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[onynsiuoHHAs YaCTOTA 3a/IeP:KEK HEPBHO-IICHMXUYECKOTO PA3BUTHS Y JeTeil PAaHHEro BO3pacTa oueHuBaeTcs npumepHo B 10%,
o01Ieil MHTEJTIEKTYaIbHON HeJO0CTATOYHOCTH (YMCTBEHHO# oTcTandocT) — B 1—3%. 3anepxkka pa3BuTHsi onpenessiercs Kak cy-
LIeCTBEHHOE OTCTABAHME MO CPABHEHUIO C HOPMATHBHBIMH NMOKA3aTeJsIMU B JTI000i M3 OCHOBHBIX chep: ABUraTeIbHONH, KOMMYHH-
KATHBHOW, KOTHUTUBHOM, aaNTHBHO-NIOBEIEHYECKOil, COIMAIbHO-3MOIMOHAIbHOK. O0mas (I100abHAas) 3a1epKKA Pa3BUTHS Xa-
PaKkTepu3yeTcs 3HAYUTEIbHbIM OTCTABAHMEM MO JBYM UM 0oJee cepam. IIpuvenenne coBpeMeHHBbIX JUATHOCTUYECKUX METO/IOB,
B yacTHOCTH WKan beiim wim [puddurc, nossonser 1aBath 00beKTHBHYIO KOJHYECTBEHHYIO OLEHKY KaK 00LIEro pa3BuTHs peden-
Ka, TaK M nokasareJeii o otaeabHbIx cdepam. Ha atane npeasaputebHOro oociieioBanus uejecoo0pasHo nposoauts /lenBep-
CKMii CKDUHUHTOBBIil TECT YPOBHSI Pa3BUTHS, KOTOPBIi MOKET HCNO/Ib30BATHCS HEMOCPEICTBEHHO B Ka0uHeTe Bpaya. [IpmunHamu
001meii 3a1epKKH Pa3BUTHSI/MHTE/UIEKTYAIbHOI HEJOCTATOYHOCTH Y JeTeil MOryT ObITh: nepuHaTaibHas natojorus LIIHC; nopoku
Pa3BUTHS MO3ra; BHYTPUYTPOOHbIe MH(EKINH; BHYTPUYTPOOHbIE HHTOKCUKAIIMM; TICUXOHEBPOJIOTHYECKHE 3200/1eBaHUsl C PAHHUM
Havayiom (Heiipounexuuu, Tpasvmsl [IHC, anunencun, paccTpoiicTBa ayTHCTUYECKOTO CIIEKTPA U IP.); BPOXKIEHHbI THIIOTHPEO3;
reneTuyeckue 3a6ojeanus. Cpeau Bcex reHeTHYECKUX MPUYMH 0OILEl 3a1ePKKH PA3BUTHS/MHTEIEKTYAJIbHOI HE0CTATOYHOCTH
25—-30% cocTaBisioT XpoMocoMHble anomMauu, 10% — MoHoreHHbIe (0J1e3HU (00J1e3HH 00MEHA BENECTB, HEPOIKTOIEPMAIILHbIE
CHHIPOMBI, 3200/1eBaHUs C PEeMMYILEeCTBEHHbIM MOPAKEHHEM CEPOro Wi 0esioro BelecTBa roJoBHOro Mo3ra). Paccmarpusaiorest
JIMarHOCTHYECKHE BO3MOKHOCTH COBPEMEHHBIX FeHeTHYECKUX METO/I0B.

Karouesvte caoea: demu, 3a0epicku panHeeo HePEHO-NCUXUHECK020 pa3gumusl, 00uas UHMeANeKMYalbHAsl HeOOCMamo4HOCMb, Jua-
2HO3, NUAENCUSL, PACCMPOIICIMEA AYMUCMUYECK020 CHeKMPA, HACAeOCMEeHHble 3a001e6aHUA.

The population frequency of neuropsychic developmental delays in infants is estimated at nearly 10%; that of global intellectual dis-
ability (mental retardation) is at 1-3%. Delayed development is defined as a substantial retardation as compared to the standard
indicators in any of the basic spheres: motor, communicative, cognitive, adaptive-behavioral, and socioemotional ones. Global de-
velopmental delay is characterized by a significant lag in two or more spheres. The use of current diagnostic techniques, such as the
Bayley or Griffiths scales, can provide an objective quantitative assessment of both an infant’s overall development and indicators
in individual spheres. At the preliminary examination stage, it is expedient to carry out a Denver developmental screening test that
may be directly used in a doctor’s consulting room. The causes of global developmental delay/intellectual disability in infants may be
perinatal central nervous system (CNS) lesions; brain malformations; intrauterine infections; intrauterine intoxications; early-onset
psychoneurological diseases (neuroinfections, CNS injuries, epilepsies, autism spectrum disorders, etc.); congenital hypothyroidism;
genetic diseases. Among all genetic causes of global developmental delay/intellectual disability, there are chromosomal anomalies
(25-30%), monogenic diseases (metabolic diseases, neuroectodermal syndromes, diseases with predominant grey and white matter
involvement). The diagnostic possibilities of current genetic methods are considered.

Key words: infants; delays in early neuropsychic development; global intellectual disability; diagnosis; epilepsy; autism spectrum disor-
ders; hereditary diseases.

(GopMHUpoOBaHUE MOTOPHBIX HaBBIKOB, KOOPIWMHAILIUM pa-

OOTHI Pa3HbIX T'PYIIIT MBbIIIIII, MBIILLIEYHO CHJIbI, BBIHOC-

€T PAHHETO BO3pacCTa C HAPYIICHUAMU pa3BUTUSA CO-
CTaBJIAIOT 3HAYUTECIbHYIO YaCThb IMallMCHTOB II€anuaTpa

U JeTCKOro HespoJora. [TomynsiiimoHHast yactora 3aiep-
K€K HEPBHO-TICUXWYECKOTO PAa3BUTHSI Yy AETeil paHHero
Bo3pacTta olleHuBaeTcs npumepHo B 10% [1, 2]. B 60i1b-
IIMHCTBE CJIy4aeB — 3TO JIETKUE U CPETHETSIKETbIe (POPMBI.

3anepxkKa pa3BUTHUSI OMpPeENesieTcsl Kak CYIIeCTBEeH-
HO€ OTCTaBaHME MO CPAaBHEHUIO C HOPMATUBHBIMU MOKa-
3aTeJISIMU B JIIO0OI M3 OCHOBHBIX chep: IBUTATEbHOM,
KOMMYHMKATUBHOM, KOTHUTHMBHOMW, amalTUBHO-TIOBE-
NIEHYECKOU, ColMaabHO-3MOIMOHaNbHOW. [lpn 3TOM
nBurarejibHoe ((usmyeckoe) pa3BUTHE TOIpa3yMeBaeT
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JIMBOCTU, TMOKOCTH, BBITIOJIHEHUST TTOCIEI0BATEIbHOCTH
nBukeHuit. KoMMyHUKaTUBHOE pa3BUTHUE — CTaHOBJIE-
HUE 9KCITPECCUBHBIX U PELIETTTUBHBIX HABBIKOB OOIIIEHNS,
BKJIIOUasi YCTHYIO M TIMCbMEHHYIO pedb, SI3bIK KECTOB.
KornutuBHoe (To3HaBateslbHOE) pa3BuTHe — (opMuU-
pOBaHUE BBICIIUX TMCUXMYECKUX (DYHKIINI, MHTEIeK-
TyaJIbHBIX CMOCOOHOCTEHl M HaBBIKOB, HEOOXOMMMBIX
JIJISL YCTICIITHOTO OOYYeHUsI, a TaKXKe YMEHUSI B HYXHbIE
MOMEHTBI TTPUMEHSITh YCBOCHHYIO0 MH(MOPMAIIMIO U TTPU-
HuMaTh peutieHus. ColuMalbHO-3MOIIMOHAJIBHOE pas-
BUTHE BKJIIOUaeT OOIIEHME W B3aMMOJEUCTBUE C OKPY-
KaIIMMU, yMeHue (opMupoBaTh W TIOAJNEPXKUBATh
B3aMMOOTHOIIIEHUsI C JPYTMMM JIIOJbMU, TTOHUMaHUe
COLIMAJILHOTO M 3MOLIMOHAJIBHOTO 3HAYeHUST MeXITNY-
HOCTHBIX KOHTaKTOB, YMEHUE BECTU Ce0s1 B pa3IMUHbBIX
COLIMAJIbHBIX CUTYaIIMSIX. ATaNTUBHOE TTOBEACHUE — CTIO-
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3asadenko H.H. 3aﬂ6p)KKI/I PAHHETO HEPBHO-TICUXUYECKOTO PA3BUTUS: ITOAXOIbI K TMAarHOCTUKE

COOHOCTD TIPUCTIOCA0IMBATHCS K OKPYXKAIOIIUM YCTIOBU-
SIM ¥ TIPOSIBJISITH TIPU 3TOM CaMOCTOSITeJIbHOCTh, BKJTIOUasT
camooOcaykrBaHUe (TpUeM IUIIWA, OIeBaHWE W [p.),
BBITIOJTHEHHE JIe)T U 3aJaHUi1, TpUMEeHEHNEe TEXHUIECKUX
YCTPOMCTB; 3a00TUTHCS O CeOe 1 OKPYXKAIOIIMX.

IpuMeHeHWe COBpPEMEHHBIX JMATHOCTUYECKUX Me-
TOmoB, B yacTHocTu mkan beiinu [3] wim Ipuddurc
[4, 5], mo3BoJIsIET 1aBaTh OOBEKTUBHYIO KOJIMUECTBEHHYIO
OLIEHKY KaK 00111er0o pa3BUTHUs peOeHKa, TaK U IoKas3aTe-
JIeit 1o OTAeNbHBIX chepaM (B BUIE OLIEHOK 1O 1ITKaaMm).
Mxaner beitnu (3-s1 Bepcust) pa3paboTaHbl s AeTeit
B Bo3pacte 1—42 mec, ABa BapuaHTa MeToauku I[pud-
durc — nns merei mepBbIX 2 JeT Xku3HU [4] u 2—8 ner
[5]. Ha srame mpemBapuTeILHOTO OOCIEHOBAHUS IIEje-
€c000pa3HO MPOBOAUTH JIeHBEPCKUIT CKDUHUHTOBBIN TeCT
ypoBHs pa3Butus (Denver Developmental Screening Test,
DDST), xoropslit cuutaercss tHGOPMaTUBHBIM U HAIEXK-
HBIM METOJIOM OLIEHKH Pa3BUTHSI, MOXET UCTIOIb30BaThCSI
HEIOCPEACTBEHHO B KabuHeTe Bpaua [6, 7]. OH obecmne-
YMBaeT OBICTPYIO OILIEHKY YETBIPEX aCIeKTOB pPa3BUTHS
y meTeit ¢ 1-To roga XU3HU 10 6 JIeT: NIBUTATEIbHBIX Ha-
BBIKOB (KPYITHBIE JIOKOMOIIMM), PeUr, METKOU MOTOPUKHU
U TIpakcuca, JIMYHOCTHO-COLUMAIbHOTO (HABBIKOB 00-
1eHust U caMoobciyxuBaHus). Ha crierimanbHoil Kaprte
IS KaXIIOro HaBblKa 0003HAaY€H BO3PAacTHOW MHTepBall,
Koraa ero ocsauBaroT 25, 50, 75 u 90% nereii. JJomoaHu-
TeJbHbIE JAHHBIE MOTYT OBITh TOJYYEHBI MPU HMCIIOJb-
30BaHUU JIPYTUX TICUXOMETPUYECKUX TecToB, HO DDST
B COYETaHWM C HEBPOJOTUYECKUM OCMOTPOM HaeT He-
obxonumyl MHMOpMaLKIO Mepel TeM, KakK MPOBOIUTH
JajibHEHIIINe TMarHOCTUUECKUE UCCIeIOBAHMUSI.

CreayeT OTMETHThb, 4YTO HapyUIEHWS Pa3BUTHS
10 KaXXIOi U3 OCHOBHBIX C(Dep MOTYT TOMUHUPOBATH YKe
Ha paHHUX KJIMHUYECKMX CTaJMusIX Pa3IWYHBIX 3a0o0Je-
BaHUIA, YTO HEOOXOAMMO YUMTHIBATD C LIEJbIO MX PaHHEH
JMUarHOCTUKU. Tak, TIpU IETCKUX IepeOpabHbIX TTapaii-
yax ([LLIT) B mepByo ouepeab CTpagaeT IBUTATEebHOE
pa3BUTHE, MPU WMHTE/UIEKTYaJIbHONW HEIOCTaTOUHOCTHU
(YMCTBEHHOU OTCTaJOCTH) — KOTHUTUBHOE, nuchazuu
(ananun) — KOMMYHUKAaTUBHOE, PaCCTPOMCTBAX ayTUCTH-
YeCKOro CIeKTpa — COILIMajJbHO-3MOIMOHAIbHOE, pac-
CTpoiiCcTBaX OOyYeHUsT U CUHApOME e(pUIITa BHUMAHMSI
¢ runiepaktuBHOCTHIO (CIIBI') — KOrHUTUBHOE.

OnHako y neTeil ¢ pasiuYHbIMM (hOpMaMu TICHUXO-
HEBPOJIOTMYECKUX HAPYIICHUH HEepeaKO OTMEeYaeTCsl OT-

CcTaBaHHWE B Pa3BUTUU 110 HECKOJBKUM cdepam, 4TO MO-
JKeT OBITh OOYCIOBJIEHO, C OTHON CTOPOHBI, CTEMEHBIO
un obmurpHocThio nopaxeHusi LIHC (B pesynbrate yero
npu JLTT, HampuMep, MOXeT 3HAUUTEIbHO HapyIIaThCsI
pa3BUTHE KOTHUTUBHBIX (DYHKIINI U pevn), a ¢ APYyroi —
B3aMMOCBSI3bI0 (DOPMUPOBAHMS pa3HBIX chep WHIUBU-
JIyaJTbHOTO pa3BUTHsI. B KadecTBe MpumMepa TpUBEAEM
coOCTBeHHbIe JaHHble obOcienoBaHus 120 malMeHTOB
(89 manbuukoB 1 31 neBoUkM) B Bo3pacrte oT 3 10 4,5 net
¢ nucdasueit pa3Butus (ananueit) [§] ¢ moMolbo METO-
nuku DP-3 (Developmental Profile 3) [9].

HNuchasus pa3BuThs (ajanus) OTHOCUTCS K TsKe-
JIBIM PacCTPOMCTBAM peuu y IeTeil U paccMaTpUBaeTCst
KaK ee CHCTeMHOe HeIOpa3BUTHE B pe3ysibTaTe Iopa-
JK€HUsI KOPKOBBIX PEUYEBBIX 30H B TOPEUYEBOM TEpUOJIE.
xansr DP-3 [9] npeaHazHayeHbI 151 OLIEHKU 0COOEH-
HOCTel pa3BuUTHUsI pebeHKa 1o msaTu chepam: 1) nBura-
TeJbHbIE HaBbIKW; 2) amalnTUBHOE TOBeAeHUE; 3) CO-
LMaJIbHO-3MOLIMOHaNIbHAsl cdepa; 4) IMo3HaBaTelbHas
cdhepa; 5) peuyb U KOMMYHMKATUBHBIE CITOCOOHOCTH.
TTpuMeHsimach opma Ijis CTPYKTYPUPOBAHHOTO OIPO-
ca, TPOBOIUMOTO CTIELIMATTMCTOM C POAUTENISIMA. Y Je-
Telt ¢ nucdasneii oOHapyKeHO OTCTaBaHUE OT HOPMaJTb-
HBIX TIOKa3aTejield He TOJBbKO B Pa3BUTUM PEeUM, HO U
B (hOPMUPOBAHUH IBUTATETLHBIX HABBIKOB, aalTUBHO-
ro MOBENEHUSsI, COLMATbHO-IMOLIMOHAIBLHONW U MO3HA-
BaTeJbHOU cdep. B Tabn. 1 mpencraBieHbl pe3yabTaThl
o0ciienoBaHs, TTOKa3bIBaloIIMe, Ha KaKOi BO3pacTHOM
WHTEpBaJ UMEJIOCh OTCTaBaHWE OT HOPMAaJIbHBIX TTOKa-
3aTesieil B Tpex Tpymmax aeTeil ¢ aucdasueii pa3BUTHS,
pasnesieHHbIX 110 Bo3pacTty: 1-g — ot 3 et 0 Mec 10 3 jet
5 Mmec; 2-s9 — ot 3 et 6 mec g0 3 et 11 mec; 3-g9 — ot 4
set 0 mec o 4 et 5 Mec.

3aKOHOMEPHBIM TIPEACTABISIETCS TO, 4YTO Hambo-
Jiee 3HAYUTEIbHBIM OBbLIO OTCTaBaHWE B (DOPMUPOBAHUU
peuyd M KOMMYHMKATUBHBIX CITOCOOHOCTEH, HO, KpoMe
TOTO, CTEMeHb MAHHOTO OTCTaBaHWS YBEJIMYMBAIACh —
or 17,3+0,4 mec B 1-it rpynne go 21,2+0,8 mec Bo 2-ii
u 27,3+0,5 mec B 3-i1 rpynne. Hapsiny ¢ yBennueHueM Bbl-
PaXKeHHOCTH OTJIWYUIA OT 3JI0POBBIX CBEPCTHUKOB B peye-
BOM pa3BUTHUM, OTCTaBaHWE BO BCEX OCTAJIbHBIX cdepax
He TOJIbKO COXPaHSIJIOCh, HO M CTAHOBUJIOCH OoJTee 3HAYM -
TEJBHBIM C KaXXIbIM TTOJYTOIOBBIM BO3PACTHBIM TTEPUO-
oM (cM. Tabi. 1). DTO CBUIETENBCTBYET, C OMHOI CTOPO-
HBI, 0 3HAYUTEJTLHOM BIMSIHUU PeYM Ha JIpyrue chepsl

Tabauya 1. OTcraBaHue MoKa3areJieil pa3BuTus (B Mec, M+m) B TpeX BO3PACTHBIX IPynmnax aeteii ¢ muchasueit

ColuajibHO- Peub
JlBUraTeabHbIe AnantuBHoOe TTo3HaBa-
Tpyrima marmeHToB (BO3pacT) OMOIMOHAIb- 1 KOMMYHM-
HaBBIKU MoBeieHne TeJbHas cepa
Has cdepa Kalust
Or 3 et 0 Mec o 3 neT 5 mec (n=73) 6,7+0,3 3,3+0,3 4,9+0,3 6,9+0,3 17,3+£0,4
JeTH ¢ AChasuEH OT 3 18T 6 MEC 1o 12,240,5* 8,2:40,4* 10,440,6* 11,80,5* 21,2+0,8*
3 et 11 mec (n=25)
AT € TSRS O 4 M 1 5e 10 17,240,4* 13,640,5* 14,9+0,5* 18,0+0,4* 27,3+0,5*

4 et 5 mec (n=22)

Ilpumeuanue. * — JIOCTOBEPHOCTb PAa3IMUMIA C MpenbIayLIeil Bo3pacTHOI rpymmoii: p<0,001.
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pa3BuUTHS pebeHKa, a ¢ IPYroil — o TECHOW B3aMMOCBSI-
3 M HEPa3pBIBHOCTU Pa3IUYHBIX ACITEKTOB WHAWBUIY-
aJbHOTO pa3BuTHs. [109TOMY BakHOe 3Haue€HHE MMEIOT
paHHSISI TUarHOCTHKA OTCTaBaHUsI B pa3BUTUU PEeUU Y Jie-
Tel W Toc/ieAyolasi MHOTOHAIpaBIeHHAsT KOPPEKIUs
MMETOIINXCST HapyIIeHMUIA.

ITockombKy TOHATHE «3afepsKKa Pa3BUTHUST» O3HAYAET,
4YTO y pebeHKa HabIogaeTcss OTCTaBaHUE OT BO3PACTHBIX
HOPMAaTUBOB, TO B HEKOTOPBIX CIyJasiX JaHHBIM TEPMUH
TaKKe MCTOJIb3YeTCsT TT0 OTHOIIEHUIO K MallieHTaM ¢ 00-
el MHTEJIEKTYaTbHOM HEeIO0CTATOYHOCThIO (YMCTBEH-
HOIM oTcTanocThio). Ee pacrnpocTpaHeHHOCTh Cpenu Jie-
Teil 1 MoaApPOCTKOB coctapiseT 1-3% [1, 10, 11].

ITo oTHOIIEHMIO K TPYTITIe MAIMEHTOB paHHETO BO3-
pacTta (10 JTOCTUXEHUs 6 JeT) B MEeXIyHApOTHOW JIM-
TepaType M B JIMarHOCTUYECKOM U CTATUCTUYECKOM
PYKOBOJCTBE MO TICUXUYECKUM paccTpoiicTBaM AMepu-
KaHCKOW TICUXMATPUYECKON accoumaluu, u3gaHuu V
(DSM-V) [12], npuMeHsIeTCsI TEpPMUH «00I11ast 3a1epK-
ka pazButusi» (global developmental delay). O6mas 3a-
JiepXKKa pa3BUTHST XapaKTepU3yeTcsl 3HAUMTEIbHBIM OT-
cTaBaHMEM I10 IBYM Wiu Oojee chepam. Y 3Tux aeteit
OTMEYalOTCsS HapyLIeHUsT 3pEHMSI, ClIyXa, PedH, MOTO-
PUKH, JIOTMYECKOTO MBIIUICHUS, COIUATbHO-3MOIINO0-
HaJIbHOTO M aJIalTUBHOTO TToBeAeHMsI. Korma maiyeHTsl
CTAHOBSITCS CTapllie, MHOTUM W3 HUX YCTaHABIMBACTCS
JIWarHO3 OOIIell WHTEeUIEKTYaTbHOM HeI0CTaTOYHO-
ctu (ymcTBeHHOM oTctanoctu) [10, 11]. B Tex ciyyasx,
KOTha 3aJiepKKa pa3BUTUs OTMEYaeTCsT JIMIITb B OTHOMU
cdhepe, TMarHo3 oOIIeH 3aAePKKY pa3BUTHS HEe CTaBUT-
cs1. Takum oOpa3oM, 3Ta ¢OpMyIMpPOBKa TpeaBapsieT
JIMaTHO3 YMCTBEHHOM OTCTAJIOCTH Y TTALIMEHTOB PAaHHETO
Bo3pacTa (10 5 JieT BKJIIOUUTEIbHO), ¥ KOTOPBIX MOXET
OBITH 3aTpyIHEHA TOYHAS OIICHKA OOIIEro MHTEJIICKTY-
anpbHOro nmokazatens (1Q).

ITo MKB-10 [13] B 3aBUCMMOCTU OT 3HaYeHUI 00-
1Iero MHTeJIeKTyaabHoro rnmokasatens (1Q), yarie Bcero
orpenensieMoro no Meroxay /. Bekcnepa [14], pazrpaHu-
YUBaeTCs HECKOIBKO YPOBHEN YMCTBEHHOI OTCTAIOCTH:

F70 — nerkas: 1Q=69—50;

F71 — ymepennast: 1Q=49-35;

F72 — rsxenas: 1Q=34-20;

F73 — rny6oxkast: IQ=nuxe 20.

OTeuecTBEHHBIMU CTEIUATUCTAMM IITUPOKO TpUME-
HSETCI TEPMUH «3alepXKa TICUXUYECKOTO pPa3BUTHS»,
BBeaeHHBIN B 1960-¢ ronbl I E.CyxapeBoii 1151 0603Haue-
HUS TTOTPAaHUYHBIX HAapyIIeHU MHTEJUIEKTYaTbHOTO pa3-
BuTH [ 15]. 3amepkKa NCUXMIECKOTO pa3BUTHSI — BapUaHT
TICUXUYECKOTO JM30HTOTeHEe3a, K KOTOPOMY OTHOCSITCSI
pa3IUYHbIe IO 3TUOJOTUU, TATOTeHE3y, KIMHUYIECKUM
MPOSIBJICHUSIM M OCOOEHHOCTSIM ITMHAMUKU COCTOSTHUST
JIETKOM MHTEJIEKTYaTbHOM HETOCTATOYHOCTH, 3aHUMal0-
IIe TTPOMEXYTOUHOE TTOJIOKEHNE MEXIY WHTEJUIEKTY-
aJTbHOI HOPMOI Y YMCTBEHHOI OTCTAJIOCThIO M UMEIOIINe
TEHACHIWIO K TIOJOXUTEIBHOM JAWHAMUKE TIPU XOPO-
III0 OpPraHM30BaHHOW peadMIUTAIIMOHHON padote [15].
M.III. Bpono [16] BeImenUa cleayrolie KIMHUYECKUE

MNEPELOBAS

MPU3HAKU, XapaKTepHbIe JIJIsT BceX (DOPM 3aJePKKU TICHU-

XMYECKOTo pa3BUTHs: 1) 3aras3iabiBaHUe pa3BUTHUSI OCHOB-

HBIX TICUXOU3NYECKUX (PYHKIIMI (MOTOPUKU, pedyu, CO-

LIMAJIbHOTO MOBENEHUs); 2) IMOLIMOHAIbHASI HE3PEJIOCTh;

3) HEpaBHOMEPHOCTb Pa3BUTUSI OTACJIBHBIX TICUXUYECKUX

¢yHK1Mit; 4) GYHKIMOHAIBHBINA, 00paTUMBIN XapakTep

HapyweHuii. Haubosnee mosHas KJiMHMYEcKast KJIaccu-

dukaius ¢hopM 3aaepPKKHA IICUXUUECKOTO Pa3BUTHS OblIa

npemnoxkeHa B.B. KoBanesbim [17]:

1. JIuzoHToreHeTM4YeCKMEe (HOPMbI 3aMEPXKKU TCUXU-
YeCKOro pa3BUTHUSI:

*  TIpU NICUXUYECKOM UH(paHTUIU3ZME;

* TIpA OTCTAaBaHWUM B Pa3BUTUU OTIEIbHBIX KOMITOHEH-
TOB TICUXUUYECKOW JESTEIbHOCTU: 3a/epKKax pa3Bu-
TUSI peuyd, OTCTaBaHUU Pa3BUTHUS TICUXOMOTOPUKMU,
IIKOJIbHBIX HaBBIKOB.

2. DHuedanonatTuyeckue Gopmbl 3anepKKUA TICUXU-
YeCKOro pa3BUTHUSI:

* 1epedpacTeHuYecKre CHUHIPOMbBbI C 3ara3iblBAHUEM
Pa3BUTHS IIKOJTHHBIX HABBIKOB;

*  TICMXOOPTaHMYECKUE CUHAPOMbBI C HAPYIIIEHUEM BbIC-
IIUX TICUXUYECKUX DYHKIINIA;

* TIOrpaHWYHAsl WHTEJUIEKTyaJllbHask HEIOCTaTOUHOCTb
npu JULITT;

*  WHTeJJIEKTyaJbHasl HeJJOCTaTOYHOCTh IPU aJlaTuu.

3. 3amepXka TMCHUXUYECKOTO Pa3BUTUSI BTOPUYHOTO
XapakTepa Ipy CEHCOPHBIX JedeKTax:

* MpY BPOXIECHHOI WM paHO MPUOOPETEHHOU MIIyXOTe
U TYTOYXOCTH;

* TIpH CJIETIOTE, BOZHUKIIIEH B paHHEM JIETCTBE.
3anepKKa MCUXUIeCKOTO Pa3BUTHSI, CBSI3aHHasl C paH-

Hell coumanbHOoli AenpuBalven (1edeKkraMmu BOCIUTaHusI

u gedumTom nHGOpPMaIMK ¢ pAHHETO IETCTBA — «Ile/Ia-

TOTUYECKOM 3aIyIIeHHOCThIO» ).

B.B. KoBaneB [17] orMeuasn, 4To COCTOSIHUSI, OTHO-
CUMBbIE K 3a/IepKKe TICUXUUECKOTO Pa3BUTHSI, SIBJISTFOTCS
COCTaBHOM 4acThio OoJjiee HMIMPOKOTO TIOHSITUSI «ITOTpa-
HUYHasl MHTEJIJIEKTYaIbHasi HEJOCTaTOYHOCTh».

B oTHomeHuM 3amepKKW paHHEro pa3BUTHUS U 3a-
NeP>KKW TICUXWYECKOTO Pa3BUTHUS TIPEACTABISIETCS] Hau-
6oJiee TIPaBOMEPHBIM, KakK IIJIsT CIyJaeB «00IIei 3amepsk-
K1 pa3BuTusi» no DSM-V [12], ucrnonb3oBarh yKazaHHbIE
TePMUHbI U IMarHOCTUYECKHE (DOPMYJIMPOBKY MPUMEHU -
TeJbHO K TallMeHTaM paHHETO U JOIIKOJIBHOTO BO3pacTa.
B nanbHeiiiieM Ha OCHOBaHMM PE3yJIbTATOB OOC/IEN0BA-
HUsI, BKJIOYasl OLIEHKY MoKasareseil pa3BUTHsI pedeHKa
C TIOMOIIbIO COBPEMEHHBIX MH(MOPMATUBHBIX METOIOB,
NIMarHO3 JOJKEeH OBITh yTOuHeH. [lpu oTrcyTcTBUM Tipu-
3HAKOB OOIllel MHTE/UIEKTYaIbHON HEI0CTaTOUHOCTU
OOBIYHO JMATHOCTUPYETCS OMUH WJIM COYeTaHWE M3 He-
CKOJIBKUX BapUaHTOB «MWHUMAaJbHBIX MO3TOBBIX IHC-
¢ynkuuit». B yactHoctu, B paszmene F8 «Hapymenwus
ncuxonorndyeckoro pasputusi» MKb-10 [13] mpencras-
nenbl pyopuku F80 — paccTpoiicTBa pasBUTHSI peuH,
F81 — paccrpoiicTBa pa3BUTHUSI IIKOJBHBIX HABBIKOB,
F82 — paccrpoiicTBa pa3BuTHS IBUTaTeIbHBIX (DYHKIIMI
(nucnpakcust paszputusi). Pasnen F9 «IloBeneHueckue

POCCUNCKWIA BECTHUK NMEPUHATOJIOMW U MEANATPUN, 5, 2015




3asadenko H.H. 3aﬂ6p)KKI/I PAHHETO HEPBHO-TICUXUYECKOTO PA3BUTUS: ITOAXOIbI K TMAarHOCTUKE

U BMOIIMOHAJIbHBIE PAacCTPONCTBA JIETCKOTO M MOAPOCT-
KOBOTO BO3pacTa» cofepXuT pyopuky F90 — runepkune-
TUYECKUE PacCTpoiicTBa (MJIM CUHAPOM AedulIMTa BHU-
MaHus 1 tuiiepaktuBHocT — CBI).

V psima meteit ¢ 3agepKKO paHHETO Pa3BUTHSI B pe-
3yJbTaTe AWHAMUYECKOTO HAOJIOJACHUST YCTaHaBIU-
BaeTCsl JMarHo3 OJHOTO M3 BapUaHTOB PaCCTPOMCTB
ayTUCTUUYECKOTO CITeKTpa, KOTOpbIE TPEACTaBISIOT CO-
001 TPYIITy KOMIUIEKCHBIX HApYIIEHWI MCUXUYECKOTO
pa3BUTUSI, XapaKTEPU3YIOIIUXCS OTCYTCTBUEM CITOCO0-
HOCTM K COULMAJbHOMY B3aWMOAEUCTBUIO, OOIIEHUIO,
CTePEOTUITHOCTHIO moBeaeHus [ 18]. 1J1st 00bHBIX TaKXKe
XapakTepHbl (oOuM, BO30YXAeHUE, HapyUICHUS M-
LIEBOTO MOBEAECHUS U IPYrue Hecrneun(puyecKue CUM-
nToMbl. CIEKTp HEBPOJIOTUIECKUX HAPYIIEHUI Y IeTei
C paccTporCTBaMU ayTUCTUYECKOTO CIEKTpa JTOBOJILHO
LIIMPOK U MOXET BKJTIOUATh CJIEAYIONIME MTPOSIBICHUS: 3a-
MeJICHHOE 1 TMCTapMOHNYHOE paHHEee IICUXOMOTOPHOE
pa3BUTHE; OCOOEHHOCTU CEHCOPHOTO BOCIIPUSITHSI/00-
pabOTKM; PUTUIHOCTL U MOHOTOHHOCTH JBUTATEITbHBIX
U MICUXMYECKHX peaKIInii; IBUTaTeIbHAsT PACTOPMOXKEH-
HOCTh W TIOBBIIIEHHAs BO30YAMMOCTD; IBUTaTeIbHbBIC
CTEPEOTUTIMU; HapyIIeHUs KOOPIWHALIMU JIBUKECHWIA,
HapyleHus: (hOpMHUPOBaHUS TIpakcuca (IUCTIpaKCHsi);
HapylIeHUsT 3KCIPECCUBHBIX JIBUTATEILHBIX HABBIKOB;
pPacCTpOMCTBA Pa3BUTHUS PeUN M HAPYIICHUS apTUKYJIsI-
LIUW; TUKW, snuiencust. [Ipu aTom paccTpoiicTBa ayTH-
CTUYECKOTO CITeKTpa SIBJISIOTCS TeTepOTeHHOM IpyMIoi
3a00JIeBaHUIA C Pa3IUIHON DTUOJIOTUEN U TTATOTCHETH -
YyeCKUMU MexaHu3mamMu. Kpome Toro, ayTuctmyeckoe
MOBEJIeHNE MOXET HaOII0AaThCs Y IeTell ¢ HEKOTOPBhIMU
HaCJIEACTBEHHBIMU 3a00JIeBaHUSIMUA, HaNpuMep, CUH-
npomoM JoMku X-xpomocombl (Fra-X) u Tyb6epo3HbIM
CKJIEPO30OM.

BreIpaxkeHHOe OTCTaBaHME B Pa3BUTUU XapaKTEPHO
IJIST JeTeld ¢ SIMWIENTUISCKUMU dHIehaTonaTUsIMH,
NeOITUPYIOIIMMU B  HEOHATaJbHOM, MJAaJeHUYECKOM
WJIM paHHeM jaeTckoM Bo3pacTte [19]. K Hum oTHocsTCS:
TsiKeslask MUOKJIOHMYECKasl SIWIETICUsl MJlaJieHYecTBa
(cunapoM /[lpaBe), paHHsSI MUOKJIOHMYECKasi dHIedha-
sonatusi, cuHapom Ortaxapa (paHHSISI MJIafeHYecKast
SMUJIeTITUYECKass dHIledanonatusi ¢ «CYMpPecCUBHO-
B3pLIBHBIMU» W3MEHEHUSIMU Ha 3JIEKTpOdHIIehano-
rpaMmme — O3I), 3710KauYeCTBEHHbIE MUTPUPYIOIINE
mapuuagbHble TMPUCTYMBl  MJaJeH4YecTBa (CHUHAPOM
Konmnona—/lronaka), cunapom Becra, cunapom JleH-
Hokca—lacro, cunapom Jlangay—Kneddnepa, snu-
JIETICUSI C DJIEKTPUYECKUM STMJICIITUIECKUM CTaTyCOM
BO BpeMsI MEJJIEHHOTO CHa. DMujenTudeckue sHueda-
JIOTIATUM — TSDKeJIble TTopaxkeHWsl TOJIOBHOTO MO3ra, KO-
TOpBIE MPOSIBIISIIOTCS: 1) TapoKCcu3MallbHOM, 4acTO TPO-
MODKEHHOM UM pas3pyIIMTeNIbHOW, STUIeNTH(OOPMHON
aKTUBHOCTHIO Ha DBI; 2) sanuaenTuyecKMMU MpUCTyIia-
MM — KaK MPaBWIO, MOJUMOP(GHBIMU U pe3UCTEHTHBIMU
K Tepanuu; 3) CTOWKMM KOTHUTHUBHBIM, TOBEAEHYECKUM
n HeBpojorndyeckum aeduinurom [19]. Ipenmnonaraer-
Csl, UTO pa3pylIUTeSbHasT SMUJICTITUYECKass aKTUBHOCTh

B TIEPUOJI CO3PEBaHMSI TOJIOBHOTO MO3ra SIBJISIETCSI Be-
OyIIel TPUYMHON TIPOTPECCUPYIONIETO KOTHUTUBHOTO
YXYIILIEHUST WM perpecca. Jta Bo3pacT3aBUCHUMas ITH -
JIEITOTeHHasl peakuusl Mpucyllia MMEHHO He3peoMy
MO3TY, €€ XapaKTep M BBIPAXEHHOCTb B 3HAYUTEIbHOM
CTEMeHU 3aBUCAT OT CTaJAWU CO3PEBAHMST BO BPEMSI Je-
Otota. B HeoHaTtanmbHOM mepuoae HapyuieHus Ha OO0
yale TpeacTaBlIeHbl MaTTePHOM «BCTBIIIKa—I0aBIIe-
HUE», B MJIaJIeHYECKOM — TUTICAPUTMUEN, B paHHEM JIET-
CKOM BO3pacTe — MeMICHHBIMM TeHepaanu30BaHHBIMU
paspsitaMu MUK—BoJIHA. TakuM o0pa3oM, ¢ BO3pacToOM
MPOUCXOIUT IBOJIOLMS SMMIETITU(OPMHBIX TTPU3HAKOB
W KapTUHBI TPUCTYITOB. JIJIg sMuIenTUIecKUX dHIeda-
JIonmaTUil XapakTepHO ocjiabJieHue WKW TpeKpalleHue
MPOrpecCUpoBaHUs B MybepTaTHOM BO3pacTe, HO TpHU
3TOM YacTO COXPaHSIETCST 3HAYUTEbHBIN pe3uayaTbHbIiI
HEWPOKOTHUTUBHBIN nedunut [19].

C npyroii CTOpOHbBI, 0OCYXIaeTCsi BOTIPOC O POJIU
CYOKITMHUYECKON  SMIENTU(MOPMHON  aKTUBHOCTH
Ha DOl B reHese oTcTaBaHMs paHHETO HEPBHO-TICH-
XMYEeCKOro pa3BuTus. Tak, MO JaHHBIM JIUTEPATypHI,
BCTPEYAEMOCTh CYOKITMHUYECKUX OSIUICTTTU(HOPMHBIX
u3MeHeHuit Ha OOy geTeil ¢ ayTusMoM 0e3 snuien-
TUYECKUX TTPUCTYIIOB BapbUpyeT B IMMPOKOM JMana3o-
He — oT 6 10 61%, mpu 3TOM camble HU3KHUE TTOKa3aTeIn
BBISIBJICHBI TIPU BBIMOJIHEHUU pyTUHHON DI, a Haubo-
Jiee BbICOKME — MPU BBIMTOJIHEHUU 24-yacoBoro amOyJa-
TopHoro DOI'-monutopunra [20]. [Ipu nmpoBeneHHOM
HaMu 00cieqoBaHUM 65 MallMeHTOB B Bo3pacte 3—5 JieT
¢ aucdasueid pa3BUTHUS CYOKIMHUYECKAs] STHMJICITHU-
¢opMHas akTUBHOCTh Ha DI Oblta oOHapyxkeHa y §
(12,3%) n y Bcex MaIMEHTOB HOCWJIA CYOKIMHUIECKUIA
xapakrtep. M3 Hux y 3 (4,6%) neteit oHa MpoOSIBIsIach
B BUJIE TaK Ha3bIBaA€MBIX «100POKAYECTBEHHBIX DITHIIETI-
TH(HOPMHBIX pa3psinoB aetctBa» (ADPIH), y 5 (7,7%) —
anuyienTU(OPMHBIX pa3psiioB HU3KOTO MHAekca [21].
B psime vccieqoBaHmii TakKe YAEISIOCh BHUMAHUE BbI-
SIBJICHWIO Y TTAIIUEHTOB ¢ nucdasneit pa3BUTHSI SITHIIETI-
TU(GOpMHBIX U3MeHeHu# Ha DBI, B Tom uucie JDPII
[22—24]. Ha 3t ucciemoBaHMs TTOBIMSIA KOHICITIIMS
BPOXIEHHOTO HapyIIeHUsI CO3pEeBaHMsI TOJJOBHOTO MO3-
ra, pazpaboranHast H. Doose [25]. CornacHo yKa3aHHO
KOHIIETIIINY, Y HEKOTOPBIX TMAIIMEHTOB MMeEETCsI TeHe-
TUYECKU JEeTEPMUHUPOBAHHOE HapyIIeHUE CO3pEBaHUS
TOJJOBHOTO MO3Ta BO BHYTPUYTPOOHOM TepuoIe, KOTO-
poe SIBJIIETCST MPUYMHOM KOMIUIEKCa TMaTOJOTMYeCKUX
COCTOSTHUM: STUJIECNTUYECKUX TPUCTYIOB, TMaTTEPHOB
no tuny JADP/I Ha OOTI u HapyIieHUiT pa3BUTHSI, B 4acT-
HOCTHU, aucda3uu U ayTUCTUUYECKUX paccTpoicTB [25].
Tossnenne Ha OBI snuienTUdOPMHOIN aKTUBHOCTHU
no Tuny JAOPJl HaGntonaeTcs, Kak rpaBuiio, B BO3pacT-
HOM TIepuozie oT 3 10 6 JIeT, YTO MpUBJeKaeT BHUMaHWe
K YTOYHEHUIO €€ BO3MOXHONM B3aMMOCBSI3U C Hapylle-
HUSMU Pa3BUTHUs, B TOM UKCJIe peueBoro. Mexmy TeM
B OOJIBIIIMHCTBE CllydyaeB HaOJI01aeTCsl perpecc rnarrep-
HoB JIDPJI Bo BpeMst B3pociieHUs pebeHKa ¢ UX MUCUYe3-
HOBEHUEM T10CJIe JOCTUXKEHUS ITyOepTaTHOTO TIepuoa.
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OcTtaHoBUMCSI TIONPOOHEe Ha MPUHIMNAX 00CIIeIOBAHMS
TIAIMEHTOB C 00IIeli 3a/1ePKKOii PA3BUTHS ¥ 00IIEii MHTELIEK-
TyaJIbHOH HEJOCTATOYHOCTHIO (YMCTBEHHOIl OTCTAJIOCTBIO).
B 311X citydasix 0coOeHHO BaXKHA ITOCTAHOBKA STHOJIOTIC-
CKOTO JIMarHO3a, Ha OCHOBAaHWM KOTOPOTO OYIYT PeraThCst
BOTIPOCHI BEIOOPA TePATIEBTUIECKOM TAKTUKH, a TAKKE KOH-
CYJIBTPOBAHUS CEMBU C OTIPeNIe]ICHEM PUICKa TIOBTOPHOTO
poXIeHUsT 60TbHOTO pebeHKa. Kpome Toro, st ponutesteit
BBISICHCHUE TIPUUYWHBI 3a00JIeBaHUsT Y pebeHKa W Oecenma
TTO 9TOMY TIOBOTY CO CIICITUAJIFICTOM CTaHYT 3TATIOM aarra-
IIUY K TPYITHOU CUTYall! B CEMbE, YTO TIPUHECET UM OTIpe-
JeJIEHHOE TICUXOJIOTUYEeCKOe O0JIeTIeHIE.

IIpuunHamMu o0mIell 3aMepKKH PA3BUTHUSA/HHTELIEK-
TYaJIbHOW HEOCTATOYHOCTH Y NeTeil, TI0 TaHHBIM JINTE-
patypsl [1, 2, 6,7, 10, 11], MOTYT OBITB:

MNEPELOBAS

» [lepunaranbHas natonorus LIHC.

» [lopoku pa3BuTHSI MO3Ta.

*  Bayrpuyrpob6Hbie uHdekiuu (BUY-undexims, Bpo-
SKIEHHBIN CUGWINC, BPOXKIESHHBIN TUMGOIIMTAPHbBI
XOPMOMEHUHTUT, LIUTOMETAJIOBUPYCHAasE WHQEKIIS,
KpacHyxa, TOKCOIIa3M03).

*  BHyTpuyTpoOHBIE MHTOKCUKALIMU (2JIKOTOJIb, HAPKO-
TUYECKUE BEIIeCTBa, CBUHELL U JIP.).

» [lcuxoneBponornyeckue 3a001eBaHUsI C pAHHUM Ha-
yajioM (HeriponHdekuuu, TpaBmbl HHC, snunerncun,
paccTpoiicTBa ayTUCTUUYECKOTO CIIeKTpa U 1Ip.).

*  BpoxneHHBI TUTIOTHPEO3.

+ TeHernueckue 3a00J€BaHMUSL.

Pannue HapyllleHUs] TICUXOMOTOPHOTO pPa3BUTHUS
yallle BCero CBSI3bIBAIOTCS C MEPEeHECEHHBIM MepUHaTab-

Tabauya 2. MoHoreHHbIe 3200J1€eBaHUs, MPUBOASINME K 001Ieii 3aepKKe PA3BUTHS/ HHTEIEKTYaIbHOI HEJ0CTATOYHOCTH

Ipyrimna 3a6oieBaHMIA

dopma MOHOTEHHBIX 3a00JIeBaHMIA

*DEHMITKETOHYPHYST

*HexkeroTnueckas TUNEPTIIMIUHEMMU A

Tomortuctunypust

Hapyienust ooMmeHa aMMHOKUCIOT
Py *JleuuT cepuHa

*JleliiinHO3 (00JIe3Hb KJIIEHOBOTO CUPOTIA)

*Tupo3uHEMUST TUIIBI 2 U 3
* [lebWIUT OPHUTUHTPAHCIIOKA3bI (CUHAPOM TMIIEPOPHUTUHEMIH, TUTIEPAMMOHME-
MMM, TOMOLUTPYJUIMHYPUL)

Hapymenus oomeHa (meduimr)
KpeaTHHa

Hapyienust paHcnopTta/oomMeHa
[JTIOKO3BI

*lebnuT ryaHIMHALIETAT METUITPaHChepasbl
*JleUIUT aprMHUH: TJTMIH aMUIMHOTpaHCdepas3bl
*JlecbekT mepeHocYrKa KpeaThuHa

*Jlecpuuut nepeHocurka rmoko3sl GLUT1
*CUHIPOM BPOXICHHOIO TUIIEPUHCYIMHU3MA

*JleuuT 6MOTMHKMIA3bI (MHOXKECTBEHHBIN AeUIIMT KapOOKCHIa3)
*lepeOpanbHblii 1e(UIUT (OIATOB (HETOCTATOYHOCTD 0-PELIETITOPOB)
CUHIpOM BpOXIEHHOM MaJlbabCoOpOILIMKM KOOaTaMIHa

Jeduuut BUTaMMHOB/KO(haKTOPOB

*JleUu1IuT MOIMOIEHOBOrO KohakTopa TUMa A U CYIbMUTOKCUIA3bl/KCAHTUHIE-

TUIPOTeHAa3bl/aIbIeTUIOKCHIA3HI
*[1MpUIOKCUH3ABUCUMAST SITUAJIETICHS
*DHiuedanonaTusi, YyBCTBUTEIbHASI K TAAMUHY

*BonesHp MeHKeca, TpUXomoaIuogucTpodus (aehekT TpaHCIIopTa MEIu)

Hapyienusi ooMeHa MeTalioB

*Bbosesnb Bunbcona—KoHnoBanoBa (aedekT TpaHcmopTa Meau)

AnepynoriazMuHeMust (nedheKT ooMeHa xkeJie3a)

*TaHMINO3UI03bI
*GMI1-raHrmo3nno3

*GM2-ranrano3unossl (6one3Hb Tes—Cakca, 6ose3Hb Canaxobd)
Bbonesns Tomie, Tumnb! 2 1 3 (NIIOKO3WILEPAMUIIUTIAI03)
*[l1o6onmHO-KIIeTOUHAs JIeMKoaucTpodus (6o1ae3Hb Kpadoe)
JleeKThl Jerpagaiyy IMKOIPOTEMHOB
ACTIapTWIITJINKO3aMUHYPUST

Cuanuno3s
MaHH031103

I-xierounas 6one3ub (Mykoaununos 1)

JInzocomHble 60J1€3HU HAKOTIJIEHUS

Mykomonurcaxapumo3bl

Tun 1 (cunapom I[yprep)
Tun 2 (cunapom XaHtepa)
Tun 3 (cuaapom CaHOUIUIIIIO)

Tun 7 (cunapom Crnas)

*Bbone3snp HumanHa—ITuka (cOMHTOMUETMHIATIIO3)

Tum A
*Tun C

Jeduuut cynbharasbl

MertaxpomaTudeckasi JeKonucTpodust (CyIbhaTUIIUITUI03)
MHOXeCTBEeHHBIH CyabdaTa3Hblii AeDULIUT
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Tabauya 2. OKoHYaHKE

MuToxoHapUaIbHbIE 00JIE3HU

HelipoKoXKHBIE CUHAPOMBI

Jlpyrue 3a00JieBaHUSI C TIPEUMY-
IIECTBEHHBIM IMOPaXKeHUEM CEPOTO
BEIECTBA TOJIOBHOTO MO3ra

Jlpyrue 3a00JieBaHUSI C TIPEUMY-
IIIECTBEHHBIM MTOPaKEHHEM OEJI0TO
BEIECTBA TOJIOBHOTO MO3ra

3asadenko H.H. 3.’:1,[[61))1(1(1/1 PAaHHETO HEPBHO-TICUXUYECKOTO PA3BUTHUS: MTOAXOAbI K TUATHOCTUKE

*Jlepuunt KosH3MMa Q,

*[MopocTpast HEKpOTU3MPYIOIIas sHIehaToMuonaTus (cuHapom Jles)

*Cunapom MELAS (MuTOoXOHIpUaibHasi MUOMATHS, SHIEDaToNnaTusl, JaKToaI M-
1103, UHCYJIBTHI)

*CunapoM MERRF (MuokiioHnueckast 3IuIencus ¢ pBaHbBIMU MBIIIIEYHBIMU
BOJIOKHAMM)

*Cunnpom Anbriepca—[yTTeHmoxepa (Iporpeccupyonias HelipoHaIbHasI ereHepa-
1S ¢ TIOpakeHUEM TEeUYeHM )

*TyOepo3HbIii CKIEpO3
*Helipodurdpomaros
*Cunapom Yenmaka—Xuracu

*HeltpoHaIbHBIN LIEPOUTUITODYCIIMHO3

* Tumn 1, (parHss neTckast hopma, 60ae3Hb CaHTaByopu—XaiTua)

* Tun 2 (mo3nHss aeTckasi hopma, 601e3Hb SAHCKOTO—BUIIbIIIOBCKOTO)
* Tun 3 (foHolecKast popma, 6ose3Hb Borra—IlIneitameiiepa)
NHdaHTUnbHas HelipoakcoHaIbHAs TUCTPOdUS

*Cunnpowm Jlemra—Haiixana

*Cunapom Petra

*[IurMeHTHas Kcepoaepma

bonesus [enTuHrToHa (hopma Becrdast)

*Bomne3Hp AlekcaHnepa

*JlecuiuT acmapratanuiaassl (0one3H» KanaBaHa)
Tanakrozemusi: neuuuT TpaHcdepasbl

* AIpeHONEHKOTNCTPOD ST

*Bonesnp [lenuiieyca—Mepiibaxepa
LlepeOpocyX0oXKUIbHBII KCAHTOMATO3

prwe!taﬂue. * — 0003HAYCHBI 33.60JICB3HI/IH, COITPOBOKIAIOIIUNECA SMUJIETICUEH.

1. OueHKa AaHHbIX aHaMHe3a, POAOCIOBHON 1 MOKasaTtenen pa3sBuTua
2. WiccnepoBaHue cnyxa, 3peHns, GyHKLUM LWMTOBUAHOW Xene3bl

v

I'IonospeHme Ha reHeTn4yeckoe 3aboneBaHue

[ncmopdusm, MHOXeCTBEHHble aHOManuu pasBUTKHA.
XPOMOCOMHBIN cHAPoM? MKpoaeneLnoHHbIN CUHAPOM?

MoHoreHHoe 3abonesaHune?

2

WccnepoBaHue KaproTuna

v .

Y

v v

|_|£la HeT

HacnepcTeeHHble 6one3Hn obmeHa (HBO)?

3aboneBaHue 3aboneBaHue
C NPOsIBNEHUAMU C ANMNENTUYECKMUA
ayTmsma npuctynamu

v

v v

Brioxummnyeckre metofbl: aHanm3
meTabonmToB-mapkepos HEO

MOﬂeKyﬂﬂpHO-Ll,VITOI'eHeTVILIeCKVIe MeToAbl

— v

HeT

T~
e |

MOﬂeKyﬂﬂpHO-reHeTMHECKaH ANarHoCTunKa |

MopTBepxaeHve anarHosa

- ) .

BbisiBfieHVie MyTaLmm MNMopTBepKAeHve ArnarHosa

P UCYHOK. AJ]I‘Opl/lTM oﬁcneuonanuﬂ JJIA BBIABJICHUA FT€HETUYCCKUX NPUYHH oﬁmeﬁ 3a/1€PKKH passmm[/ l/[]-lTeJ'l.]'[eKTya.]'[leOﬁ Heaocra-

TOYHOCTH Yy AeTei.
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HbeiM TtopaxkeHneMm LIHC u ero nocneacteusimu (pe3umy-
aJTbHBIMU ABJIEHUSIMU). [Ipy 5TOM MHOTHE CTIEIIUATUCTBI
HEJI0CTATOYHO YUMTHIBAIOT 3HAYNTEIBHBIN BKJIAL TeHETH -
YecKMX 3a00JIeBaHUI, Ha JAOJI0 KOTOPBIX, IO COBPEMEH-
HBIM JTaHHBIM, TIpUXonuTcs He MeHee 40% B 2THOJIOTUHU
o01Iei 3aMepXKKU pa3BUTHUsSI/MHTE/UIEKTyaJIbHON HeI0-
cratouHocTu y aereit [1, 11]. B pesyabrare rnpoucxonur
MOJAMEHa JuarHo3a TeHeTMYecKoro 3abojieBaHUs C Jie-
OroToM B paHHeM Boapacte. [lanmeHTaM He Ha3HavaeT-
csl maToreHeTuYecKasl Teparus, KoTtopasi pa3paboTaHa
Y MIPUMEHSIETCS TSI 11eJI0TO Psifia HACIEeCTBEHHBIX 3200~
JIEBaHUI, YTO TIPUBOAMT K HEOJATOMIPUSITHBIM MCXOIaM.
Kpome Toro, npu oTCyTCTBUU TOYHOTO JMArHO3a HEBO3-
MOXHO ITPOBEIeHNE MEANKO-TEHETUYECKOTO KOHCYIBTU-
pOBaHUs ceMbM MpobaHa.

Cpenn BceX TeHETMYECKUX MPUUYMH OOIIei 3amepx-
KW pa3BUTUSI/UHTEJUIEKTYaTbHON HEIOCTAaTOYHOCTH 25—
30% cocTaBisIOT XpOMOCOMHBIE aHoMauu [11], K KOoTo-
PBIM OTHOCSITCS CUHIAPOMBI JlayHa, «KOIIaybero KprukKa»
(MoHOcomusl 5p), cuHapoMm DaBapjaca (Tpucomus 18),
tpucomust 10p, yactuuHas MmoHocoMusi 12p u ap. B or-
NIEJIGHYIO TPYTIITY BBIAEJSIOTCS XPOMOCOMHbBIE MUKPOJIEe-
JIELIMOHHBIE CUHIpOMBI: Bubsimca, Cmuta—MareHuca,
Munnepa—/lukepa, Aureabmana, [Tpanepa—Buau u op.
CremyeT OTMETUTD, YTO Y JIeTeil C pa3TUYHBIMUA XPOMO-
COMHBIMM HapyIIeHUSIMU HEPEIKO MaHUMECTUPYET ST -
JIeTICHSI, a TIpU HEKOTOPBIX CUHJIPOMAax OHA XapaKTepusy-
€TCST TSDKEJIBIM TeUeHHEM C TIPOSIBICHUSIMU, OJU3KUMU
K KapTUHE SIWIENTUYSCKUX 3HIedanonatuii (Hampu-
Mep, TIpu cMHApoMmax AHreiabmaHa, Munepa—/nkepa,
KOJIbLIEBOM XxpoMocoMbl 20).

JlecsiTb IPOLIEHTOB TeHETUYECKUX TTPUUMH 00111eit 3a-
NePKKW pa3BUTUSI/UHTEIUIEKTYaTbHOM HETOCTATOUHOCTH
y JeTeil TIpUXOAUTCS Ha JO0JII0 MOHOT€HHBIX OOJIe3HEH,
KOTOpBbIE TIpEACTaBICHBI HACJIEACTBEHHBIMU OOJIE3HSIMU
obOMeHa BellecTB (HapylleHUs: oOMeHa aMMHOKHUCIIOT,
KpeaTrHa, TJIIOKO3bl, METAIOB, Ne(UIIUT BUTAMUHOB/
KO(MaKTOpOB, JM30COMHbIC 0OJIE3HU HAKOTUICHUS], MU-
TOXOHJIpUaJIbHbIe 0O0JIe3HN), HEHPOKOXHBIMU CUHIPO-
MaMmu, HacJeJCTBEHHBIMU 3a00JIeBaHUSIMU C TIPEUMYIIIE-
CTBEHHBIM TOpak€HUEM CEporo Wi Oeoro BellecTBa
roJIOBHOTO Mo3ra (TabJ. 2).
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