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HacnencTBenHbie HapyiieHuss MeTa0o0JIM3Ma, CBSI3aHHBIE C HAKOTUICHHEM B OPTaHU3ME aMUHOKHC-

JIOT, OPTaHUYECKUX U KUPHBIX KUCIOT WIH ACPHUIMTOM SHEPTeTUYECKUX CyOCTpaToB, OOBIYHO MPOSBIS-

FOTCSI OCTPO B HEOHATAJIBHOM IEPUOJE, MOCIE «CBETIOr0 MPOMENKYTKa» MPOIAOJIKUTEIIBHOCTBIO HECKOJIb-

KO JHEH mocie poxkaeHus. BMecte ¢ TeM He HcKItouaeTcs Oosee mo3aHsas MaHu(ecTalys — B TeUCHHUE

MEPBBIX JIET KU3HU, YTO OMPEACISICTCS XapaKTEPOM U CTENEHBIO TsDKeCTH 3aboneBanus. Kpusbl Moryt

OBITH CIIPOBOLIMPOBAHBI MHTEPKYPPEHTHBIMU 3200JI€BaHUSIMH, U3MEHEHUEM JIUEThl U PEKUMa BCKapMIIH-

BaHUS U IPYTUMH NPUYUHAMU. TUNTUYHAS KapTHUHA 3a00JICBaHUS MOKET BKITIOUATh:

®  JUCTPECC-CUHJPOM WMJIA CETICUC HOBOPOXKIAECHHOIO, Pa3BUBIIMNCS B TEUEHHE HECKOJIBKHMX YaCOB WIIH
JHEW TOoCIie POKIAEHUS; MPU 3TOM TSXKECTh COCTOSIHUSI HOBOPOK/IEHHOT'O HE COOTBETCTBYET OTHOCH-
TEJIHHO 0JIAroTmoIyYHOMY TEUCHHIO JAHHOH OSPEMEHHOCTH M POJOB (OTCYTCTBYIOT YKa3aHUsS B aHAM-
He3€ Ha TSDKETYI0 TUIOKCHIO TI0/a U aC(PUKCHUI0 HOBOPOXKIACHHOTO, TPABMAaTUYECKUE TTOBPEKICHUS
HEPBHOW CUCTEMBI);

e cunapomsl Peite, ne Tonu-/ledpe-dankonu;

®  KIMHUKO-TA0OpaTOpHbIE MPU3HAKU TEMaTUTa MPU OTCYTCTBUHU WH(MEKIIMOHHOTO WMIU TOKCHYECKOTO
MOPAKECHUSI ICUCHH;

®  YBEJIMYECHHUE PAa3MEPOB MEUCHH U CEJIC3CHKU;

®  JIbIXaTeNbHbIC HAPYIICHUS: TUTIEPITHOD U aIlHO?;

e HapylICHHUS peXUMa CHa — OOPCTBOBAHUS: OTCYTCTBHE CIIOHTAHHOTO OOJPCTBOBAHUS Y JTOHOIIICH-
HBIX HOBOPO’KJEHHBIX, JIETAPTHUsi, COHJIUBOCTD;

® CHUMIITOMOKOMIUIEKC «BSJIOTO peOSHKa»: BKIIIOYACT MO3Y «ISATYIIKW», CHIKEHUE CONMPOTHBIICHUS K
MAaCCUBHBIM JIBIDKCHUSM, YBEIIMUECHUE 00beMa JIBMKEHUN B CyCTaBax, CHIDKEHHUE OOIEH JBUTATEIh-
HOM aKTUBHOCTH U 3aJIePXKKy MOTOPHOTO Pa3BUTHUS (HO B HEKOTOPBIX CIydasx yKe B HEOHATATbHOM
MEPUO/I€ BO3MOKHO TOBBIIICHUE MBIIIICYHOTO TOHYCA);

® TIOSIBJICHHE HEBPOJOTMYECKUX HAPYIICHUH, KOTOPhIE OTCYTCTBOBAJIM Cpa3y MOCIE POKICHHS: HAJIH-

4y aHOMAJIBHBIX JIBIDKEHUH S3bIKa, TYO, BEJIOCUTIEIONOI00HbIEC IBIKEHHUS HOT, MTOBBIIICHHBIA TOHYC

KOHEYHOCTEH, MUOKIIOHUYECKHE CYJIOPOTH, OMUCTOTOHYC U Ap.

CyZ10pOrH;

HEOOBSICHUMBIE TPYAHOCTH BCKaPMIIUBAHUS,

HEMEPEHOCUMOCTh OENKOBO MHUIIHU, PBOTA;

crenu(pUIecKrii, HeXapaKTEePHBIN ISl 3J0POBOTO YEIIOBEKA 3arax;

aHOMaAJIbHBIN IIBET MOYM;

aHEeMUsl, HeUTPOIIEHUS, TPOMOOIIUTOIICHUS, ITAHIIUTOTICHHS.

KETOHEMHSI, KETOHYPHSI;

TUIOTJIMKEMHSI, TUIICPTIIMKEMHUSI WJTH YaCThIe KOJICOAHUsSI YPOBHSI TITFOKO3bI B KPOBH;

aIu03 C YBEJIIMUYEHHBIM aHUOHHBIM UHTEPBAJIOM;

MOBBIIICHUE YPOBHS JIAKTATA;

MOBBIIICHHBI YPOBEHb TPUTIIUILIEPHUIOB U XOJECTEPHUHA B KPOBH;

HEMOCTOSIHHOE MOBBIIIEHNE YPOBHS MOYEBOM KUCIIOTHI;

MOBBILIEHHE YPOBHA KpeaTHH(POCHOKUHA3HL;

HAJIMYMe CXOAHBIX HapyIIEeHUI B ceMbe (y OpaTheB U cecTEp), CIIydan CMEPTH 10 HESICHOW MPUYUHE B

HEOHATAJIBLHOM MEPUOE, MJIAJICHYECTBE UIIH JIETCTBE.

HecBoeBpemeHHOE yCTaHOBJICHUE AMArHO3a U OTCYTCTBUE aJIEKBATHOTO JICUEHUS MOXKET IPUBECTH
K CMEPTH HOBOPOKJEHHOI'O WM TsKeJIol MHBanuAHOCTH. [IpaBuibHAsl TpakTOBKA MAaTOJOIMH CIIOCOOHA
00ecnevYnTh ONTHUMAIbHOE HEPBHO-TICUXMYECKOE Pa3BUTHE peOCHKA M OKa3aTh WICHAM €ro CEMbU CBOE-
BPEMEHHYIO CIIEHUATU3UPOBAHHYIO MEIUKO-T€HETUYECKYIO ITOMOIILIb.

C 2007 r. B Pecnnybnuke benapych mpoBOAUTCS AUArHOCTHUKA ATOU TPyNmbl 1e(HEeKTOB MeTab0H3-
Ma HCCJIEeIOBAHUEM IISTEH BBICYHNICHHOW KPOBU METOJIOM JKHJIKOCTHOM XpoMaTorpaduu — TaHIEMHOU
Macc-CeKTPOMETPHUH.



3a0op KpOBHU ISl MCCIIEOBAHUS MPOU3BOAUTCS TaK K€ KakK U JUIsl CKPUHMHIAa HOBOPOXKICHHBIX Ha (Qe-
HUJIKETOHYPHIO.

B HalnpaBJC€HUHU JOJKHBI ObITh YKa3aHbI

1)
2)
3)
4)
5)

6)

7)
8)

dbamMuHsl, UMs, OTIYECTBO OOJIBHOTO;

JaTa poXKICHHS,

JIOMAIlHAN aJIpec;

JIMarHo3;

JpyTUE CBEACHUS, KOTOPbIE MOTYT yKa3blBaTh Ha HACJIEJCTBEHHBIA XapakTep 3aboseBaHus (eciu
UMEIOTCH);

€CIIM TIOJTyYaeT MapeHTepaIbHOE MUTaHHUe, yKa3aTh Kakoe (B 3TOM cirydae 00pasiisl KpOBH HEOOXOU-
Mo Opathb nepen uHpy3uen);

nata 3a00pa KpoBH;

Ha3BaHUE JICUCOHOTO YUPSIKICHHUS U (haMHIIUS Bpavya Ha3HAUMBIIIETO UCCIICIOBAHHE.
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