnngeT Ha opraHm3am?

UeM OoTINYaloTCS TIXKeslad U MeHee Bblpa)XXeHHas
dopma MIC |?

HekoTopble MaTepuarbl B 6poLLope OTMeYeHbl BOCKIULIATEIbHbIM 3HAKOM.
OTOT 3HAK YKa3bIiBAeT Ha BaXKHYIO MHMOPMaLMIO, KOTOPAs MOMOXET BaM Mpwu
rnoslydeHun Tepanuun. B rmoccapum B KOHLE 3TOMN OpOLLIOPbI Bbl HanaeTe
OOBbACHEHUSA TEPMUHOB, BblAENEHHbIX LIBETOM.

YT10 BbI3bIBaeT MINC I?

1 DU 1I9WOLLUWKND)
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Cumntombl MINC |

Kak MIC |

B/IUSIET HAQ OPraHuU3m?

3avacTyto y nwgen ¢ MIMNC | B MOMEHT
POXOEHNA He HabntogaeTca HUKAKUX
CUMIMTOMOB 3a60/1€BaHNA; OCNOXHEHUSA
PA3BMBAIOTCHA MO3Xe, MO Mepe B3POCNEHUS.

YBenunyeHune pasMepa rosiossbl,
ryo, wek, g3blka 1 HOCa

N3MeHeHKe rosoca
3aTpyaHEeEHHOEe AOblXxaHune
MpepbiBaHMe ObIXaHUA BO CHe

CKkonieHne XMOKOCTV B rOJTIOBHOM
MO3re

YBenmuyeHne neyeHn n ceneseHku
Myno4yHy0 UK NaxXOBYIO FPbKY
CHMXeHne cnyxa

UacTble yLHble MHEKLNN

MoMyTHEHNE POroBULLbI

Bosnb 1 oHeMeHue B pyKax,
Bbl3BaHHble CUHAPOMOM
3ansiCTHOro KaHana

XOoTSa Yy KaXXA0ro yenoBeka CUMNTOMbI MOTYT ObITb Pa3HbIMMU,
HaunboJsiee pacnpocTpaHeHHble nposasneHus MIMC | Bknoyalor:

UckpuBneHue
No3BOHOYHUKA (Kndos/
KNP OCKONMO3)

MpobnieMbl C KJlanaHamm
ceppaua, KoTopble

MOryT NPMBECTU

K pa3BUTUIO cepaeyHomn
HeOOCTaTOYHOCTM

HebonbLuonm pocTt
TyronogBMXHOCTb CyCTAaBOB

N3MeHeHne rpyaHoOnN KNeTKu
(6oukoobpa3Hana)

OTcTaBaHue B pa3BUTUU
N perpecc npuoopeTeHHbIX
HaBblIKOB

JedopMaumnsa yepena, M3dbITOYHOE
CKomnieHmne

KOrHUTUBHbIE HapyLLeHNSs

O6CTPYKTUBHOE 3abosieBaHMe

OblXaTeJIbHbIX I'IyTel7I

CepoedyHo-cocyancTble
3aboneBaHus

CKONMo3 nnu
NCKPUBNEHne
NMO3BOHOYHUKA

Bonb B cycTaBax
N KOHTPAaKTYpPbI

HapylueHna xonbbsl,
BbI3BaHHble gedopMaLmen
Ta3zo6edpeHHOro cycTtaBa

NMoMyTHeHWe POoroBuLibl

YBenunueHue ga3bika

XpOHUYeckoe BocrnaneHume
HOCa UNn yLiIHas
MHMeKLnsa

KpynHble 4yepTbl AMLa

YBenunyeHume neyeHu
N cene3eHKun

lNMynoyHas nnm naxosas
rpbpka

CMHOPOM 3anaCTHOro
KaHana

Xogbba Ha HOCKax

17
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UeM OTTMyaTCa TaXKenad
1 ME@Hee BbIpaXXeHHas
dpopma MIIC |?

Ta)keCcTb cMMNTOMOB VY ftoaen ¢ Ml C | MOXeT CUIbHO
OTNINYATbCH B 3aBUCUMOCTU OT OOpPMbl 3aB01eBaHUA.

CumnToMbl MIC | MOTryT BbITb TSXKENBIMUN UJTN MEHEee
BblpaXXeHHbIMU. COCTOSIHME 300POBbSA BalLLlero pebeHkKa,
BaC MM BJIN3KOIro BaM YesloBEKA MOXKET HAaXOAUTbCS
roe-To nocpeaunHe aTnx gByx opM.

XoTta npu o6enx cpopmax MIMC | MoxxeT HabnwpaTbcH
nopa)>eHne MHOXXeCTBa Pa3J/IMYHbIX OPraHOB U TKaHEeu,
TSHKeslasd U MeHee BblpakeHHasa bopMa pas3nvyaloTca:

BpeMeHeM nNosiB/IeHUSI CUMINTOMOB:

Kak npaBuno, y nogen c taxenonm dopmom MIC | 3aboneBaHumne
nporpeccupyeT ObiCTPee, a CUMMTOMbI PAa3BMBAOTCA B TeUeHMeE NepBOro
rofa »XM13Hu, B TO BPEMSA KaK Y /toen ¢ MeHee Bblpa)XeHHon hopmon MIC |
CMMNTOMbI NPOSABMATCA B AETCTBE.

NMpu3HaKaMy OTCTaBaHUS B Pa3BUTUM:

B BO3pacTe OT OA4HOro ropa Ao Tpex NneT y geten ¢ taxenon dpopmonm MIC |
MOryT MeaneHHee hOPMUPOBATLCA HOBbIE HAaBbIKU, TAKME KaK ABMXKEHME
KNUCTEN PYK 1 3anACTUN.

[JeTun cTapwiero Bo3pacTta TakXXe MOryT YTPaTUTb HEKOTOPbIE HABbIKW,
KOTOPbIE Y HUX YXKE PAa3BUINCL, HAMPUMepP, pedb. Y HEKOTOPbIX

Nrogen ¢ MeHee BbipaxxeHHon chopmoun MIC | Takke
HaBMOOATCA CNNIOXHOCTU C OOyYEHMEM.

18

MpoAocMKUTENIbHOCTBIO XXU3HM:

KauyecTBO »XMN3HU 3aBUCUT HE OT TOrO, CKOJIbKO OHEN MPOXXMBAET YEIOBEK,

a OT TOro, Kak OH PacnopsaXXaeTcsa OOCTYMHbIM eMy BpeMeHeM. [TOCKONbKY
nporpeccmpoBaHme 3aboneBaHnsa MOXXET ObiTb ObICTPbIM, AeTU ¢ TaxesnibiM MIC |
MHOrOa OOMXUBAIOT NLLb A0 CTapLUero AeTCKOro Bo3pacTa, B TO BPEMSA KaK OeTun
C MeHee Bblpa)XeHHon bopmom MIC | MOTryT OXUTb A0 B3POC/IOro BO3pacTa.

PaHHAA AMarHocTUkKa " sieyeHue UMeloT XKU3HEHHO Ba)XKHOe 3HayeHue
AN o6ecneyeHUs Haunyuyllero BO3MOXKHOIMO Ka4yeCcTBa XXU3HU nogen
c MMncC 1.

JleyeHueM:

Ecnn taxxenyto dopmy MIMC | gnarHoCcTUpoBaTb 4OCTAaTOYHO PAHO

(0o pocTmXeHuna 2,5 neT), peKoMeHOyeMbIM fleyeHneM 06bIYHO
ABNAETCA TPAHCMJIAHTALUA reMONO3TUYECKUX CTBOJIOBbIX KJIETOK,
TOorga Kak naumeHTaM ¢ MeHee Bblipa)xeHHon ddopmon MIMC | Ha3HayvaoT
thbepMeHTHYI0 3aMecTUTenbHyo Tepanuio (OD3T).

19
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Ha Koro snuser
MIIC I?

Y KOro Moxet pa3Butbca MIC |?
MoxeT nn Ml C | noBAUATb Ha OPYIMX YJIeHOB CeMbU?
Kak aunarHoctupytot MIIC |7?

NMoyeMy BaXKHbl CEMENHbIN CKPUHUHI N FTeHeTUYecKoe
KOHCYNbTUPOBAHME?

HekoTopble MaTepmanbl B 6pOLLIOpe OTMeYeHbl BOCKIMLATEbHbIM 3HAKOM.
3DTOT 3HAK YKAa3bIBAET Ha BaXKHYIO MHAOPMaLMIO, KOTOPAas MOMOXET BaM Mpu
nonyyeHun Tepanmn. B rmoccapum B KOHLLE 3TOM BPOLUOPLI Bbl HAMOeTe
OOBACHEHUS TEPMUHOB, BblOENEeHHbIX LIBETOM.
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Y KOro MoxxeT

Pa3BUTbCH
MIOCI?

MIMC | BbI3BaH naMeHeHnsaMu B reHe IDUA, koTopble
NPUBOOAT K TOMY, UTO hepPMEHT, KOANPYEMbIN 3TUM FEeHOM,
JIMB0O OTCYTCTBYET MOJIHOCTbIO, IMOO BblpabaTbiBaeTCA

B CJ/IMLLKOM MaJlIeHbKOM KOJINYEeCTBeE.

B KaXxOon KneTke opraHmsMa
COOEPXKUTCA MO ABE KOMUU KaxKaoro
reHa, No OOHOM OT KaXKaoro poauTend.
MIC | pa3BrBaeTCa NPU HAIMUUU

B TakoM cnyuae yenosek ¢ MIC | gonxxeH
yHacnegoBaTb MO OAHOMY M3MEHEHHOMY
reHy IDUA oT KaXxgoro m3 pogutenemn.
N3-3a Takoro tuna HacnepoBaHua MIC |

M3MeHeHUn B 06eunx Kkonusix reHa IDUA. Ha3bIBalOT ayTOCOMHO-peL,eCCUBHbIM
3abosieBaHMEM.

22

MoxxeT 1 MAC | noBanaTb
Ha OPpYyrmMx 4ieHoB ceMbM?

Y pooutenen pedeHka ¢ MIC | MOXKeT ObiTb n3MeHeHHbIV reH IDUA, HO, MOCKOJIbKY Y HUX
MMeeTCa NNLLb OAHa M3MEeHEeHHasa Konu4a, OaHHoe 3aboneBaHune y HUX He pa3BMBaETCA.

B TakoM cnyyae oHu aBngaioTca Hocutenamu MIMC |. Korga y AByX Hocutenemn
AQYTOCOMHO-peLecCUBHOIro 3a6osieBaHNSA POXAAETCA Pe6eHOK, Y Hero ecrthb:

e 25% BepOATHOCTb
3abonetb

e 50% BepoOATHOCTb
CTaTb HOCUTENEM,
Kak U ero pogutenu,
M He 3aboneTb

°* 25% BepOATHOCTb
He 3aboneTb U He
CTaTb HOCUTENEM
M3MEHEHHOro reHa
IDUA

TaknM 06pa30M, 3TO O3HAYAET, UTO Yy pebeHKa
poouTenen-Hocuresnen 3ad6onesaHme MIC |
PA30BbLETCA B OAHOM U3 YeTbIpexX CJiyyaes.

B cnyuae ka>xoom HoBowm 6epeMeHHOCTU BEPOATHOCTb pebeHKa yHacnenoBaTb MIC |
He 3aBUCUT OT Toro, ectb n MIC | y npenblayLlero pedbeHka 3TUX PoauTenen.

AyTOCOMHO-peLeCCUBHbIA TN Hac/leAOBaHUSA

. boneer . .

ABngeTca HocuTenem
MOPAaXXEeHHOro reHa

® ® ®
- -/ -/ |
‘ He Goneet ' ' ' '

75 % BepOSATHOCTb He 3aboneTtb
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Kak gauarHocrtupyrot M[1C [?

CKopee Bcero, Ball JieyaliMm Bpad unam apyrom MeaMuUUMHCKMMN paboTHUK
Aan BaM 3Ty 6poLuiopy, NOTOMY UYTO BaM, BalueMy pe6eHKY unm
ONU3KOMY BaM 4YesioBeKYy YXXe nocrtaBuau gamarHos MMC .

Bo3MOXXHO, nepen NOCTaHOBKOW AMArHO3a Bbl UM BJIM3KUIN BaM YENOBEK YXKe
obpallannCb K HECKONBbKMM crieunannctam. MIMC | — 3To peakoe 3aboneBaHume,

M ero CUMNTOMbI MOTYT HAaNMOMUHATb NPOABAEHNSA ApPYrnx 3abosieBaHnM, MO3TOMY
Bpayvy MOXET ObITb CIIOXHO ObICTPO AnarHoctmpoBaTb MIC |. PaHHAa anarHocTuka

M Ha4yano NleyeHUs Ype3BblYaAMHO BaXKHbl, YUTOObI O6EeCNeUYnTb Hany4llme pesynbraThl
Tepanun gnga naumeHtTos ¢ MIC .

oyeMy Ba>KHbl CEM@MUHbIUN
CKPUMHMUHTI 1 FreHeTU4YecKoe
KOHCY/IbTUPOBaHUe?

PaHHee pacno3HaBaHe CMMNTOMOB ospaT“Ter K CBoeMy
n gnarHocTmka MrI1C | BaXkHbI onid neyvawieMy Bpauy ans
YyULLUEHNA OONTOCPOUYHbIX PEe3y/1bTaToOB o
Tepanuu nauveHTa ¢ MIC |. YeM paHblLue nony4eHns AONONMHUTENIbHON
nHcpopMaLmMm o0 cCeMeMHOM

MIC | 6yoeT gMarHoCTUPOBAH, TEM PaHbLLe
NauneHT CMOXKET B3ATb NPOABIEHNE CBOUX CKPUHUHIe " reHeTU4eCKoM
KOHCYJIbTUPOBaAHUMN.

CUMMTOMOB MOM KOHTPOJIb C MOMOLLIbIO
NleyeHuna; Tepanusa, HayaTaa paHblle, JaeT
NyYLLInM pe3ynbTaT.

B BawueM guMarHose uam guarHose Balwlero pe6eHKa ecTb U NoJIOXKUTENIbHasi CTOPOHa:
3TO MOXXeT NoMoub BbisiBUTb MINC | y 6paTbeB, cecTep UM YJIeHOB CEeMbU YesloBeKa

C 3TUM 3a6o0neBaHMEM. DTO MOXKHO caenaTb C MOMOLLbIO FEHETUYECKOIro TeCTUPOBaHUSA
B paMKax CEMeMHOro CKPUHUHra:

* [lpeHaTasibHOE TECTUPOBaAHME MOXXHO MCMO/Ib30BaTb BO BPEMS OEpPEMEHHOCTH, YTOObI
BbIACHUTb, €CTb /1N Yy pebeHka MIIC .

* TecTUpoOBaHME POACTBEHHUKOB M3 FPYMMbl PUCKa A1 BbIABIEHUSA HOCUTENEN MOXKET
MOMOYb UM OMPERENNTb, ABMAKOTCSH JI OHU HOCUTENAMU reHa IDUA 1 MOryT i OHKU
nepenatb ero CBOMM OeTAM.
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BoO3MOXXHO, AJI9 NOCTaHOBKU AMarHosa Bbl, Ball pe6eHOK
WU G/IU3KMIKA BaM YesioBeK MOI/iIu NpPOXOAUTb:

depMeHTHbIA aHaNus: AHanus Moum:

AHanus OHK:

Y mopen ¢ MIMC | ypoBeHb Y 60nbLUMHCTBA Ntoaemn I3MeHeHWnsa reHa
AKTUBHOCTU hepMeHTa c MIC | ypoBeHb Al B IDUA, Habntogaemble
IDUA B KpoBUu byageTt MouYe BblLLe, UeM y togen npuv Hannymm MrI1C |,

HU3KUM UK HYJIEBbIM. 6e3 MTIC |
2TO MOXXHO OOHapyXUTb
C NOMOLLbIO DEPMEHTHOIO
aHanmsa.

MOXXHO OBHapPYXUTb
Cc nomoLbto Tecta HK.

Beperure cBoux 6JIM3KuXx.

CeMeMNHbIA CKPUHUHI MOXKEeT MOMOYb YJIeHaM Ballel ceMbU ObICTPO Y3HATb, €CTb
JIN 'y HuxX MIMC | n 9Bns0TCSA /I OHU HOCUTENSIMU 3TOro 3a6oneBaHusa. Takoe
uccnepoBaHUe NOMOXKET UM HEMEeANIeHHO HauvaTb JleueHue, ecsiu OHO Heo6xoauMo.

leHeTUYeCcKOe KOHCYJIbTUPOBaAHUE MOXET NMOMOYb BaM Nlyylle pa3obpaTbCs B TOM,
Kak Hacnepyetcsa MIC |. Bpau-reHeTukK 06bACHUT, KTO 13 BalLUEen CEMbU MOOBEPXKEH
pucky pa3utmua MIC | nnm MoXeT OblTb HOCUTENEM 3TOro 3ab0NIEBAHMSA, U HYXKHO 11
COOBOLLNTL 06 3TOM OPYIrUM YeHaM ceMbn. CneumanmncTbl MOFYT MOMOYb BaM U BaLLEWN
ceMbe NPUHATbL 0OOOCHOBAHHbIE MEOULIMHCKME U IMYHbIE PELLEeHUS.

CKPUHUHI KpallHe Ba)XeH, UTo6bl o6ecneunTb 6biCTPbIN
[AOCTYN K Tepanuu U NoTeHUMnanbHO 3P PeKTUBHbLIM
MeToAaM NievyeHus.

“ Y moen ctapLues cectpbi 6b1710 3TO 3a60/1€BaHME.
[ToaToMy, Korga pPoam/ICS BTOPOM PeBbEHOK,
POANTESIN PELLNIII, YTO HYXKHO 0653aTE/IbHO
MPOUATH ITO TECTUPOBAHME. TaK OHU Y3HA U,

YTO Yy MEHS TaKou xKe AnarHo3. [uarHo3 rnocraBusiv
elje o TOro, Kak 'y MeHs rnosaBuJinCb CUMITOMBI. ,’

MaumeHT ¢ MINC 3 Utanum
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Frnoccapuvm

Anbda-L-upypoHupasa (IDUA)

Anbda-L-ngypoHngasa (IDUA) — 310 dhepmMeHT, pacwennarowmm IFATL Y ntogen ¢ MIMNC | ypoBeHb
anbda-L-naypoHunaasbl CANLLKOM HU3KUI MU HynieBoW. B pesynbtaTte ypoBHU AT cTaHOBATCS
C/IVLLIKOM BbICOKMMMU, a MosieKybl Al HaKanIMBaOTCSA B KJIETKaX.

MeHee Bbipa)xeHHbIn MIMC |

3T0 MeHee Taxenaa dopma MIMC |, koTopaa BCTpedaeTcs NPUMeEPHO Yy OgHOro

13 500 OO0 HOBOPOXAEHHbIX. Y NALMEHTOB C MeHee BbipaxxeHHbIM MIMC | cuMnTOMBI
pa3BMBAlOTCS B AETCTBE. Y TakMX MaLMEHTOB MOTYyT HabNtOAATbCA CIOXKHOCTU B OBYYEHUU.
Kak npaBuio, OHM OOXXMBAIOT 40 B3pOC/0Oro Bo3pacta. OCHOBHOM METOM JIeUeHUs MeHee
Bblpa)keHHoro MIMC | — cbepMeHTO3aMecTuTelbHas Tepanua.

AyTOCOMHO-peLeCcCCUBHbINA TUN HAacNeA0BaHUA

leHbl — 3TO HebosblUMe ydacTkn OHK, KoTopble coaep»aT UHCTPYKLMY MO CTPOUTENbCTBY
onpeneneHHbIX Mosiekys. NMockoNbky yenoBek HacneaoyeT nonosuHy OHK oT MaTepwu

M NOSIOBUHY — OT OTLIA, Y HEro ecThb Mo ABe KOMUU Kaxkaoro reHa. Ecnuv 3a6oneBaHue HacnenyeTcs
Mo ayTOCOMHO-PELIeCCUBHOMY TUMY, 3TO O3HAYAET, YTO YeNTIOBEK AO/IKEH YHAC/IeOoBaTb MO OAHOMY
M3MEHEeHHOMY UM MYTUPOBABLLEMY FreHy OT Ka)Aoro poamTens. B TakoM cnyyae o6e Konuu reHa
ABNATCA OeEeKTHbIMU.

CUMHAPOM 3ansCTHOro KaHana

3anacTHbIN KaHan — 3TO Y3KUM NPOX0o4d, KOTOPbIM COOEPXUT HEPB, Ha3blBAEMbIN CPEANHHbIM.
OH pacnonaraeTcs Co CTOPOHbI NagoHN. CMHOPOM 3aNsCTHOroO KaHala BbI3BaH COAB/IVMBAHUEM
CPeOVHHOro HepBa, YTO MPUBOAUT K BOSHUKHOBEHMIO OHEMEHUS, MOKabiBaHUA 1 CTaboCTun

B KUCTU U Npennieybe.

Hocutenb

HocuTtenb — 3TO YenoBeK C M3MEHEHHbIM MM MYTUPOBABLUMM FrEHOM, CMTOCOOHbIM BbI3bIBaTb
Takoe 3aboneBaHue, Kak MIMC |. OgHako Mpu 3TOM Y CaMOro HOCUTENSA HET 3TOro 3aboneBaHnd
U ero CUMMNTOMOB. Y HOCUTENA €CTb OHa HOPMaJslbHaa KOMME reHa M ogHa U3MeHEeHHas Unin
MYTUPOBAaBLLAaA.

CnuHHOMO3roBas XXxuakoctb (CMXX)
CMX npepncTtaBngeT cobom Npo3paYuHyto 6eCLBETHYIO XXUOKOCTb, KOTOPAsA BCTPEYaeTCH
B TKAHSAX, OKPYXAKLLNX FTOJTOBHOM U CMIMHHOW MO3T.

Porosuua
3T0 Npo3payHas BHeELLUHAA 06oiouKa rnasa.

OTcTaBaHue B pa3BUTUM U OGpaTHOE pa3BUTHUE

[1lo Mepe Toro, Kak pacTeT pebeHOoK, B onpeaeeHHOM BO3PACTE Y HEro AO/MKHbI MOSABNATLCS

T€ WU UHble HaBbikK. OTCTaBaHMEM B Pa3BUTUM HA3bIBAOT Hoiee No3gHee noaBaeHne y pedbeHkKa
TOro UM NMHOro HaBbika. OBpaTHOE pPa3BUTHe 06O03HAUAET CUTYALMIO, MPU KOTOPOW pebeHOK
YyTPAaUMBAET HABbIKM, KOTOPbIE OH YCMen NpruobpecTw.

AHK

OHK — 3TO «pyKOBOACTBO MO 3KCMyaTauuMm opraHm3aMa, cogepxallee Bce HeobxoamMble
MHCTPYKUMK. JHK «coobLlaeT» KneTkaM opraHmama, 4to UM genatb. JHK pa3geneHa Ha reHsbl,
KOTOpble NpeacTaBnaoT cobom Hebonblume yactun JHK, cogepxallume MHCTPYKLMKX MO CO3AaHMIO
onpeneneHHbIX MoJIeKy/l.

depMeHTO3aMecTUTENbHaA Tepanusa (O3T)

®3T — 3TO AONroCcpoUHas Tepanua, MPu KOTopon depMeHT, KogupyeMmbin reHoMm IDUA, BBOOAT
naumeHTy ¢ MIMC | nocpeacTBoOM BHYTPUBEHHOM MHADY3UKU, YTOObI BOCMOSIHUTb €ro HeJoCTatoLLMIN
MM HEOOCTATOYHbIN YPOBEHb.

®depMeHTbI
DdepMeHTbl — 3TO 0Ccobble BellecTBa B OpraHm3aMe, KoTopble MOMOratoT PacLLEenIaTh Pa3indHble
MONEeKYbl. Y KaXaoro epMeHTa ecTb CBOS LeNb 1 3apava. PepmeHT IDUA pacwennsget MTAT.

CeMeNHbIN CKPUHMHI

[NaumMeHTaM Cc HacneaCcTBEHHbIM FreHETUYECKMM 3aboneBaHneM, TakmM Kak MIC |, npepnaraercs
MPOWTU CEMENHbIN CKPUHUHT. [eHeTnyeckoe TeCTUPOBaHVE NO3BONISIET BbIABUTb APYIMUX UYIEHOB
CEMbM, KOTOPbIE TaKXe MOTJIM yHac/1e4oBaTbh 3TO 3ab0sieBaHMe, HO He 3HAOT 00 3TOM.

FeHbI
OHK pa3geneHa Ha reHbl, KOTOpble MpeacTaBnatoT cobon Hebonblume Yactn JHK, copepxxalime
MHCTPYKLMM NO CO30aHUIO OnpeaeneHHbIX MOMeKy/l.

FeHeTUUYECKOE KOHCY/IbTUPOBaHUE

Bpau-reHeTnk MOMOXET BaM nyulle NnoHATb, Kak MIMC | HacnegyeTcsa reHeTnyeckn. OH Takxe
[acT BaM COBET O TOM, KTO 13 Balllen CeEMbM MOABEPXKEH PUCKY 3ab60sIeBaHUA UK MOXKET
aBnaATbca HocuTenem MIC |. OH NTOMOXET B MPUHATUN OOOCHOBAHHbIX MEOULIMHCKUX N JTINYHbIX
peLleHnn.

MuUKo3aMUHOIIUKaHbI
Al — 3TO 60MblUME MOMEKY bl Caxapa, KOTopble CyXaT A/ MOCTPOeHUs Pa3InYHbIX TUMOB
TKAHEeN B OpraHn3Me — KOCTEeN, XPALLEN, KOXKU U CYXOUITUN.

TpaHcNNaHTaUUA reMono3TUUYECKUX CTBONOBbIX KNeTok (TICK)

TrCK — 3TO BBEAEHME MYJIbTUMOTEHTHbBIX FTEMOMO3TUYECKMX CTBOJIOBbLIX KJIETOK OT AOHOpPA.
OO6bIYHO UX NOMYYAOT U3 KOCTHOTO MO3ra, nepmudepmnyeckon nnm NnyrnoBUHHOM KPOBU C LIeSbto
3aMeHbl e eKTHbIX KNeTok nauneHTa. Llenb Tepanum TICK npu MIMC | — 3aMeHnTb gedekTHble
KNETKMN, KOTOPble HEe NPOM3BOOAT AOCTAaTOUHOE KONnYecTBO reHa IDUA, Ha 300p0BbIe KITETKMU,
KOTOPbIE KCMPECCUPYIOT ero B HOpMaslbHOM KOJIMYeCcTBe.

JiInzocoMHasi 60/1e3Hb HAKOMJ/IEHUSA
3aboneBaHus, Bbl3blBatoLLMeE HAKOMNEHNe MOEKY B IM30CcoMax (Takune, kak MIC |), HasbiBatoT
JIN30COMHbIMWN BONE3HAMU HAKOMNEHUS.

Jinuzocoma

JIn3ocomMa — 3TO 4YacCTb KETKU, KOTOpada NOMOraeT nepeBapmBaTb U NepepabdaTbiBaTb MOJIEKYIbI
M BellecTBa C NMOMOLLbIO hepMeHTOB. JIN30COMa — 3TO «LUEHTP nepepaboTKy OTXOO40B» B HaLLUEM
opraHmame.

HakonneHue NoBpeXAeHumn

HakonneHve noBpexaeHnm — 3TO CUTyaums, Korga CUMMTOMbl UM MOBPEXXAEHUSA YCYTrybnaoTcs
co BpeMeHeM. NMpu MIC | cMMNTOMbI YXYALLAIOTCS MO Mepe HaKOMAEHUS B KNEeTKax Bce
6onbLuero konumyecTaa AT,

Tsoxenbi MIMC |

3T0 Hanbonee Taxenaa dopma MIC |, KoTopasa BCTpeyaeTca MPUMEPHO Yy OOHOro

13 100 OO0 HOBOPOXAEHHbIX. Y NauneHToB ¢ Taxenom dopmon MIMC | cMMNTOMBI Pa3BMBAOTCA
Ha NepPBOM roay MU3HU. Y HUX HabtogaeTca OTCTaBaHMeE B Pa3BUTUM U 0BpaTHOE pas3BuUTHE.

K coxaneHuto, MoCKoIbKY 3abosieBaHMe NMporpeccupyeT ObICTPO, Ntogn C TshHKenon dhopmMom
MIC | poXxuBatoT NMLLb OO CTapLuero AeTCKOro Bo3pacTa.

Mo3BOHOYHDbIN KaHan
KocTy B MO3BOHOYHKKE 06pa3yloT TPYOKY, KOTOPYH HAa3bIBAOT MO3BOHOUYHbIM KaHAJIOM.
[MO3BOHOUHbIN KaHa 3alMLIAeT CIMHHOM MO3r — HepPBbl B MO3BOHOYHMKE.

NMynoyHasa unM naxoBas rpbnka

lobhka — 370 3abosieBaHMeE, MPY KOTOPOM HeBOoIbLLasa YacTb OopraHa UM TKaHM NPOHUKaEeT
CKBO3b OO0TIOUKU, KOTOPbIE OBbIYHO YAEPXMBAIOT €ro Ha MecTe. [1pn NYNOYHOW FPbhKe 3TO
nponucxoguT B 06NacTu Nynka, a npu naxoBom — B 067aCTV naxa.
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MecCcTO ANng 3aMeToK
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