BHelLlHMEe NPU3HAKU FreHeTUYEeCKMUX
CUHAPOMOB

MPU3HAK BEPOATHOE 3HAYEHUE

7 Mo>eT yKa3biBaTb Ha 3aePKK A3BUTUSA U OYEBUAHDbIN
OB B cMquo{A ACPKKY P A

MoeT yKa3blBaTb Ha 3aflepKKy Pa3BUTUA UM OYEeBUAHbIV
CMHOPOM

Hu3kum poct

OxunpeHwne CuHppowm lMpagepa-Bunnun

KpynHoe TenocnoxeHne  CnHppom CoTtoca

FON0BA -

CnHgpom AnekcaHgepa, cnHgpom CoToca, raHrmMo3naos,
rmgpouedanma, MyKononmcaxapuaos, cyobaypanbHasa a¢pdysus

Makpouedanus

MNpakTryeckn noboe 3aboneBaHne, KOTOPOE MOXET 3aMea/INTb
Mwukpouedanna pPOCT Mo3ra (HegoCTaToOK NUTaHUA, CUHAPOM AHrenbMaHa,
CUHAPOM Ae JlaHre, anKkorosbHbIN CUHAPOM MoAa)

e -

lpy6oe, TpeyronbHoe,
OKpYrfioe uin naockoe
NULO; TMNOTENOPU3M

NN TUNEePTENOPU3M,
KOpPOTKasa NN HaKNOHHaA
rnasHas Lenb;
HeobbluHas popma HoCa,
BEPXHEN NN HUXKHEN
YencTu

CuHpgpom Kpy3oHa, cuHapom Cekkena, CUHAPOM XPYnKown
X-XpOMOCOMbI

N3mepeHunAa MmoryT atb KoY K AUAarHOCTUKE HaceACTBEHHbIX,
mMeTabonnyecknx nnmn apyrnx 3aboneBaHnm, Taknx Kak
aNKOrofbHbIA CUHAPOM NN0Aa, CUHAPOM KOLLAUbero Kpuka
(5p-cnHagpom) nnm cuHapom Yunbamca

bonblne, BbicTynawowme

[anakTo3emus, cuHapom Jloy, npeHaTanbHaA KpacHyxa

KaTapakTa » CNHAP Y, np pacHyxa,
rMnoTnpeos

FaHrnnosungos (GM1), metaxpomaTtumyeckasa nenkoguctpodus,

MyKonunugos, 6onesHb Tea—-Cakca, 6onesHb HumaHHa-TurKa,

nunorpaHynemato3 ®apbepa, cnanngos il

ApKo-BULIHEBOE NATHO
Ha Makyne

BpoxkaeHHoe nHnumMpoBaHne LUTOMErAIOBUPYCOM,

poRECReLt TOKCOMMa3mo3

Mykononuncaxapngos | un ll, cungpom Jloy,
BPOXAEHHbIN cndmnmnc

yay

Tpucomum (Hanpumep, 18), cuHapom PybunHwTenHa-Tenbu,
cnHgpom ayHa, cnHgpom Yapra—-Crpocca (cuHgpom CHARGE),
LepebpanbHbI OKYyNo-$pauno-CKeNeTHbI CUHAPOM (CMHAPOM
KokkelnHa), eTanbHbii GeHUTOMHOBBIN CUHAPOM

I'IomyTHeHme porosuubl

JlonoyxocTb, HU3Kasn
nocagkKa, HernpasubHas

dopma

MNoTepAa oCTPOTbI Cyxa NPy MyKoMnonncaxapugose,
rmnepakysusa npyu MHOrmMx sHuedanonaTnax

ceaue |

CuHgpom CHARGE, cnHapom geneunm XpoMoCcoMbl 22
(CATCH-22), BenokapanodaumanbHbli CUHAPOM, rnKkoreHos |,
CTpyKTypHble aHOMannn  anKorosfibHbI CUHAPOM NNOAA, MyKononncaxapuaos l;
n runeptTpodus XPOMOCOMHbIe aHOMaNuu, Takne Kak cmHgpom JayHa,
MaTepUHCKaa GeHNNKETOHYPUA; XPOHUYECKUI LNaHO3 MOTYyT
HapyLWwnTb KOTHUTUBHOE pa3BuTme

nEEH -

HenepeHocmocTb GpyKTO3bl, FanakTo3emus, rMmnkoreHo3
Tnos |-V, mykononncaxapupos | n ll, 6onesHb HumaHHa-Tuka,
6one3Hb Tea—Cakca, cnHapom LlenbBerepa, 6onesHb lowe,
LepouaHbI NMNOQYCLUMHO3, rAaHIMNO31a03

Makpoopxunansm (06bIYHO
He3ameTeH fo rnonosoro  CMHAPOM XPYNKon X-XPOMOCOMb!

Cnyx

[enaTomeranusa

CO3peBaHuA)

CuHapom lMpaapepa-Bunnn, cuHapom KnanHdenbtepa,
[MnoreHuTanmsm cunnpom CHARGE
Kuctu, ctonsl, MoryT yKka3blBaTb Ha onpefefnieHHbl CMHAPOM (Hanpumep,
Aepmatornnduka, CMHApPOM PybunHwTenHa-Tenbu) nnm accounmpoBaTbCA
CKNagKu C XPOMOCOMHbIMW aHOMANTNAMMU

Mpr3HaK MblleYyHOro ancbanaHca BOKPYr CyCTaBOB
(Hanpumep, NpY MeHMHromuenouene, LepebpanbHOM

KoHTpaKTypbl CycTaBOB napanuye, apTPOrpmuno3e, MbileYyHoON anucTpoduu;
TaKXe BCTpeyvatoTca npu npobemax C XpALWOoM,
Hanpumep Npu MyKononmcaxapugose)

KOXA -

MATHa uBeTa Kode

Henpodpunbpomatos, Ty6epo3HbIi CKNnepos, cMHApom bayma

C MOJIOKOM

JK3ema DeHnnKeToHypUA, MIMCTUOLNTO3

[emaHrnomol CnHpgpowm LTypre-Bebepa, cuHapom bnyma, atakcus-
N TeNeaHrnsKTasnm TeneaHrnaKrasus

MnonnrMmeHTMpPOBaHHbIE
y4acTKn/ NONOCKu, Ty6epo3HbIl CKNnepos, rmnomenaHos Mto
afleHOMa CanbHbIX »enes

CnHgpom ge JlaHre, Mykononuncaxapuaos, GpetanbHbin
GEHUTOMHOBDIN CUHAPOM, LepebpanbHbIn OKynodpalmo-
CKeneTHbIN CUHAPOM (CMHAPOM KOoKKelnHa), CUHAPOM
Tpucommnn 18

HEBPOJIOTMYECKUN
CTATYC

AcmmeTpus cunbl
N TOHyca

[MpcyTr3m

DokanbHble NoBpeXxaeHUs, LepebpanbHblii napanuy

CuHppowm lNMpagepa-Bunnun, cungpom [ayHa, cmHgpom

MnoToHuA < .
AHrenbMaHa, raHrMo3na03, PaHHUM LepebpanbHbI Napanny

HenpopereHepaTtusHble 3aboneBaHna, 3aTparmBatowmne benoe
MMnepToHuA MO3roBOe BelLecTBO; LiepebpanbHblii napanmy, CUHAPOM
Tpucommn 18

ATaKkcuA-TeneaHrnaKTasus, MeTaxpomMaTnyeckKan

ATakcusna -
nenkoguctpodua, cMHAPOM AHrenibMaHa

Mpumeyanue: CATCH-22 — nopoku cepaLa, aHOManUN InLA, FUNONNa3NA TUMYC, pacilieniia TBepAOro HEGa, runoKanbLyemms, AeGeKTbl XpOMOCoMbl 22; P_E D l T R
CHARGE — konoboma, NOpoKy cepALa, aTpe3ua XoaHbl, 3aepxKa PocTa, aHOManum NonoBbIX OPraHoB, aHOManuK yxa (ryxota). 00
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