HacnegcrBeHHbIe U reHeTUYecKue
3aboneBaHusa YenoBeka
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LénnapomEMapoa eI

HacneacreBeHHas 6on1e3Hb cOeAMHUTENIbHOM
TKaHM,
Bbi3BaHHas MyTauMen reHa, KoaupyrLliero

ApaxHopgakTunusa KunesuaHas
MpyAb



[lporepusd.
MUN3HDb KaK MWUT.

OAOHO N3 camMblX pegKunx
reHeTUHecknx 3abonesaHnin B mupe.,
N3BecTHO He bonee coTHW cny4aes
nporepvn, ¢ gUarHo3oM XXWBET BCEro
HEeCKONbLKO HYenoBek, E€ MOXHO
Ha3BaTb "MaToslorn4ecKmnm
YCKOpPeHHbIM cTapeHnem", NMpoueccel
B KNeTKax, CoONnpoBOX AakLune
bonesHb, 40 KOHUa He ACHLI,

Peb&HOK pasBuBaeTCA HOPMaskHOo
nepeble rog-nonTopa, a NoToMm
BHe3anHo NnepecTagT pacmi,. Hoc
3a0CTPAETCH, KOXKa CTaHOBUTCA
TOHKOW, NOKPLIBAETCA MOPLWMHaAMWN 1
NATHaMW, KakK y CTAapUKOB.
MoABNAKTCA U Opyrue cCUMNTOMbI,
Xapak TepHble N8 NOXWAbIX N0 Oen:
MonoYHble 3ybel BeInagatoT,
MNOCTOAHHbLIE HE pacTyT, rosoBea
nbiceeT, HapywaeTcA paboTa cepauya
N CYCTaBOB, MbIW ULl aTpoupyroTCA.
BofibHbIE OO0 HE XUBYT- 0bbIHHO
neT 13-15, EC T eWwé BapnaHT
"B3pocnoin" opmel bonesHn, OT Heé
CTpajarT N AN y>Ke 3penoro
BoO3pacTa.
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MyKOBUCLIMAO3

3a6onesaHune, NP1 KOTOPOM NMOPAXKAIOTCS
3K30KPUHHbIE YKenes3bl.
MpuunHa - MmyTauums (Aeneums Tpex HyK/1eoTUaAoB),
npuBoasilas K OTCYTCTBUIO (hbeHnnasaHuHa.
HacnepyeTtcsi o ayTOCOMHO-pPELleCCUBHOMY
T™MRYy.




BpoxaeHHbIU NOPOK cepaua

HopmanbHasa umpkynauma  HeHopmanbHas

UMpKynauua

[edekTbl cepaua MOryT BCTpevyatb
U30JSINPOBaAHHO UNU B cCoOYeTaHuu Af
ApyromMm. BpoxxaeHHbIV NOPOK cepAl 2 /4
NPOABATLCA cpa3sy nocne poxacHEVA. " GRNEEw—_—-r OTipbITHIf

ApTepuanbHbii apTepuanbHbIin

WIKU NpoTeKaTb CKPbITO. ' .. npOTOK npoToK

BpoxaeHHbIe MOPOKM cepAaLla BCTPE
yacToToMm 6-8 crnyyaeB Ha KaXxAayro ThiCAYY poaos,
yto coctaBnset 30% ot BCeX NOPOKOB pa3BuTHsI.
OHM 3aHUMaKOT NepBoe MeCTO MO CMEpPTHOCTHU
HOBOPOXAEHHbLIX U AeTel NepBoro roaa >XU3Hu.
Mocne nepBOro roaa *XM3HU CMEPTHOCTb Pe3Ko
CHUXaeTcs, n B nepuopg ot 1 roga ao 15 ner
noru6atot He 6onee 5% Oerten.



CuHapowm [layHa

CuHpgpom [layHa 3TO npucyTCTBME B OPraHu3mMe nuiHen
xpomocombl. OHa BNusieT Ha opraHM3m M pasBuTue pedbeHka h '
He caMbIM fyYlWnM obpa3oM. Y YernoBeKka, poaAuUBLLUErocs ¢
cuHapomowm flayHa, nosiBfsieTcs elle oAHa AononHuTenbHas
XpomMocoma, BO3HUKHOBEHUe KOTOpOM .q,o cux nop He
pa3ragaHo y4YeHbIMM. i € "

i

Mosenexne cuiapoma [layHa COBEPLIEHHO He 3aBUCUT OT
coumManbHoro, HauMoHanbLHOro U PacoBoro cratyca
poauTenen. Y Takux aeTtemn, Kak NpaBusio, 3aTOPMOXKeHO
pa3BuTue: KaK pusnyeckoe, Tak 1 yMCTBEHHOE.
Henpucnoco6neHHOCTb K XXM3HU 1 B npuaady Gyker
AOMOMHUTENbHbLIX 3a60neBaHni, B YACIe KOTOPbIX: MOPOK
cepALa, Heusneummbie 60Me3HN OPraHoB CIyXa, 3peHus.

Kak um BbXKUTb B 3TOM cypoBomMm mupe? o ctatucrtuke
92% npoLeHTa XEeHLWMH npepbiBann 6epeMeHHOCTb, KakK
TONbKO y3HaBasiv 4YTo, Y HUX NOABUTCA OONMbHON PebEeHOK,
94% oTkasbiBanuchb oT geteun B pogaome. lNMonyyaercsa, 4to
TonbKo 6% Aeren ¢ 3TUM CUHAPOMOM MOTYT XUTb
NOJIHOLIEHHO, C NOOOBLIO U MOHMMAaHUEM OJIN3KUX



CuHapom AHrenbmaHa

CuHapom AHrenbmaHa — peakoe rel
3aboneBaHue, Bbi3biBaloLlee 3aaef

KOTOpoe BbI3BaHO Aereuuen (Bblnap,el-me
yyacTka XpOMOCOMbI) MU UHAKTUBALIMEN FeHOB
MaTepUHCKOM 15-0M XpOMOCOMbI.
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