


1. CoBpeMeHHble noAxoAbl
K OLleHKEe COCTOSIHUSA
NUTaHKUA onepupoBaHHbIX
aeten

7151 CBOEBPEMEHHOIO OIpeAe/IeHUST TSDKECTH ITHUTa-
TEJbHBIX PACCTPOMCTB M TAaKTUKU IPU Ha3HAUYCHUU
MUTaHUS TIPeIBApUTEILHO HEOOXOIMMO OIIEHUTh CTaTyC
MUTaHUsI, OCHOBAaHHBIN Ha KIMHMYECKUX, aHTPOITOME-
TPUUECKUX (COMATOMETPMYECKUX) M OMOXUMUUICCKUX
tectax. OmepupoBaHHbBIE IETH B paHHEM ITOCieoIepa-
IMOHHOM TIEPUOJIE TIPU OTCYTCTBUU aIeKBATHON HYTpH-
TUBHOM MOAAEPKKHU (KJIMHUYECKOIO MUTAHUS) TOIBEP-
JKEHbI PUCKY PA3BUTUSI TSKEJIbIX PACCTPOMCTB MUTAHMSI.

MMeHHO olleHKa HYTPUTHUBHOIO CTaryca B AMHA-
MMKE, OTKJIOHEHHUSI €ro IlapaMeTpPOB OT HOPMATUBHBIX
3HAYEHU TTO3BOJISIIOT CYIUTh 00 3(p(PEeKTUBHOCTU TIPO-
BOJIMMOTO ITUTAHUS.

Ba3ucHyo OLIEHKY COCTOSIHUSI IUTaHUS PEKOMEH-
JIOBAHO BHITMIOJHATh He To3aHee 6—12 4 ¢ MoMeHTa
MOCTYIUIEHUST OOJIBHOTO B CTAllMOHAP W B NaJbHEMIIIeM
TTOBTOPSTH Yyepe3 AeHb (Y HOBOPOKICHHBIX M MAJICHBKIX
JIeTeill exxeqHeBHO) (Tabm. 1.1).

HaunHaths mpoBeneHne KOMIUIEKCHOM OLIEHKM CTa-
Tyca MNUTaHUsI OETel LeJIecO00pPa3HO C BbIIOJHEHUS
COMATOMETPUUYECKUX MCCIIEAOBAHUI, TaK KaK 3TU METO-
JIbl MCCJIeoBaHUsI Hanbosiee JOCTYIIHbL. MeTombl coMa-
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Taosmna 1.1. OcHOBHBIE MPUYUHBI PA3BUTUS HETOCTATOYHOCTH
MUTaHUS

MpuynHbI Knuuuyeckue cocTosHus

HapyLwieHue npuema nuwy | Ytpara co3HaHns.
HapyLueHue akTa rnoTaHus.
HeykpoTtumas peoTa.
HepBHas aHopekcus

HapyweHue nuwesapeHns | GepmMeHTHas HeA0CTaTO4HOCTb.
[MaHkpeatuT.

[acTpoakTomus.

Pe3exLnst TOHKON KULLKMA.
BunnapHas HefocTaToO4HOCTD

HapyLueHus BcacbiBaHWS | QHTEpUT.

CUHAPOM KOPOTKOIA KMLLKK.
BonesHb KpoHa.

@UCTYNbI KNLLIEYHNKA

Hapywenus o6meHa BpoxnaeHHble HapyLLeHus MeTabonmu3ma.
BeLLecTB (MeTabonuama) | Karabonuyeckue COCTOSAHMS:

CEencuc, 0Xoru, TpaBmbl, MHQEKLNN,
XWNPYPriyecKue BMeLLaTenbCTBa

TOMETPUU 00JIaIal0T TOCTATOYHOM TOYHOCTBIO U JIETKU
B ucnosb3oBaHuu. [Ipu aHagmse pe3yabTaTOB MOXHO
BBISIBUTh HE TOJbKO WHAMBHUIYaJIbHbIE OCOOCHHOCTU
GbU3NYECKOro pa3BUTHUSI, HO U BBIPAXEHHOCTb pac-
CTPOMCTB MUTaHUs. Pe3yabTaThl (hM3MYECKOTO pa3BUTHUS
pebenka (Macca/pocT/BO3pacT) ITO3BOJISIIOT OILICHUTh
COCTOSTHME TIMTAHMS 32 OIpee/IeHHBIN TIEpUo/ BpeMe-
Hu. K comaToMeTprueckuM U3MepeHUsIM OTHOCSIT:

e omnpeneyeHue pocTa (IIMHBI) Tea;

® omnpenejeHue Beca (Macchl) Tena;

® y3MepeHNe OKPYXKHOCTEH TOJOBHI, TPYOU, XXKMUBOTA,

1Ieu, CpeIHel TpeTH I1jIeua;

® ornpeneseHue TOJIIUHbBI KOXHO-KMPOBBIX CKJIAIOK

B CTAaHJAPTHBIX TOYKAX.

VY neteit paHHero Bo3pacTa MpuaarT 3HaYeHKe TToKa-
3aTeNIsIM OKPY>KHOCTHU TOJIOBBI, OTMEYAIOT TakKxKe YUCIO
3y00B, pa3Mepbl POTHUYKOB.

CrenyeT moq4epKHYTh, YTO, HECMOTpPSI Ha TPOCTOTY
MPUMEHEHUST COMAaTOMETPUUYECKUX M3MEPEHM, XKejla-
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TEJIBHO UCITOJIb30BATh TOJIBKO TOUHbIE UBMEPEHUSI, PO~
BEJCHHBIC IO BO3MOXHOCTU CHEIUAJIbHO OOYYEHHBIM
MEPCOHAIOM, TaK KakK JaJjiee 3TU U3MEePEHUST HYXKHbI JIJIsT
OTIMCaHUsI HYTPUTHUBHOTO cTaTyca pebeHKa U onpeaese-
HUSI CTETIEHU MUTATEJbHOW HEIOCTaTOUYHOCTH, MPUYEeM
000py/IOBaHWE TSI YACTOTO MCIOJIb30BAHUSI aHTPOIIO-
METPUUYECKUX U3MEPEHUI HEOOXOIUMO PETYIISIPHO MPO-
BepsTh. Bce M3MepeHust TOKHBI IPOBOIMTHCS B YTPEH-
HUE Yachl HATOIIaK.

CyIIecTBYIOT pa3JIMuHbIe CITOCOOBI OIIEHKNA COMATO-
METPUYECKUX TTOKa3aTeeil:

® pacuyeTHBIH (110 popMyIam);
® TapaMeTpUYeCKHUil (METOH CTaHIapTOB);
® HemapaMeTPUUECKUI (10 LICHTUIbHBIM Ta0aUlIaM).

PocT Tena B uIMHY CITy>KUT OTHUM U3 KPUTEPUEB pas-
BUTUSI peOeHKa, KOTOPbIi MOXHO OLIEHUBATh OJHOMO-
MEHTHO (CpaBHMBasi €ro ¢ HOPMATUBHBIMU TTOKA3aTesI-
MU ISl AAHHOTO POCTA) UJIU 32 HEKOTOPBIN MPOMEXYTOK
BPEMEHU (OLIEHWBAsI JUHAMUKY POCTA).

Maccy Tena pebeHka OLIEHUBAIOT IMyTeM CpaBHUBA-
HUST BECOBOTO JMaria3oHa IO BO3PACTHBIM KaTeTOPUSIM
W HaOMIOMAT 3a AMHAMUKON Macchl Tejia; OTMEYaroT
TEMITbI TTOBBIIICHUSI POCTa Y 3M0POBBIX AeTeid. Jlerko
OLICHUTH 3(P(PEKTUBHOCTD JICUSOHOTO IMTUTAHUSI TTO3BOJISI-
eT eXeTHEeBHOE B3BeIIMBaHUE OOJIbHBIX.

Kpome Toro, ObIcTpoe MOBBIIIIEHNE MacChl TeJia (0Co-
OeHHO Ha (poHE MapeHTEepPaJbHOTO IMUTAHUS) MOXET
OBITh CBSI3aHO C 3aEPKKOM KUAKOCTU, YTO TIOJATBEPXK-
Jaetcst 00caeJOBAaHUEM U CTPOTUM €XKeTHEBHBIM YUETOM
00BEMOB MOCTYNUBIIEH U BbIACAEHHON XUIKOCTH.

Tpebyemoe KOIMYECTBO KajJopuii, Oenka, MUKPO-
3JIEMEHTOB Pa3JIM4aeTCsl B 3aBUCHMOCTHA OT MaccChl Tejia
OosbHOrO pebeHKa, Iojla, Bo3pacTa, Pe3epBOB Opra-
HU3Ma, QU3NYECKUX 3aTpaT, a TaKkKe TOTIOJTHUTEIbHBIX
3aTpaT, CBSI3aHHBIX C TPABMOW, XUPYPTUYECKUM BMellla-
TEJIbCTBOM WJIU CETICHCOM.
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