


[eHHbIe 60/IE3HU — ITO
6osibIIIast TPyMIIA
3a00/IeBaHUMH,
BO3HUKAIOIIVX B
pe3y/bTarTe
nospexaeHus JHK Ha ©
ypOBHe reHa. —
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Knaccudpukanus

1. ayTOCOMHO-ZOMUWHAHTHBIN TUII
2. ayTOCOMHO-peLIeCCUBHBIN
3. X-cleIluieHHbIN
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DeHUNKETOHYPUSA

® HacsefCcTBeHHAs1 60e3Hb, 00yC/IOB/IeHHAsI HapyllIeHUueM
ob6MeHa peHMTaTaHNHA;

® mnposBseTCS OTCTaBaHWEM B GU3HUYECKOM Pa3BUTHH U
MIPOTPEeCCHUPYIOIINM C/Ta00yMHeM, pacCTPONCTBAMHU
OBVDKEHUU U MBILLIEYHOT'O TOHYCA.

® cpenHAd YacTOTa BCTPEYAE€MOCTH IAaTOJIOTHUU T10
pe3y/IbTaTaM MAaCCOBBIX 00C/Ie IOBAHHUN HOBOPOXKAEHHBIX
COCTaBJISIeT 1:10 000;

@® Ma/IBYUKU U JeBOYKU 00JIeIOT OJUHAKOBO YaCTO, OJHAKO
MaJIBMHKH Yallle MOrruOaroT Ha 1-M IOy JKHU3HHU.

® HacsenyeTcsi MO ayTOCOMHO-peLleCCUBHOMY THUITY.
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STUonorMa n natoreHes

® reHeTUYECKH IeTePMHHUPOBAHHBIN TedeKT pepMeHTa
dbeHMTaTaHUH-4-TUJPOKCHUJIA3bl, KOTOPBIN KaTATU3UPYET PEAKIIUIO
TUAPOKCHTMPOBAHUS L-dpeHnTaaHHA B THPO3HH.

® JeHUMANAHUH — 3TO aMUHOKHCIOTA, TTOCTYIAIOLIAsI B OPTAaHU3M
Yye/IoBeKa UCK/TIOYUTENBHO C muilei. YacTh JTaHHOTO pepMeHTa UeT
Ha CUHTe3 Oe/TKOB, a YaCTh MOZ, e CTBUEM
beHUTaTaHMHTUIPOKCHIIA3bl MPe0OpPa3yeTcsi B THPO3WH U YYaCTBYeT
B Ta/TbHEUIIIEM TTPOIYyIIUPOBAHME YXU3HEHHO BAKHBIX OMOTOTHYECKHU
AKTUBHBIX BelleCTB.

® B C1yYyae HapylLIeHHUs JAQHHOTO NPOLecca, OPraHMU3M YeI0BeKa
HCITBIThIBAEeT HeZ0CTaTOK BAB 1 n36b1TOK Cll))eHI/I]Ia]IaHI/IHa, KOTOpBIE
HAKAIUIMBASICh B TKAHSIX, OKA3bIBAIOT TSDKE/10€ TOKCUYeCcKoe
BO3JeMCTBUE Ha LIEHTPA/IbHYIO HEPBHYIO CUCTEMBI U OPTAaHU3M
Yyeji0BeKa B 1lesioM. BeiecTBre mogoOHOM HHTOKCUKAIIUY Y Ye/TOBEeKa
MOTYT HaOTIOAATHCS TSHKETble ICUXUYeCKUe HapylIeH s, DK3eMbl,
CyZOPOTH.



/\\///

/ |

Kimauka

® B nepBbie HeseM XU3HU MJIQZIEHIIA 3aMETUTh Ha/Tn4ure peHNTKETOHYPUHU
HeBO3MOXKHO! Yepes 2-6 MecsiiieB 1mocjie poXKeH!sI peOeHOK CTAaHOBUTCS BSUTBIM, Y HETO
poTaZiaeT 3aNHTEPECOBAHHOCTD K OKPY)KAIOIIEMY MUY, OSIB/ISIETCST O€CITOKOMCTBO,
HapyllIeHHe MbIIIEYHOTO TOHYyCa (CHI)KeHHe), PBOTA, KOXKHbIE 3K3eMbl, cyaoporu. Ha
IIECTOM MeCsIIe XU3HU 3aMeYaeTCsI OTCTaBaHUe peOeHKa B pa3BUTHHU. PeOeHOK
nepecTaeT y3HaBaTh MaMy | maiy, He GOKyCHpyeT B3IJIs1J, Ha TIpeIMeTax, HUKAaK He
pearupyroT Ha L BeTHbIe UTPyIIKU. EC/TM CPOYHO He HavaTh jie4eHre, TO OTCTAIOCTh B
pPa3BUTHUH OyleT TPOrpecCcUpoOBaTh.

® Pa3zBuTHe TakuX MjIaZieHIleB B GU3UYECKOM IJIaHe MeHee HapyLIeHO, YeM IMTCUXUYEeCKOM.
(OO0XBaT rojIoBbI y HUX MOXKET OBITh YYTh HH)KE HOPMBI, TTO3/IHEe TPOPEe3bIBAIOTCS 3YOKH,
M03/iHee HAYMHAIOT CHU/IeTh, XOAUTD U TP. B TIOJIOXKEHUU CTOSI TAKME MaJIbIIIHN IIUPOKO
PACCTaBSIIOT HOTH Y CTM0AOT UX B KOJIEHSIX U Ta300eipeHHBIX CyCTaBaX, IIPH 9TOM
OMYCKAIOT ro/IoBY U tieur. CHUIST MOIKaB Mo, ce6st HOTU, 00YyCIOB/IEHO 3TO
MOBBIIIIEHHBIM TOHYCOM MBbINII]. X0Ab0a MOKAYUBAIOWIASICSA Y HEOOTBIIUMH IAYKKAMH.
Takue IeTKU OT/IMYAIOTCS XapAKTePHOI BHEIITHOCTD - Y HUX CBET/IbIe BOJIOCHI,
abCoJIIOTHO Oes1ast KOXKa, JIIIeHHas MUTMeHTallli, CBeT/IbIe I/Ia3a.

® YacTo KoXKa MOKPHITA CHITIHIO U3-3a €€ UyBCTBUTENTBHOCTH K Y/IBTPAPpHOIeTOBOMY
W3/Ty4€HUIO COJIHIIA.
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[lnarHocTtuka

® /I1arHOCTHKA ITPOU3BOAMTCS ITOTYKOTNYEeCTBEHHBIM
TeCTOM HJIM KOJIMYeCTBEHHBIM OTpeie/IeHheM
deHMIaIaHMHA B KPOBU. [Ipu He Ie4eHHBIX CTydasiX
BO3MO)KHO BBISIBJIEHHE IIPOAYKTOB pacIiajia
dennnamanrHa (GeHUIKETOHOB) B MoYe (He paHee
10-12 THS YKU3HU pebeHKa).

® Tarxoke BO3MOXHO OIpeeeHrue aKTUBHOCTHU
dbepMeHTa PpeHMTATAHUHTUIPOKCHIA3bl B OMOMTAaTe
MeYeH! U NOMCK MyTallui B reHe
beHM/TaTaHMHT U POKCHIA3HI.
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JleyeHune

® Jleuenne GpeHWITKETOHYPUH ITPOBOAUTCS AUETOTEPATIHEH -
HeoOX0ANMO TPUAEPXUBATHCS TUETHI CO CTPOTUMM OTPAaHUYEHUSIMHU
coJlepyXKaHUs B MPOAYKTAaX peHnIalaHMHA U3-3a TOTO, UTO 3Ta
AMHHOKMCJIOTa B OTPOMHOM KOJIMYECTBe eCTh B OejIKe, M3 paljoHa
a0GCOTFOTHO MCKJTIOYAIOTCS BCsI O€/TKOBAst TTUILA YKUBOTHOTO
IIPOMCXOXKIEHHUS - DTO, MOJIOKO, MsICO, pbIOa, TpHUOBI U ITpoYee.

® Crpoxaiitiias areTa o0s13aHa COOMIOAATHCS KAK MUHUMYM B TeUeHHE
IISTH JIeT )XKU3HU. B 6osiee B3pocioM Bo3pacTe 3HAYMTETHHO
CHIDKAETCST BOCIPUUMYHUBOCTb HEPBHOM CHCTEMOM OTTaCHOMY
BO3JeUCTBUIO peHMTaIaHWHA U €r0 ITPOIYKTOB pacmaja.
[IpakTHyecKku Bce IeTKH B BO3pACTe 12-14 JIeT MOTYT CBOOOIHO
MepexoArTh Ha 0OBIYHOE MUTAHUE.

® JledeHne MegrKaMeHTaMU NTpU GEeHWIKETOHYPHUY UMeeT CUHIPOMHBINA
XapaKTep U COAEPXKUT NPUMeEHeHUe ITPernapaToB IIPOTUB CYyLOPOT,
TAK)Ke IIPerapaToB, KOTOPbIe CTUMY/IUPYIOT UHTE/JIEKTYAJ/IbHYIO
JeATe/IbHOCTb - HOOTPOIIOB U P
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[ anakTosemMus

® HacsieZicTBeHHOe 3a00/IeBaHHEe, B OCHOBE KOTOPOTO
JIeXUT HapyllleHre OOMeHa BellleCTB Ha Iy TH
npeoOpa30BaHUS raIaKTO3bI B TTIOKO3Y.

® HacsenyeTcsi MO AyTOCOMHO-PeL,eCCUBHOMY THUITY.
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OTHUOJIOTUS U IIaTOreHes

® [a/1aKkTO3a, MOCTYMAIOLIAS C MMUIIEH B COCTaBe
MOJIOYHOTO Caxapa — JIAaKTO3bl, MOIBEPTAETCS
IpeBpallleHUI0, HO PeaKIus MpeBpallleHUs He
3aBePIIAETCS B CBSI3U C HAC/IeICTBEHHBIM ZiepeKTOM
KII049eBOro pepMeHTa.

@® [as1aKkTO3a 1 ee NMPOor3BOAHAS HAKATIJIMBAIOTCS B KPOBU
1 TKQHSIX, OKa3bIBasi TOKCHUYECKOe JeCTBUE Ha
LIeHTPA/IbHYI0 HEPBHYIO CUCTEMY, TIeY€Hb U XPYCTAIUK
/1a3a, YTO OnpenensieT KJIMHUYeCKre MPOsSIBIeHUS
00JIe3HHU.



KiImHUKa

3abosieBaHMe TIPOSIBIISIETCS B TIEPBbIe JHU U
HeJle/I YXU3HU BBIPOKEHHOU XKEITYyXOMH,
yBe/IMYeHUeM MeYeH!, HEBPOJIOTHYeCKOU
CUMIITOMATHUKOM (CyZIOpOry, HUCTArM
(HerpoM3BOJIbHOE IBH)KEHHE TIa3HbIX
s160/10K), TUTIOTOHUS MBIIIILL), PBOTOM; B
nanbHelIeM 0OHAPY)KUBAETCS OTCTaBaHUeE B
GU3NIEeCKOM Y HEPBHO-TICUXUYECKOM
Pa3BUTHH, BO3HUKAET KaTapaKTa. TshKeCTh
3a00JIeBaH1A MOYKeT 3HAaYHUTE/IbHO
BapbUPOBaTh; MHOI/IA € IUHCTBEHHBIM
MPOSIBJIEHUEM Ta/IaKTO3€MHH OBIBAIOT JTHIIb
KaTapaKTa UM HellepeHOCHMOCTh MOJIOKA.
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JlnarHocTrka U fupaAUarHoCTUKA

® [lo3uTHBHBIE MPOOHI Ha caxap U OOHAPY)KeHH e TaTaKTO3bI
B MOUYe B IepBble HU )XU3HH, a TAK)Ke YPOBEHb €€ B KPOBHU
Oosiee 0,2 I'/71 TpeOYIOT ClielaIbHOTO 00C/IeTOBAHUS
pe6€éHKa Ha rasakTo3eMuio. CylecTBYIOT Cliel[ua/IbHbIe
MEeTOZbI OTIpeJieIeHUsT aAKTUBHOCTU (ePMEHTOB,
peBPANIAOIIUXCS B TAJIAKTO3Y, KOTOPbIE BHITIOTHSIIOTCS B
IIeHTPAIM30BAaHHBIX OMOXUMUIECKUX Tab0pPaTOPHSIX.

® /ludpdepeHiirianbHbIN AUATHO3 TPOBOAUTCS OOBIYHO C
CaxapHbIM THAOETOM.

® Tspxénbie GOPMBI 3aKAHUYMBAIOTCS JIETA/TBHO B TIEPBbBIE
MEeCSLIbI )KU3HU, IIPU 3aTSHKHOM T€YEHUU Ha MepPBbIi IJIaH
MOTYT BBICTYIIQTh SIBJICHUSI XPOHUYECKOM
HEeJOCTAaTOYHOCTHU TNeYeHU UIU MTOPAKEHUS LeHTPATTbHOU
HEePBHOU CUCTEMBIL.
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Jleyenue v podpHUIAKTHUKA

® [Ipu nmoaTBepXKIeHNH JUATHO3a HEOOXOAMM TTepeBo/, peOéHKa Ha MMUTaHHE C
VICKJTIOYEHUEM, TJTAaBHBIM 00pa3oM, MosioKa. JI/ist 3Toro pa3paboTaHsbl crieliaabHbIe
MIPOZYKTBI: COSIBAJIb, HyTPaMHUTeH, 6€3/IaKTO3HbBIN JHITUT. PEKOMeHyI0TCSI 3aMeHHbIe
nepeMBaHUsI KPOBH, APOOHbBIe TeMOTPpaHCPY3UH, BMIUBaHUS T1a3Mbl. M3
JIEKapCTBEeHHBIX ITPernapaToB IOKa3aHO Ha3dHauyeHHue opoTaTta Kaaus, AT,
KOKapOOKCHJ1a3bl, KOMIUIEKC BATAMHUHOB.

® [lokasaHa BbicoKast 9pPEKTUBHOCTD PAHHETO BBISIBIEHUSI O€pEMEHHBIX B CEMbSIX
BBICOKOTO PMCKa ¥l BHYTPUYTPOOHOU MPOPUIAKTHKH, COCTOSIILEN B UCKITIOYEHUU
MOJIOKA U3 JUeThl OepeMeHHbIX.

® YVYuer ceMell prcKa MO3BOJISIET PAHO, TO €CTh elll€ B JOKIMHUYECKOU CTaJUH,
MTOABEPTHYTH CIEIHATbHOMY 00C/1€/TOBAHHUIO0 HOBOPOXKIEHHOTO U TIPU MOJIOXKUTETbHBIX
pe3y/IbTaTax mepeBecTH ero Ha 6e3/1aKTO3HOe BCKapM/IMBaHue. /111 paHHeTO
BBISIB/IEHUSI IIPE/IJIOXKEHBI TAaK)Ke CIlel[haibHble CKDUHHUHT-TIPOTPAaMMbI MacCOBOTO
00cJieJOBaHUSI HOBOPOXXZEHHBIX.

® ( Bo3pacTom HabmOmaeTCst ocmabeHre 3TOTro creupruIecKoro HapyleHus oOMeHa.



MyxkoBucng03
CUCTEMHOE Hac/leACTBEHHOE
3a001eBaHMe, 00YC/IOBIEHHOE
MyTalyey reHa
TpaHCMeMOpPaHHOTO peryasiTopa
MYKOBHMCIIM/I03a U
XapaKTepu3syloleecs
TOPAKEHHEM XKeJjie3 BHellIHen
CeKPEeLIUHU, TSHKETBIMU
HapylIIeHUsIMU QPYHKIIHH
OPraHOB JBbIXaHUSI U KeTyJOYHO-
KMILIEeYHOTO TPAKTa.
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OTHUOJIOTUS U ITaTOreHes

® B ocHoBe 3a00/1€BaHMS IE)XUT TeHHas MyTallus.
[laTonornyeckuii reH JIOKaJIM3yeTCs B CepefrHe TJIMHHOTO
j1ey4ya 7- XpOMOCOMBI.

® MyKkoBUCIHA03 HAC/IeAYeTCs MO0 ayTOCOMHO-
peLeCCUBHOMY THUILY.

® CiiefcTBHEM MYyTallMU IeHa SAB/ISIETCST HapyllIeHHe
CTPYKTYPbI ¥ GYHKIIMHU O€JiKa, MOTy4YHBILIero Ha3BaHUe
TpaHCMeMOpPaHHbIU peryasaTop MyKoBuciiugosa (MBTP).
C/ieICTBHUEM 3TOTO SIBJISIETCS CTyIIeHHE CEKPETOB JKeJe3
BHEIIIHEU CeKpelvH, 3aTPyiHeHHe DBaKyalluH CeKpeTa 1
M3MeHeHUe ero GU3UKO-XUMUIECKHUX CBOMCTB, YTO, B CBOIO
o4yepezib, U 00yC/IaBTMBaEeT KIMHUYECKYIO KapTHHY
3a00/1eBaHUSI.
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KnvHn4yeckas kKapTruHa

® MeKkoHMeBast HEIIPOXOAHUMOCTD - TaHHAsT popMa 3a001eBaHUS
o0Oyc/10B/IeHa OTCYTCTBHEM TPUIICHHA, YTO MTPUBOJUT K
CKOIUICHHMIO B IeT/ISIX TOHKOI'O KUIIeYHHUKA (Jallle BCero B
MIeoleKa/JIbHOM 00/IaCcTH) IJIOTHOI'O, BA3KOTO I10
KOHCUCTEHIIUU MEKOHMUSI.

® Jlérouynas (pectiupaTtopHasi) popma. [TepBriMU cUMITTOMaMH
OPOHXOJIETOYHOU POPMBI MYKOBUCIIMIO3A SIBJISTIOTCS BSIIOCTb,
0/1e THOCTH KOXKHBIX TTOKPOBOB, HEJJOCTATOYHAsI MPHOaBKa MaCChI
TeJIa PY YAOB/IETBOPUTEIBHOM amieTuTe. B HeKOoTOphIx
cTyqasx (TsDKEIoe TedeHue) C MePBbIX JHeH KU3HHU Y O0TbHOTO
MOSIB/ISIETCS TIOKAIITMBAHWE, KOTOPOE TTOCTETIEHHO YCHTUBAETCS
¥ TIproOpeTaeT KOKTIoLIenofso0HbIi xapakTep. Kamrensb
COTIPOBOXK/IAETCS OTAe/IeHHUEeM I'yCTOM MOKPOTBI, KOTOpasi IIpH
HAaCJI0eHUU OaKTepUaibHOUM (GIOPHI CTAHOBUTCS BIIOC/IEACTBUM
CTMU3UCTO-THOMHOM.
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® KumeyHas popMa-KIMHUYECKass CUMIITOMAaTUKA KHUIIEYHOM
$opMbI 00YC/IOB/IEHA CEKPETOPHOU HEJTOCTATOYHOCTHIO
XeJTyJOYHO-KUIIIeYHOTO TpakTa. HapyieHue pepmeHTaTUBHOM
AKTUBHOCTH JKeTyIOYHO-KUIIEYHOTO TPAKTa 0COOEHHO SIPKO
BBIPAYKEHO TOCJIe TlepeBojia pebeHKa Ha UCKYCCTBEHHOE
BCKapMJIMBaHWE WJI TPUKOPM U MPOSIB/ISIETCS HEJOCTATOUHBIM
paciieryieHeM 1 BCAaChbIBAHWEM O€JIKOB, JXUPOB U B MEHbIIIeH
CTerneHU yr/ieBogoB. B kuieunvike nmpeo6/1alatoT THUIOCTHBIE
MIPOLIECCHI, COTTPOBOXKAAIOIIMECS] HAKOTIEHHEM Ta30B, YTO
IMIPUBOJMT K B3AYTHIO XUBOTA. JledeKalyiu 4acTeie, OTMEYAeTC s
o eKaIus.

® (CmemanHas popma. CmenranHast popMa MyKOBHUCITH/IO3a
ABIASIeTCS HanOoJiee TSHKEMOM U BKIIOYAeT KJIIMHUYECKUE
CHMIITOMBI, KaK JIEFTOYHOM, TaK M KUIIedYHOH popM. OOBIYHO C
TepBbIX Hele b KU3HU 00JTbHOTO OTMEYAIOTCST TSHKEThIE
MTOBTOPHBIe OPOHXUTHI U THEBMOHHUH C 3aTSDKHBIM TeYeHHEM,
IOCTOSTHHBIN KalleJib, KULLEYHbI CUHIPOM U Pe3KUe
PaCCTPOMCTBA MUTAHUS.
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/lnarHocTuKa

® /[1iarHO3 MYKOBUCIIHA03a OTIpeiesieTCss ZAaHHBIMU
KIMHUYECKHUX U JTAO0OPAaTOPHBIX METOIOB 00C/IeTOBaHUS
narureHTa. B mesnsix paHHel IMAarHOCTUKYU MYKOBUCITH/IO3
BXOJUT B MporpaMmy o0cef0BaHHS HOBOPOXXIEeHHBIX Ha
HaC/IeICTBEHHbIE Y BpOXKIeHHbIe 3a00/IeBaHMS.
Hccnenyior ypoBeHb HUMMYHOPEAKTUBHOTO TPUIICHHA B
CYXOM TISITHE KpoBH. [Ipy monoxuTe1bHOM pe3y/bpraTe
TeCT MTOBTOPSIIOT Ha 21-28 ZleHb )KU3HU. [ [py ToOBTOpHOM
ITOJIOXKUTETHHOM pe3y/ibTaTe Ha3HAvYalOT OTOBBIH TECT.

@® /I11 moCTaHOBKM AWArHO3a 3a001eBaHMsI HEOOXOIUMO
Ha/IN4YMe YeThIPEX OCHOBHBIX KPUTEPHUEB: XPOHUYECKUI
OPOHXOJIETOYHBIH MTPOIECC U KHUIIIEYHbBIN CUHAPOM, C/Ty4Yau
MYKOBHCIIM/I03a Y CUOCOB, TIOJIOXKUTETbHBIE PEe3Y/TBTATHI
IIOTOBOI'O TeCTaA.
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JleyeHU e

® /luera 60/1PHOTO MyKOBUCIIM/IO30M JIO/DKHA COOTBETCTBOBATh BO3PACTY,
COZleP)XaTh MOBBIIIEHHOE Ha 10-15% KOIN4YeCcTBO Oe1Ka U HOpMaibHOE
KOJIMYECTBO )XUPOB U yI7IeBOJOB. [ [py 3TOM B paliioOH BKJIIOYAKOT TOJIBKO
JIETKO YCBaMBaeMble XUPbI (CTMBOYHOE U pacTUTETbHOE Macio). [Tuiia He
IO/DKHA COAEPYKATh IPYOYIO KJIETUYATKY. Y ZieTei C BTOPUYHOM TAaKTO3HOM
HEeJOCTAaTOYHOCTHIO UCKIIIOYAIOT MOJIOKO. [ Ipu BeIpakeHHOM KHUIIeYHOM
CUHApPOME U CUMITTOMaX, 00yC/IOBI€HHBIX HEJJOCTATOYHOCTHIO PA3/TMYHBIX
BUTAaMUHOB, [TAPEHTEePa/IbHO Ha3HA4Yal0T BUTAMUHBIL.

® [lpu o6ocTpeHUM IETOYHOTO MTPOIlecca HA3HAYAOT AHTUOAKTEPUATTBHYTO
TEPANUI0O CPOKOM He MeHee YeM Ha 3-4 He,.

® JleyeHue 1ETOYHOTIO CUHIPOMA BKJIFOYAeT MEePOTNPHUSTHS 0 YMEHbLIEHUIO
BSI3KOCTH MOKPOTHI U YTYUYILI€HUIO [peHaXka OPOHX0B, aHTUOAKTePHUATHHYIO
Tepanuio, 60pbOy C MTHTOKCUKALIEN U TUTIOKCHEH, TUTIOBUTAMHUHO30M,
CepAeYHON HeJOCTaTOYHOCTLIO.

® [Ipu kMIeYHOM CUHZPOME C 3AMEeCTUTE/IbHOM Le/IbI0 IIPUMEHSIOT
dbepMeHTHbIe NTpenaparhl: MAIUEHTaM C MyKOBUCIIMIO30M HeOOXOAMMO
MPUHUMATH HOBble MUKpOCcpeprudecKrie pepMeHTbhI C KUCTIOTOYCTOMYNBOU
o6omoukoit - Kpeon nnmu [Nanuurpar.
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APEHOTeHUTAIbHBbIN CUHAPOM

BPOXJEHHOE
MAaTO/IOTUYeCKOe COCTOSTHUE,
00yC/I0B/IEHHOE
TUCPYHKIEH KOPbI
HA/ITIOY€YHUKOB C
Ype3MepHOU ceKpeLuei
aH/IPOTEeHOB U
TIPOSIBISTIONIEeCst
MPU3HAKAMU BUPHUTU3ALINH.
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OTHUOJIOTUS U IIaTOreHes

® CuHApOM 00YC/IOB/IEH HeIOCTATOYHOCTHIO OTHOTO U3
dbepMeHTOB, HeOOXOIUMBIX JIJISI CHHTe3a KOPTH30J1a.
Hedunut kopTr3sona crumynupyet BeipaboTky AKTT,
YTO MPUBOAMT K TUMEPIIa3UM KOPbI HAATIOYEYHUKOB
1 n30bITouHOM npoayKiu AKTT-3aBUCHMBIX
CTePOUIOB, CUHTE3 KOTOPBIX IMTPHU JAHHOM
HeI0OCTaTOYHOCTHU pepMeHTa He HapylieH (B
OCHOBHOM, HAZIITOYE€YHUKOBBIX AaHAPOTEHOB -
OEeruApo3TMrUaHAPO-CTePOHA, AHAPOCTEHAUOHA U
TeCTOCTEPOHaA).
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KnuvHn4yeckas KapTvHa

® BupuibHas popMa NposSIBASIETCS ITABHBIM 00pa30oM M30bITKOM aHIPOTEeHOB .Y
IeBOYEK YaCTO HAOMIOAIOT BPOXKAEHHbIE U3MEHEHU ST T€HUTATUHA
(MMeHrCcooOPaA3HBIN KIIUTOP, YPOT€HUTAIbHBIN CHHYC, MOIIOHKOOOpA3HbIe
OoJIbILIKE TTOOBBIE TYOBI). B MoCTHaTa/IbHOM TTepUO/e BUPHUIU3ALIUS
MIPOIO/DKAETCS (POCT MBIIIEYHOM MACCHI 10 MY)XCKOMY THITY, TPyObIii rojoc,
TMPCYTH3M, aMeHopest, aTpodHst IPYAHBIX JKee3) Y MjIaZieHIleB My»XCKOTO
OJIa CJ/IeICTBHE U30BbITKA AaHIPOTEHOB BO BpeMsI Pa3BUTHS TUIOZA -
MaKpPOT€HUTOCOMUS. B MOCTHaTa/IbHOM epUoje HaCTyIlaeT
TIpeXxieBpeMeHHOoe TTOI0Boe co3peBaHue Ha GOHe HeJOPa3BUTHS STUYEK
(crtepmaroreHes OTCyTCTBYET).

® Conprepsomas popmMa HabIIOIAETCS OOBIYHO Y HOBOPOXKAEHHBIX U JTeTel
MepBOTro rofia )Xxu3Hu. I IposiBaseTcs cppiIriBaHWeM, pBOTOU, Arapeey,
MOXyZAaHUEM, apTePUATbHOM TUIIOTEH3UeH U cymoporamu. [lepumur
KOPTH30/1a OOBIYHO He UMeeT 3HAYNTETbHbIX KITMHUYECKUX MTPOSIBJIEHUH, T.K.
HEeCMOTPSI Ha HeJJOCTAaTOYHOCTh KOHKpeTHOTO pepMeHTa, ctumysiiust AKTT u
TUTNEePIIa3us HAANMOYEeYHUKOB MOALePXXUBAIOT YPOBeHb KOPTHU30J/Ia HA
HIDKHEW rPaHulie HOPMBL.

® TlunepreH3uBHas popma. Hapsiay c Bupnnu3sanueii y 1eBo4ex u
MaKpOT€HUTOCOMUEHN Y Ma/IBYMUKOB, OTMeYaeTC sl CTOMKas apTepraibHas
TUNePTEH3US.



JlnarHocTuka

B kpoBU 1 MOYe NOBbILIeHbI KOHLIEHTPALUH
HAZTIOY€YHHUKOBBIX aHPOTE€HOB (TeCTOCTEPOH,
aHZPOCTEHVOH, AETUIPOITTHUAHIPOCTEPOH) U
peAlIeCTBEHHUKOB KOPTHU30/1a (17-
TMAPOKCUITPOTeCTEPOH) B MoYe MoBbIIIeHbI
KOHIIEHTPAI[UH 17-OKCUKOPTUKOCTEPOHUIOB (17-
OKC) u npernanerpuona (MeTabomuT 17-
ruzipokcurporecrepona) [po6a c gex-
cameTa3oHoM. [Ipuém gekcameTasoHa B fjo3e 2 MT 4
p/CyT B TeueHUe 2 JHel MoJaB/IsIeT MPOLYKIIHIO
AKTP 1 npuBOgUT K CHUKEHUIO CYTOUYHOMH
skckperuu 17-OKC Ha 50% u 6onee. [Tpu omyxossix
(aHApOCTEPOMBI, aIPEHOBIACTOMBI) TAKOTO
CHIDKeHMs He HabopatoT [1pu conprepsitoneit
¢dbopMe onpezesIIOT MOBBILIEHHOE cofepXaHue K+,
CHIDKeHHOe cofepykaHue Na
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® MearkaMeHTO3HOe neyeHue. [JIIOKOKOPTUKOU I
no)xusHeHHO (nmomasistoT rumnepnpoaykiuio AKTT, a
TaK)Ke HaAITOYEeYHUKO-BbIX aHAPOreHoB). [Tpu
HaTpUM-TePUITUTHOU POopMe MOXKET OKa3aThCsI
HeoOXOAMOM 3aMeCTUTeTbHAs TepaItHs
MUHEPaJIOKOPTHKOUAAMH ((PIIOZPOKOPTU3O0H).

® Xupypruyeckoe je4yeHue. B nmepBbsie HECKOJIBKO 1€T
YXU3HU MPOBOJST PEKOHCTPYKTUBHYIO OMepalvio Ha
HaPY>KHBIX MOJIOBBIX OPraHax IeBOYeK.



Cunapom Mapdana

 3a0o0s1eBaHUE U3 T'PYIIIIHI
HaC/IeICTBEHHBIX
KOJLJIAar€HOIIaTU, 3a00/IeBaHUI
COeIMHUTE/IbHOU TKaHU
YyeJI0BeKa.

« 3aboneBaHUE HACTEIYETCS TIO
ayTOCOMHO-TOMUHAHTHOMY THITY.




OTHOJIOTUSI

Cungpom MapdaHna pasBuBaeTcs BcieacTBUe nedekra
(M3MeHeHMsI) B TeHe, KOTOPBIi ornpeiesisieT CTPYKTYPY
¢$ubprHA, KOTOPBIN UTPAET OTPOMHYIO POJIb B
coeIMHUTENbHOM TKaHU. YenoBek c cuHapomom Mapdana
POXX/IeH C HapylLIeHHEeM, Ja)Ke eC/TH 3TO He ObIIO YCTaHOBJIEHO B
Te4eHHe YXU3HU. XOTS KXl Ye/I0BeK C CHHAPOMOM
Mapdana nmeet agedeKT onpeseIeHHOTO reHa, U3MEHEeHU s
crientpUIHBI /11 KOKIOU CeMbH U He KayKIbI MOYKeT
HICITBITHIBATh MOJOOHBIE CUMIITOMbBI B OWHAKOBOM CTETIEHHU.
OTo moApa3yMeBaeT, YTO AedeKTHBII reH MPOSIB/ISEeTCS y
PA3/TUYHBIX JIIOAEU B Pa3/IMYHOUN CTeNeH!.

ledeKTHBII reH MOXXeT ObITh YHAC/IeIOBaH: peOeHOK NMeeT
50% BepOsITHOCTH YHAC/IeJ0BaTh 3a00/IeBaHNe OT POSUTEJIS C
curapoMmoM Mapdana. lHorga HOBBIH reHHBIN JedeKT
TIOSIB/ISIETCSI BO BpeMsi COeJTHEeHMsI CIIePMaTO30Ua U
STALIEKJIETKH, 3J0POBbIE POAUTEN UMEIOT OIVH IIAHC U3
10,000, POAUTH pebeHKa ¢ cuHApoMoM Mapdana. BoamoxHo, B
25% cJTy4aeB IPOMCXOAUT CAMOIIPOMU3BOJIBHOE N3MEHEHHE BO
BpeMsI OTUIOJOTBOPEHHUSI.




[IposiBnenus

® Ckertert - 4esoBeK ¢ cuHApoMoM MapdaHna
OOBIYHO OY€Hb BHICOKHU U XyZ0U. B cBsi3u ¢
TeM, 4To cuHApoM MapdaHa
COITPOBOXXJAETCA YAJIMHEHUEM KOCTeun
CKeJleTa: TYJIOBUIIA, PYK, HOT, Ma/TbIIeB PYK
Y HOT, OHU MOTYT OBITh
HEMPONOPIIMOHAIBHO J/IMHHbBIE. YeToBeK ¢
cuHApOoMOM Mapd¢aHa yacTo nmeer
IJTMHHOE, Y3KOe JIMILIO, U er0 BepXHsis ryba
MOJXeT ObITh U30THYTA, TPUYHMHOU Yero
ABSAIOTCA 3YObI. /Ipyrye ckeneTHbIe
aHOMaJ/IMM BK/TIOYAIOT U3MEHEeHHe
rpyauHbI (IPyAHON KOCTH), KOTOPAst WTH
BBICTYTIA€T, WJIH 3UT'3aroo0pasHou popmbl,
HMCKPHB/IEHHE CITUHBI (CKOJINO3) U
TJIOCKOCTOITHE.,
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® [71a3a - y 60s1ee, yeM IMOJIOBHUHBI BCEX JIIOIEH C
cuHapoMoM MapdaHa oTMedaeTcst CMellleHHe OTHOTO
M3 IBYX XPYCTAJIUKOB I/1a3. XPYCTAJTHUKHU I7Ia3 MOTYT
OBITh HE3HAYMTETHHO BhIIIIE, YeM HOPMaJIbHbIE U
CMeIaThCs B cTOpoHY. CMellieHre MOXKET ObITh
MUHHMAaJ/IbHBIM HJIH PE3KO BhIPAYKEHHBIM 1
oyeBUIHBIM. OTC/I0€HUEe CeTYATKU — 3TO CEPbE3HOE
oc/io)kHeHre. MHorue oy ¢ cuaapomoM MapdaHa
OJIM30PYKHU U Y HUX MOXKET Pa3BUThCS I/IayKOMa
(BBICOKOE JJaB/ieHHe BHYTPH I/Ia3a) UJIU KaTapaKTa.



» Ceppaiie 1 KPOBEHOCHbBIE COCY/IbI

(cepmedHO-coOCyaHCTas
cucTeMa) — OOIBIIMHCTBO
aoge ¢ cuaagpomoM Mapdana
VIMEIOT aHOMAaJIUH, CBSI3aHHBIE C
CepILeM U KPOBEHOCHBIMH
cocyfaMu. Tak Kak UMeeTcs
nedeKT coeIMHUTETbHOMN
TKaHH, CTEHKa aopThI (GosbIIast
apTepusi, KOTOpasi HECET KPOBb
W3 Cepiia K TeTy) MOXeT ObITh
ocsiabieHa ¥ pacTATUBaThCS,
STOT IPOLIECC Ha3hIBAIOT
pacCIIHpeHNEM a0PTHI.

Mponanc muTpanbHOro
KnanaHa

KPOBOTOK

MUTPanbHbIi KNanaH B
HopMe

KPOBOTOK

nponancupyowmi
MUTpanbHbIA Knana
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® Her crieniiaibHBIX 1a00PATOPHBIX AHATM30B TAKMX, KAaK aHA/IM3 KPOBU MJTH
OUOTICHSI KOXKH, YTOOBI IMAarHOCTUPOBATh CUHAPOM Mapdana. [lokTop niu
reHeTHK (Bpady CO CrelraAbHbIMH 3HAHUSIMU O HAC/IeICTBEHHBIX
3a00/1€BaHUSIX) MTOJIATAETCsT Ha 00C/IeiloBaHre U UCTOPUIO 00/Ie3HH, BKITIOYAsT
MHPOPMAIIHIO O YIeHAX CEMbH, KOTOPbIE MOTYT UMETh HapyllleHHe WU Yy KOTO
ObLIa HEOO'bSICHUMASI CMEPTH OT CEPAEYHOr0 IMPUCTYIIA, Ha ITOTHOE
dusndeckoe o6CIeJ0BaHME, BKIFOYast OCMOTP CKeJIeTa /IS OLleHKU
MPOTMOPIIMOHAIBPHOCTH pa3Mepa PyKH/HOTH K pa3Mepy TY/IOBHIIA, HA
obcJieloBaHUe 3peHHsI, BK/IFOYasi OCMOTP «IleJIeBOU JIaMITOi», 00C/IeiloBaH1e
cep/iiia, TAKOE KaK y/IbTPa3ByKOBOe HCC/ieJoBaHue (aHa/INU3, B KOTOPOM
HICIIOJIb3YIOTCS YIBTPa3BYKOBbIE BOJIHBI, YTOOBI IIPOBEPUTH CEP/ILIE U A0PTY).

® Bpay MoXXeT MOCTaBUTh AUATHO3 CUHIpoMa MapdaHa, ec/ii B ceMbe MalieHTa
y KOTO-TO eCTh 3Ta 60/Ie3Hb U €CTh 0COOBIe MPOOIeMbl. Y MalreHTa 0e3
COOTBETCTBYIOLIEN NCTOPUM OO0JIE3HU JODKHBI OBITh 3aTPOHYTHI TPU CUCTEMBI
OpraHu3Ma, YToObI OBLT IMOCTABIEH AUarHo3. Kpome toro, 1Be u3 cucrem
IOJDKHBI UMETh CUMITTOMBI, KOTOPbI€ CPABHUTETBHO CITeUpUIHBI 1JIsT
cuHAapoMa MapdaHa. B HeKOTOPBIX C/Tydasix, MOXKeT ObITh MTOJIe3€eH
reHeTUYeCKUU aHa/In3, HO HEKOTOPbIe aHATU3bI YaCTO TPEOYIOT BpEMEHU U
MOTYT He COZlepXKaTh JOTIOTHUTETbHOM Mo1e3H0 nHpopmanmu. YneHsr
CceMbH YesioBeKa, y KOTOPOTo JUAarHOCTUPOBanu cuHapoMm MapdaHa, He
IOJDKHBI TIPEJII0/IaraTh, YTO OHU MMOBIHSUTH Ha 3TO, €CJTH HeT MHGOPMAIIUH O
TOM, He BO3HHUKAJIO /I HAapyllIeHWe B MPeJbIAYIIeM TOKOJIEHUH CEMbH.
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MperMYyIeCTBEHHO
CUMIITOMaTHYECKOe,
HAITpaBJ/IEHO Ha
o0IeryeHue Tex uiu
VHBIX [IPOSIBJIEHU
3a00/IeBaHUSA
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~ Mbimeunas gucrpodus JronieHa

® HacsleCcTBeHHaAs
IIPOTPeCCUPYIONIAS MbIIIEYHAS
nucTpodus,
XapaKTepHU3YIONIASICST HAYaIOM B
paHHeM BO3pacTe,
CUMMEeTPUYHOM aTpopueil MbIIIL]
B COYETAHHUU C CEPAEYHO-
COCYZMCTBIMH, KOCTHO-
CYCTAaBHBIMU U TICUXUYECKUMU
HapYLIeHUSMH,
3/IOKQYeCTBEHHBIM TeYeHHEM;

® HacsenyeTcs Mo perecCuBHOMY
X-CLIeTJIEHHOMY THILY.
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® BO3HUKAET B pe3ynbTaTe JedpeKTOB reHa,
KOJIHUPYIOIIEero 0e10K AUCTPOPHH

® /lucTpoduH TOKATU30BAH B MJIa3MaTUYeCKOM
MeMOpaHe CKeJIeTHBIX MBIIIIEYHBIX BOJIOKOH 1
KapAUOMHOIINUTOB

® [IpeobGnamatonInii MO — MYXCKOH, TEM HE MeHee
MblliegHbIe fuctpodun JromeHHa 1 bekkepa moryT
BCTPEYATHCH Y JEeBOYEK MPU KapuoTurlie Xo,
Mo3aunmsMax Xo/XX, Xo/XXX U CTPyKTYPHBIX
AHOMAJIUSIX XPOMOCOM.
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KnvHu4Yeckas KapTuHa

® MbnueyHas guctpodus [roireHHa HAYMHAETCS B TIEPBBIE 1-3 TOJA YKU3HU
0OBIYHO €O C/TA0OCTH MBILIIL TA30BOTO MOSICA.

® VYke Ha ImepBOM roay >KM3H" OTMe4al0T OTCTaBaHHUE B IICUXOMOTOPHOM
Pa3BUTHMHA. bonpHbIE AJeTH 1mo3gHee HAYMHAIOT CaJUTbCA, BCTaBATb, XOAMTb.

® [locTeneHHO pa3BUBAIOTCS C/IAOOCTH, MATOIOTHYECKAS] MbIIIEYHAS
yTOMJISIEMOCTH TPU GUBUYECKOI HArpy3Ke, U3MEeHEHMe TTOXOIKHU IO TUITY
YTHUHOM. V13 rOpU30HTANILHOTO MOJIOXXEHUS AeTH BCTAIOT MO3TAHO C
HICITO/Tb30BAHMEM PYK (B3OMpaHUe I€CEHKOM ).

® OTMevanTCcss CMMMETPUYHbIE aTPOGUN TPOKCUMA/IbHBIX TPYTIT MBIIIII]
HIDKHUX KOHEYHOCTEM (MBIIIIBI Ta3a 1 6eapa). ATpodust yepes 1-3 roga
PacCIpoCTpaHseTCsT Ha TPOKCUMaJIbHbIE TPYIIIbI MBIIIIT BEPXHUX KOHEYHOCTEH

o ATpocl)I/m MBILIL IPUBOJAT K PA3BUTHUIO IOPA03a, KPbUIOBUAHBIX JIOTIATOK,
OCUHOMU TAJINU.

® XapakKTepHa ICeBIOrUIepTPOPHS UKPOHOXKHBIX MBIIIIII,
® Mbibl Ipy NaabNalUU IUVIOTHBIE, 0e300/1e3HEHHBIE.



/
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MpbIiiedHbIN TOHYC OOBIYHO CHYDKEH B IMPOKCHUMAJIbHBIX I'DYIIITIAX MBbIIIII.

N3menenus pediiexcos ** KoneHnnbie pedieKchl MCUe3a0T Ha PAHHUX CTAIUSIX
3aboneBanus ** [lo3gHee rcue3aroT pedeKchl ¢ IBYI/IaBOU U TPEXTIIABOM MBILIL] TI/IeYa **
AxunnoBsl pedieKchl 0OBIYHO JTUTENTBHOE BPEMSI OCTAIOTCSI COXPAHHBIMU.

JlrcTanpHasi MyCcKy/laTypa KOHEYHOCTEH MopaXkaeTcsl Ha MO3JHUX CTaIUsIX 3a00/1eBaHMSI.

KOCTHO-CYCT&BHI)IQ Hapyuienus — ,U,e(l)OpMaLLI/II/I ITO3BBOHOYHHMKA, CTOII, I‘pY,II;HOﬁ KIJIE€TKH,
PE€HTI€HOJIOTUY€CKHU O6HapY)I(I/IBaIOT Cy>XeHnrne KOCTHOMO3TOBOT'O KaHa/la, HICTOHYEHHE
KOPKOBOTI'O CJ10sA ,ZLI/IaCI)I/IBOB AJJINMHHBIX TPY6‘-IaTBIX KOCTeM.

CepaevyHO-COCYIUCThIE PACCTPOMCTBA — TAOMIBHOCTH Mysibca, A/, mpUr/ylieHre TOHOB,
paclIMpeHre rPaHUL], cepALia, cepAevHasi HeJOCTaTOYHOCTh, n3MeHeHus Ha JKI.

HelipoaHgoKpyHHBIE HAPYIIEHUS BBISBASIOT Y 30-50% 60/1bHBIX — cuHApoM MiteHko-
Kyummara, agunosoreHUTanbHast AUCTPODUSI.

[Tcuxuyeckuve HapyleHUs — onurodppeHust B popme 1eOUIBHOCTH WU
MMOEeLIbHOCTH.

Kinandyeckue nposiBieHust MbltieqHOU aucTpodun bekkepa 06bIMHO HAYMHAIOTCS B
10-15 sieT. OT MbIIeYHO# fucTpodnu JoieHa oTIM4YaeTcst fOOpOKauyeCTBEHHBIM
TeuyeHreM U Oosiee MO3ZHUM BOSHUKHOBEHUEM TSDKETBIX CUMITOMOB. CyXO)XXHUITbHBIE
pedeKcs foaT0e BpeMsi OCTAIOTCSI COXpAaHHBIMHU. [lopaykeHUs1 BHYyTPEHHHUX OPTAaHOB
MeHee BbIPa)KeHbI, THTeJ/JIEKT COXPAaHEH.
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,Z[HarHOCTI/IKa U JledeHUe

st mpiiedHo# auctpoduu JroireHHa TUITUYHO paHHee (C 5 AHS )KU3HU) YBeTUYeHHe
akTuBHOCTH KOK B KpoBU (B 30-50 pas BbIlile HOPMBbI).

® OQdusnyeckue yIIpa)XxHeHUsI BBITIOMHSIOT CCTeMaTUYeCKU U I0 ONpe/ie/IEHHOU cxeMe.
KopoTkue nmepepbIBbI MOKa3aHbI MPU BOSHUKHOBEHUH 00J1ei B MBILIIAX U MBIIIEYHON
YCTAJIOCTHU

® lcnonb3oBaHMe TPOTE30B MO3BOJISIET OOTBHBIM JBUTATHCS U 3amMejisieT GOpMHUPOBaHME
CKOJIMO3a

® Ilopgnepxanue apixanus, MIBJI Bo BpeMst cHa A1t ipefoTBpaleHrsl CUHAPOMa HOYHOU
IMIOBEHTUISILIAN

® OxcrepruMeHTaIbHbIe METO/bI, B 0COOEHHOCTH reHHast Tepanus (reHsl fucTpodpuHa u
yTpodurHa), Ype3BbIYaiiHO MePCIIEKTUBHBI, XOTS U He TTOTYYH/TN TTOKA KTMHUYECKOTO
PacIpoCTpaHeHMs.

® OnmneparuBHoe neyeHne. OproneauyecKoe BMeIIaTe ThbCTBO HEOOXOAUMO TPU HaTUYUH
KOHTPAKTYP U PUKCALIH CYCTaBOB.

® JlekapcrBeHHas Tepanwus : ['K (mpeaHU30/I0H 110 0,75 MI'/KI'/CyT) YBEeTUMHUBAOT
MBILIEYHYIO CHJTy Y MaJIBMMKOB, CTPAJAIOIIMX MbILIeYHOH aucTpodueii lronieHHa,
3ame[Jisisi TporpeccupoBaHue 3aboieBanus. [Ipu JUTeIbHOM CTEPOUAHOM TepATHUU
HeOoOXOIUM TILATe/TbHbIH KOHTPOJIb PAa3BUTHS MOOOYHBIX 3P PEKTOB, BKITFOYAOIINA
HaOoAeHue 3a Maccoii Tena, All, cocrosiHrem ciusuctoit 06omouku YKKT 1 umMyHHOIM
CHCTEMBI.
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" Mbimeunas guctpodus bekkepa

[Tpeacrasnsier cob60# KIMHUYECKHUH BapUAHT
aucrpoduu /lrommeHa. ITo TOXXe aHOMaJIHSA, ClieTIeHHAS
¢ X-XpOMOCOMOM 1 00yC/IOB/IEHHASI MyTallMel TOTO JKe
nokyca p21. Oco6eHHOCTh COCTOUT B TOM, YTO 3/IeCh
MIPOUCXOAUT CUHTE3 THUCTPOPHHA C aHOMAIbHBIM
MOJIEKY/ISIPHBIM BecoM. KiiMHU4Yeckue nposiBleHus
MeHee TspKesible. /IUIb oueHb HeMHOTHEe OOJTbHBIE K 16
rogaM HY>XZAIOTCS B MHBAJIUAHOM KOISCKe, U K 20 TOJaM
ITPOJIOJ/DKAIOT XUTh O0see 90% 3a00/1eBIINX.
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~ Jluarso3s

® OCHOBBIBaeTCsl Ha XapaKTepHOW KJIMHUYEeCKOW KapTHHe, BO3pacTe
Havasa 3a6oieBaHUs, CEMEHHOM aHaMHe3€ U MOITBEePXKIAeTCsT
3/1IeKTPOPU3HNOIOTUUECKUMH TAHHBIMU, Pe3y/IbTaTaMH MbIIIEIHOM
6uorcuu 1 onipesiesieHNeM AUCTPOPHHA METOJOM UMMYHOO/IOTTUHTA.
CKopocTh MpOBeZieH!sI TTI0 HepBaM OCTAeTCsI HOpMaibHOU, mpyu DMT
BBISIBJISIETCS] yCKOPEHHOE PEKPYTHPOBAHHE MUOTIAaTHY€eCKHUX
ABUTATETLHBIX €IUHHUIL B OTCYTCTBHE CIIOHTAHHOUM aKTUBHOCTH. [Ipn
O6uorncruu 0OHAPY)XUBAIOTCS HEKPO3bI U BAPHAOE/TbHOCTh pa3MepPOB
MBIIIEYHBIX BOJIOKOH. [l031Hee MbIllleyHast TKAaHb 3aMelllAeTCs]
bubpo3Hoii u xuposoit. [ns nucrpoduu /lionreHa XxapaKTepHO
OTCYTCTBUE THUCTPOPHUHA.

® BrisiBIeHHe HOCUTeIer MyTAaHTHOTO ITeHa U IpeHaTa/IbHAs
IVAarHOCTHKA BO3MOYXHBI BO MHOTHX CEMBSIX ITPH COUETAHUN OOBITHBIX
MeTo0B (aHa/In3 poAoCca0BHOM, nccaemoBanre KPK, onpegenenue
T10JI1a TUIO/Ia) Y COBPEMEHHBIX CJIOXKHBIX METOIMK: aHA/TM3a
pexkombuHanTHOU JJHK, onpepenenust nucrpodrna metogom
MMMYHOO/I0THHTA. PekoMeHIyeTcst HanmpaBasiTh OOTbHBIX U X
POJACTBEHHUKOB B CIIELIUATU3UPOBAHHBIE MeJUIIUHCKUE LIEHTPBHI.
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CrrerudrdecKoi Tepanuy He cylecTByeT. BayxHO, 4TOObI
O0JIbHBIE IO TTOC/IeTHEN BO3MOXKHOCTH AKTUBHO 3aHUMAJTHCh
bu3nYeCKUMU ypaXKHeHUsIMU. [Ipu MepieHHO
porpeccupyiomux GopMax MOryT IIPOBOAUTHCS
KOPPUTHPYIOIIYe OpToIleAruYecKe orepaun. Y TSHKeIo
MOPAKEHHBIX OOTLHBIX BBITIOTHEHHE TTACCUBHBIX ABYDKEHHU
MTO3BOJISIET OTCPOYMTH HACTYIIJIEHHE TIePUOoZA
HernoaBKHOCTU. CemyeT n3berarb U30BITOYHOTO
yBe/IMYeHHe Beca, UMesI B BUY, YTO DHepPreTHu4YeCcKue
OTPeOHOCTH OOBHBIX OYIyT MEHbIIIe, YeM Y 3J0POBBIX.
Cyzst 110 OTAe/TbHBIM COOOIIEHUSIM, TPETHHU30H MOXKET
YIY4IIATh ABUTATe/IbHbIe PYHKIIMHU OOIbHBIX. B HacTosee
BpeMs BeIyTCsI paHIOMU3UPOBAaHHbIE KOHTPO/JIUPYEMBbIE
HCIBITAHUS 3TOTO Ipernapara.



