CIFYRIYPFPHDIE
U3IMEHEHUSA
XPOMOCOMHOMU
KOHCTUTYLUUU
YEAOBEKA

HapyweHue nAoMaHoOCTM.

YucaoBble HapyLLIeHMA XPOMOCOMHOM
KOHCTUTYL,UM.

YucaoBble HapyLWleHUsI MOAOBbIX
XPOMOCOM.

CTpyKTYypHbIe HapyLUIEeHUSI XPOMOCOM.
'eHHble HapyuweHus.



CtTatTncrtuka

Ot 25 A0 50 % umncaa Bcex BoaesHelr cOCTaBASIIOT
b6oAe3HM reHeTMYeCKoM NMpmupoAbl ( GOAbLUMHCTBO M3
HUX CBSI3aHO C NMCUXUYECKMMU PaCcCTPONCTBAMM ) ;

E>xeroAHO perncTpupyloT B CpeAHEM TPU HOBbIX
HaCA€ACTBEHHbIX 3a00AEeBaHUS;

OKoAO 47%HOBOPOXAEHHBIX HECYT CEPbE3HbIE
reHeTuYeckne AedekTbl;

CMepTHOCTb AeTeN B paHHEM BO3pacTe B pe3yAbTaTe
BPOXXAEHHbIX MOPOKOB pa3BuTHsa cocTaBaseT |50 Ha
000 HoBOpPOXKAEHHBIX ( A0 25% BCex cMepTen
MAQAEHLLEB );

Cenyvac onuncaHo okoAo 3000 HacAeACTBEHHbIX
aAHOMaAUMN.



NpuUMHbI HACAEACTBEHHbIX
6oAe3HeMn

® HapylweHue B reHeTUYECKOM arnapaTe NMOAOBbIX KAETOK 0O60OUX UAM
OAHOIO U3 POAUTEAEN NMOA AEUCTBUEM MyTareHOB CpeAbl
(MOHU3BMPpYIOLLME U3AYHEHUS , NeCTULMABI , bapMaKOAOTUS, BbITOBaS
XUMUS, KOCMETHUKA , KOHCEPBaHTbI , SDKOAOTMYECKME KaTacTpodbl ,
KaHLLepOreHbl , HAPKOTUKM , CTPECCHI); CTEMEHb BbIpaXK€HHOCTHU
CUMMTOMOB 3aBUCUT OT CNELUPUYECKUX YCAOBUIMN CPEADI

® B HacTosLee BpeMsa YUCAO HACAEACTBEHHbIX BOAE3HEN pe3Ko
YBEAMUYUBAETCS B CBSA3U CO 3HAYMUTEAbHBIM MOBbILUEHUEM MyTareHHOro
doHa

® Ha coBpeMeHHOM ypOBHE pa3BUTUSA HAYKU U MEAULMHBI BCe
HAaCAEACTBEHHbIE BOAE3HU HEU3AEUMMbI (BO3MOXKHO ocAabAaeHuMe
NMPOSIBAEHUS OCHOBHbIX CUMMTOMOB AASl HEKOTOPbIX MeHHbIX
H6oAe3HeN NyTEM AMEeTOTEepanun U PeXXMMa ABUraTEAbHOM
aKTUBHOCTMW)

® YCAOBHO HaCAeACTBEHHble BOAE3HM MOAPA3AEAAIOTCS
Ha XPOMOCOMHbIe 60A€3HM U reHHble 60A€3HH



XpoMocoMHble 60AEe3HM

[TpuunHOM ABASIETCS M3MEHEHME YMCAA ( TEHOMHbIE
MyTaLUK ) UAU CTPYKTYPbl XPOMOCOM ( XpPOMOCOMHbIE
MyTaLMKM ) KapuOTUMA NMOAOBBIX KAETOK POAUTEAEN

CocTaBasioT 35 - 40 % oT 4uncAa Bcex HaCAEACTBEHHbIX
H6oaesHelr XKXMBOPOXKAEHHbIX ( 40 - 50 % cnoHTaHHbIX
abopToB U 6 % MEPTBOPOXKAEHHBIX ) ; CMEPTHOCTb
nocae poxkaeHus npnbamsmteabHo | : 1000

[lposiBAsitOTCS ewe BO BHYTPUYTPOOHOM nepuoae
Pa3BUTUSA

[1py XpOMOCOMHbBIX HapyLLUEHUSAX Pa3BMBALOTCS
MHOXeCTBEHHbI€ MOPOKU Pa3BUTUS , MOHUXKEHUE
YXM3HECMNOCOOBHOCTU U UMMYHUTETA , MCUXMYECKaS
OTCTAAOCTb , becnAroaMe ,a B PSAE CAYYAEB - A€TAAbHbIN
MCXOA



HapyweHue

NMAOMAHOCTU XPOMOCOM: KpaTHOeE
23

® NMoAunaomnamusa — ypeanyeHue Yncaa Habopos
XPOMOCOM B KAETKax OpraHmM3Mma, KpaTHoOeE
ranAoOMAHOMY (OAMHAPHOMY) YMCAY XPOMOCOM.

® OpraHusMmbl, KAETKM KOTOPbIX COAEpPIKaT boAee
ABYX HaOOpOB XpOMOCOM, Ha3bIBAIOTCS
NOAMMAOMAAMM: TPM Habopa — Tpmnaoma (3n),
4yeTbipe — TeTpanAoua (4n)

® [loAMnAonamMs onucaHa B BUAE TPUMAOUAUMN U
TeTparnAOUAMU MPU UCCAEAOBAHUAX CMTOHTAHHbIX
abOpTOB U MEPTBOPOXKAEHHbBIX (OTMeYaeTCs
obuiee HeAOpPa3BUTHE , CPALLLEHUE MAABLLEB KMUCTHU
M CTON , MHOXXECTBEHHbIE MOPOKU CepALia ,
YPOACTBa MOYEMNOAOBOM U HEPBHOM CUCTEMBI )



YucAoBble HapyLlEeHUs
XPOMOCOMHOM KOHCTUTYLLUM

Tpucommm — nosBAeHUE B KapUOTUIME AOMOAHUTEABHOM
XPOMOCOMbI.

CuHapoM TpucomMmum 8-ou XxpoMocombl (CUHAPOM
Bapkanu) — peakumit: | Ha 50 000.

Ans 6oAe3HM Hanboaee XapaKTepHbl OTKAOHEHWSI B CTPOEHUM
AMLIA, MOPOKU OMOPHO-ABUIATEABHOrO arnnapaTta U MOYeBOM
CUCTEMBI.

[pyn KAMHMYEeCKOM O0BCAeAOBaHMU BbISIBASIIOTCS BbICTYMAIOLLMUMA
AOD, KOCOrAasme, aNUKaHT, FTAYDOKO MocaXKeHHble rAasa,
rMNepTEAOPU3M rAa3 U COCKOB, BbiCOKoe HEBO (MHOrAa
pacLLeAMHa — KBOAYbe HeDOOY), TOACTbIE IyObl, BbIBEpHYTas
HUXHAA ryba (3aa4bs ryba), 6oAbLLME YLIHbIE PAKOBUHDI
(HapyLweHWe CTPOeHMS yxa B BUAE MPOTUBO32ABUTKA)

[1lporHo3 ¢pusnyeckoro, NCUXMYECKOro pasBUTUSA U XKU3HU
HebAaronpusATHbIN, XOTA U OTMeYeHbI NauueHTbl B Bo3pacTe |7
A€T.






CuHAPOMDbI TPMCOMUMU

® CMHAPOM TPUCOMMUU 9-0M XPOMOCOMDI:

® YactoTa obHapykeHus Tpucommmn 9 cpeam
CMOHTaHHbIX abopTos paBHa |:1000
bepeMeHHOCTEN.

® [lpaKTnyeckn Bce 3a4aTUA 3aKaHYUBAIOTCS
BHYTPUYTPOOHOM rMOEeAbIO HOCUTEASI AULLHEN
XpoOMocombl 9.

® [TpoAOAKMTEABHOCTb KM3HU He npeBbllaeT
TPEX MECALLEB U ABYX HEAEAD)



Cunapom Tpucomum

9-oM xpoMoCOMbDI

® KAMHMYecKaa KapTMHa MHOroobpasHa u
NPOSIBASIETCS B BUAE BHYTPUYTPOOHbIX U
MOCTHAaTaAbHbIX HapyLUEHUN pPa3BUTUS.

® Haunboaee xapakTepHble NpM3HAKKU (CUMIMTOMBI):
3aAEpXKa poCTa, YMCTBEHHAsA OTCTAAOCTb,
MUKpobpaxuuedarms, sSHopTaAbM(FAyboKo
NOCa)KEHHbIE rAa3a), ’MNepTEAOPU3M, OKPYTAbIM
KOHYMK HOCA, ONYLLLEHHbIE YTAbl PTa, HU3KO
PACMOAOKEHHbIE OTTOMbIPEHHbIE YLUHbIE
PAKOBMHbBI C YMAOLLEHHbIM PUCYHKOM, FMMOMAA3Us
(MHOrAa AMcnAasus) Horten. BpoxkaeHHble
NOPOKU cepaLla OOHapy»KeHbl Y 25% GOAbHbIX.



Cunapom Tpucomum
| 3-om xpoMocombl

Cunpapom lMNaray: Bnepsbie onucan B 1969r. YactoTa
poxkaeHuit: | Ha 7 800.

BoAbluas 4YacTb AeTer ymupaloT B NepBbie
HeAeAu/MecsLbl XXU3HM.

Aetn ¢ cuHapomMom [aTtay HeboAbLOro pocTa,

c Mukpouedaamer (HeAOpa3BUTME Yepena U TOAOBHOIO
MO3ra), UMeIOT MOKaTbIM AOD, Cy>KEHHbIE FAa3HbIE LLLEAM,
AePOpPMUPOBAHHbBIE YLLUHbIE PAKOBMHbI, PaCLLEAMHA
BepXHeM rybbl n HEGA (KBOAYbSI MACTbY), MOAMAAKTUAMS
(YBEAMYEHME KOAMYECTBA MaAbLLEB), KOPOTKas Lues,
PAEKCOpPHOE MOAOXKEHME KUCTEN, CMOPLLLEHHAA KOXKa
3aAHEN NOBEpPXHOCTU Wwen. XapaKTepHa YMCTBEHHaAS
OTCTaAOCTb. BHyTpeHHUe opraHbl UMeloT AedeKTbl:
MOPOKMU CEPALLA, COCYAOB, MOAXKEAYAOUYHOM >KEAe3bl,
ceAe3eHKMU, MoYeK.



a - 6

Puc. X.6. Cunzpom [Maray (cuHapoM TpUCOMEM XpoMOCOMBI 13):

a — MUKpoLedanns, KOpoTKas Luest, y3KHe IIa3Hble LeIH, UHPOKOe OCHOBAHHE HOca,
11ehOPMHPOBAHHbIC YIIHBIC PAKOBMHbI, paciieanHa rybel ¥ HEGa, noauaakTwius; 6 —
cBoeobpa3Hoe MojoXeHHe GOJIBLIOrO Naablia ¥ MH3MHIA









Cunapom Tpucomum

Xxpomocombi |4
® Onucan B 1975r.

® OcHoBHble NpU3HAKN CMHAPOMA: MUKpoLLedaAms,
ACUMMETPUSA AMLLA, BbICOKUMN U BbICTYMNAKOLWLUMN
AOD, HOC KOpOTKUIM U ByAb6OOOpa3HbIN, rybbl
NOAHbIE, BbICOKOE Hebo, YacTo € pacLLeAMHaMM.
YWHble paKOBUHbI HU3KO MOCAXKEHbI, C
MaAeHbKMMM MoYKaMu. KopoTkas wes, y3kas u
AePOpMUPOBAHHASA FPYAHAas KAETKA,
KPMMTOPXU3M, TMNOrOHAAU3M U MAaAEHbKUM
NeHuc.

® [1porHos »Ku3sHM HebAaronpuATHbLIN, OAHAKO
oTMeYeHbl 6boAbHbIe B Bo3pacTe | 3,5 AeT.



Cunapom Tpucomum
Xpomocombi |8

Tpucomusa |8 xpomocombl MOAyUYMAa Ha3BaHME CUHAPOM
daBapAca. HactoTa passutus: 1:7000.

[lpy 3TOM NpOrHo3 AASl A€TeN, POXKAEHHbIX C AQHHOM MaTOAOTUEN,
HebAaronpusATHbIN: oKoAo 60% Bcex MaAbllelr C CUHAPOMOM
DABapAca normbatoT, He A0XKUBas AO 3-X MeCSIMHOro Bo3pacTa.

Ao | roaa poxxkusaloT Toabko 5-10% oT Bcex aeTen ¢ AQHHbIM
cuHAPOMOM. CpeAHSAS MPOAOAXUTEABHOCTb KU3HU MaAbYUKOB
cocTaBAgeT 60,a aoeBoyek — 280 aAHen.

Puck nossaeHus Tpucommun |8 yBeanumnBaetcs BMecTe ¢ BO3pacToMm
byayLuer Mambl. Tak, AAS XKeHLUUH, 3abepemeHeBLINX NOcAe 45 AeT,
BEPOSTHOCTb POXXAEHUS pebeHKa ¢ AAHHBIM HapyLUeHUeM
cocTtaBasieT 0,7%.

[1pU3HaKM CMHAPOMA: HU3KO MOCAXKEHHbIE YLUU, TMMEPTOHYC KUCTEN
PYK, MAaTOAOIrMM OPraHoOB, CTOMa-Ka4yaAKa, aHOMaAUKN pa3BUTUS Heba,
CpaLLeHue rnaAbLeB (CUHAAKTUAMS), aHOMAAUM Pa3BUTUSI MOAOBBIX
OpraHoB.



doTto. Tpucomia 18 (cuHgpom Eagsapaca)
Ixepeno: www studyblue.com













Tpucomusa 21-omn
XpPOMOCOMBI

CuHapom AayHa: nepBoe onmMcaHue KOMMAeKca

CMMMNTOMOB CAEAAA AHTAMMCKUM Bpad AXKOH AayH B
| 866r.

,A,&)’H ONMUCaA KakK «CMHAPpOM MOHIOAOUAHOM UANOTHUM.

[Mp13HaKK CMHAPOMA: MAOCKOE OKPYFAOE€ AULLO, HU3KMM
MUMMUYECKMIN TOHYC, MOAYOTKPbITbIA POT, MAOCKas
nepeHocuLa, U3BbITOK KOXM Ha Luee, MornepeyHas
AQAOHHasA CKAaAKa («obe3bsiHba 6opo3aay).

Y MOAOAOWM >KEHLUUHBI AO 25 AeT BepoATHOCTb
poxkaeHus — |:1 2000

Yem cTaplue XeHLMHA, TeM Bbille PUCK POXKAEHUS
pebeHka ¢ cuHaApomoMm AayHa: ctapuwe 45 — [:25.

CpeAHSsi MPOAOAYXKUTEABHOCTb XXU3HM C CUHAPOMOM
AayHa — 50 AeT.



Down Syndrome - Trisomy 21

' 2 3 4 5 6 ’ 8

11 12 13 14 15 16

a8 nga it
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YucAoBble HapyLlEeHUs

NMNOAOBDbIX XpPOMOCOM

® Cunppom 47, XXX — noamcomus no X-
XpPOMOCOMe.

® Bctpevaetcs y keHwmH (vactoTa |:1 000
POXAEHUMN)

® [lpusHaku: BbicOKME, PU3MYECKME HOPMAABHO
Pa3BUTbI, UHOTAQ CMOCODOHbBI K PEMPOAYKLUM,
MHTEAAEKT HUXKE CPEAHEro, HapyLlueHue
AMYHOCTM LUM3OUAHOIO TUMA, AOMUHUPYET
NMAOXO€E HaCTPOEHME.

® Yawe BcTpevaloTca cpeAM MauUEeHTOB
YYPEXKAEHUM AAS YMCTBEHHO OTCTAAbIX.



YucAoBble HapyLlEeHUs

NMNOAOBDbIX XpPOMOCOM

® Cunppom 47, XXY = cuHApPpOM
KaanHpeabTepa — Haanume
AOMOAHUTEABHON X-XPOMOCOMbI Y MY>XUMH.

® [1p13HaKM CUHAPOMA: EBHYXOUAHDBIN TUM
CAOXKEHMS, BbICOKME MYXUMHbI C HU3KUM
MbILLEYHbIM TOHYCOM, BSIAbIE,
HEBPOTU3UPOBAHHbIE, BEAOMbIE AIOAM,
MHTEAAEKTYaAbHbIM CTaTyC: OT HOPMbl AO
MSFKOTrO CHUXXEHUSA UHTEAAEKTA, pOCT
MOAOYHbBIX XeAe3, MOAHOTA B obAacTm beaep,
NOAOBOM MHPAHTUAUZM, Becriaoame.

® OTO CTEPUAbHBIE AIOAMW.



CnHapom
KnanHoenbrepa

’




YucAoBble HapyLlEeHUs

NMNOAOBDbIX XpPOMOCOM

® Cunpapom 47, XYY — cuHAPOM AYOADb
-V,

® [1pn3HaKM CMHAPOMA: BbICOKME MYXKUMUHBbI,
MSAFKOe CHMUXXEHUE MHTEAAEKTA,
CMOCOBHOCTb K PENPOAYKLMH,
M36bITOYHAA SMOLMOHAABHOCTb, HU3KUM
YPOBEHb KOHTPOAS, Y Y- rapaHT
NPecTYNHOCTU (NPOSABASIOT
aHTUCOLMAAbHOE NOBEAEHUE N BXOAAT B
KOHMAUKT C 3aKOHOM).



YucAoBble HapyLlEeHUs

NMNOAOBDbIX XpPOMOCOM

® Cunapom 45,X0O - cuHapOoM
LLlepeweBckoro — TepHepa — MoHocoMMA X-
xpomocoMmbl (oTcyTcTBue OAHOM X-XpPOMOCOMBI Y
eHwuH. YactoTa: |:1 000

® [lpusHakm cmHapoma: Hu3kum poct (120-130 cm),
MHPAHTUABHOE TEAOCAOXKEHME (OKpYrAas
rPYAHas KAETKA), KOPOTKUE HUXKHME KOHEYHOCTH,
AMM®POCTa3 (OTEYHOCTb CTOM U KUCTEMN), AAMHHbIE
BEPXHUE KOHEYHOCTU, KOPOTKas Les C
KPbIAOBUAHbBIMU CKAAAKaMM («Lues cPUHKCay),
CTEPUAbHbIE XKEHLLUHBI (Y HUX He $OpMUpYIOTCSA
SAUYHMKM), CEKCYaAbHOE MOBEAEHME
MaAOaAKTUBHOE, OAHAKO TaKMUe XKEHLLUHbI YacTo
cocToAT B 6pake.



medgen.geneafics. utah.edu

B o A






CTpyKTypHble HapylueHUA
XpPOMOCOM

® AeAeuumn — noTepu yyacTka XpoOMOCOMbI (OTCYTCTBUE KOPOTKMUX
AU AAVHHBIX MA€Y XPOMOCOM).

® VY Ka)KAOW XPOMOCOMbI BbIAEASIIOTCA AAUHHOE U KOPOTKOE MAEYO.
KopoTkoe naevo obo3HavaeTcss MaAEHbKOWM AaTMHCKOM BYKBOM
«p», AAMHHOE MAEYO - «q».

® Hanpumep: CMHAPOM «KOLWIAYbero KpUKa» CBA3aH C AeAeLMen
KOPOTKOro rnaAe4va 5-or xpomocombil. [ 1pusHak cuHapoma:
HeOObIYHbIM MAAY AETEN, HAMOMUHAIOLLMIA MSYKaHbE UAU KPUK
KOLUKW. DTO CBA3aHO C MaTOAOTMEN FOPTaHU UAU FOAOCOBbBIX
cBA30K. Hanboaee TMNUYHBIM iIBASIETCS YMCTBEHHOE U pusMyecKoe
HeAOpa3BUTUE, MUKpoLLedaAnsi (RHOMAAbHO YMeHbLLEHHasA FOAOBA).
BoAbLIMHCTBO AeTelt NorMbatoT B NepBbIM oA KU3HMU.

® YactoTta poxxaeHun: | Ha 10-25 Tbic. MAapeHUEB.



et

Puc. X.13. Jluuo namwnerero peberka
C CHHIPOMOM <«KOLIAYbEro KpukKar»,
Mukpouedanusi, HU3KO PacnoNOKCHHbIC |

1e(hOPMUPOBAHHBIE YIIHBIC PAKOBHHbI, I'H~
MEPTE/IOPH3M, KOCOIIA3ne, IMMKAHT



CTpyKTypHble HapylueHUA
XpPOMOCOM

® CuHApPOM IDHreAbmaHa (CUMHAPOM
"cuacTAmBOoM KyKAbl'). OnucaH B 1965 roay.

® OcHoBHble NpU3HaKKN 3a60AeBaHUA: HEOOBIYHDIM
1 YacTbIM CMeX, cneunPruyHoe AULLO C FPUMaACOM
YAbIOKM, MOBTOPSAIOLLLUECS KYKOAbHbIE
CTEpPEOTUMNHbIE ABMXKEHUSA, OTCYTCTBUE peYM.
MeeTcs Bblpa)keHHasA YMCTBEHHAs OTCTAAOCTb.

® BoAbWIMHCTBO BOABHBIX UMEIOT MUKPOAEAELMIO
|5 —ol xpomocombl , HO 3Ta AeAeums Bceraa
MaTEPUHCKOrO MPOUCXOXKAEHMUS.



CTpyKTypHble HapylueHUA

XpPOMOCOM

® CuHAPOM HacTMYHOM MoHocommn | 3g- nam
cuHApOM OpbeAn, BcTpeyaeTcs € HacTOTOM
1:100 TbIC. (0nncaHo 6oaee 100 cayqaes).

® [lpu3HakM cMHApPOMA: MaToAOrMsi GOAbLLIOIO
NaAbLLA PYKU, AULLO AaCUMMETPUYHOE, LUMPOKaS
BbICTYMNatoLasa CriMHKa Hoca (nepexoAuMT 6e3
BMaAMHbI Ha AOBHYIO KOCTb - «FpeYecKni
Npo¢dUAbY), BEpXHSAA ryba KopoTKas, «3ybbl
KPOAMKa», HEOO BbICOKOE, MOABOPOAOK
MaA€HbKWUM, BOAbLUME YLLHbIE PAaKOBUHDbI, LLES
KOPOTKas, MHOTAQ C KPbIAOBUAHBIMU CKAAAKaMM
KO>XM, PE3KO 3aAEPXKAHO NCUXOMOTOPHOE U
dusnyeckoe pasBuTHe.



CTpyKTypHble HapylueHUA
XpPOMOCOM

® TpaHcAOKaLUMU — n3MeHeHUe
MECTOMOAOXKEHMSA YH4AaCTKOB XPOMOCOM.

® KoAbueBble XpOMOCOMbI — KOTAQ Ha
0b60MX KOHLLAX XPOMOCOMbI MPOUCXOAUT
YAQAEHUE FreHETUYECKOro MaTepUaAa, U
HOBbI€ KOHLLbl OObEAMHSAIOTCA U
0bpasytoT KOAbLLO (CKAEUBAHME
XPOMOCOM).



[ eHHble HapyweHun

® MDeHUAKETOHYpMUA - Hanboaee
pacrnpocTpaHeHHOe HapyLleHMe obmeHa
aAMUHOKMCAOT.

® DeHnAKeTOHYpUS BriepBbie onmcaHa A.
@dearvHrom B 1934 r.

® B cpeaHeM deHUAKeTOHYpUU noaseprkeH | 3
8000 yenrosek.

® B ocHoBe 60AE3HU AEXUT AePUUUT PepMeHTa,
OCYLLLECTBASIIOLLLErO MpeBpaleHne GpeHUAAAAHUHA
B TUPO3MH (NMPensTCTBYET OTAOXKEHUIO KUPOB,
CHMXKAeT YPOBEHb anneTUTa, YAyYlwaeT GyHKLUUM
rmnodusa, LLUTOBUAHOM >KEAE3bI U
HaANOYEeYHUKOB).



M eHUAKETOHYpPUS

® DeHUAKETOHYpUSA sBAsieTCs 3aboAaeBaHMEM C
Ay TOCOMHO-PEL,eCCMBHbBIM XapaKTEpPOM HaCA€AOBaHMUS.
STO O3HAYaEeT, YTO AASl Pa3BUTUS KAMHUYECKUX
NpM3HaKoB GEHUAKETOHYPUM PeOEHOK AOAXKEH
YHAaCA€AOBaTb MO OAHOM AePEeKTHOM KOMuUU reHa oT
obounx poaUTEAEn, ABASIIOLLUXCS FeTEPO3UTOTHbIMMU
HOCUTEAIMU MYTAHTHOTO reHa.

® CumnToMbl 3a60AEBaHUSA: BAAOCTb MAM HaobopoT,
NoOBbILEHHas ABUraTeAbHasi aKTUBHOCTb MaAbILLa,
pebeHOK He NPOSABASIET MHTEPEC K OKPY>KaloLLEMY
MUPY, Ype3MepHasi MAAKCUBOCTb, MAAbILL
H6ecnoKoMHbIN, MOTYT HabAIOAATBCS CYAOPOIM Ha
KOXXe — NMPOSIBAEHUSA AEPMaTMUTa, MOYa MaxHET
«MbILLAMMWY.



NeuyeHue peHUAKETOHYpPUM

® OcHoBY AeYeHUsA GEHUAKETOHYPUU COCTABASIET
AMeToTepanus, Npy KOTOPOM AOAXKHO CTpPOro
OrpaHUYUBATBLCS MOCTYMAEHWE B OpraHu3m beaka
C NnpoAyKTamMu nuTaHusa. CteneHb NpPaBUABHOCTU
AMeTbl 0OyCAaBAMBAETCA KOAUHECTBOM
deHMAaAAHUHA B KPOBU MaLUEHTA.

® /\eyeHue NUTAHUEM 3aKAIOHAETCSA B MOAHOM
MCKAKOYEHUU U3 paLlMOHA BOABHOIoO NPOAYKTOB,
HacbIW,eHHbIX beAkamun: boboBsblie, aMLLa, MACO,
MOAOKO, pblby 1 Ap. Ha cToAe AOAXHDI
NPUCYTCTBOBaTb PPYKTbl, COKU (OBOLLHbIE U
$pyKTOBbIE), OBOLLM.



[MporHos u npodpurakTUKa

dEeHUAKETOHYPUM

® C LeAblO OLLEHKM pUCKA POXKAEHUSA pebeHKa ¢
$EeHMAKETOHYPMEN NPEABapPUTEABHOE
reHeTUYeCKoe KOHCYAbTUPOBAHUE AOAKHDI
NPOMTU CYMNpY’>KeCKMe Napbl, Y>Ke UMetoLMe
6oAbHOro pebeHka, coctosme B
KPOBHOPOACTBEHHOM bpake, nmeloLme
POACTBEHHUKOB C AaHHbIM 3ab0OAEBaHMEM.

® >KeHLWMHbI ¢ PeHNAKETOHYPUEN, MAAHUPYIOLLME
6epeMeHHOCTb, AOAXKHbI COBAIOAQTD CTPOTYIO
AMETY AO 3a4aTUA U BO BpeMs bepeMeHHOCTMW.

® Puck poxkaeHus pebeHka ¢ GeHUAKETOHYpUEN Y
POAUTEAEN-HOCUTEAEN AePEKTHOrO reHa,
cocTaBAdeT |:4.



