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OTO pyKOBOJACTBO NMPEAHA3HAYEHO AJIS CEMEW U METMIIMHCKUX CIENMAINCTOB, KOTOPBIE OKa3bIBAIOT MTOMOIb
JIOJISIM € PACCTPOMCTBOM HEPBHO-IICUXUYECKOTO PA3BUTHS, CBA3aHHBIM ¢ TeHoM TAOK . B Hem npeacTaBieHa
uH(pOpMAIHsI 0 MPUYMHAX 3a00JIeBaHusl, CIIOCO0aX €ro MPOSBIICHNUS, a TAKKE PEKOMEHIAIUH MO TOJIEPIKKE
JIOeH ¢ TAKUM COCTOSTHUEM.

Yto Takoe TAOKI-acconumupoBaHHOE PACCTPOIICTBO HEPBHO-IICUXMYECKOI0 Pa3BUTHA?

TAOK I-acconmupoBaHHOE paccTPOiCTBO HEPBHO-IICUXMUECKOTO PA3BUTHSI — 3TO PEIKOE T€HETUIECKOE
3a00s1eBaHue, KOTOPOE XapaKTEPU3YeTCsl 3aAE€PKKOM 00IIEro pa3BUTHS, Pa3IMYHOMN CTEIIEHbIO0 CHUKEHUS
MHTEJUIEKTYaJIbHOTO Pa3BUTHS U IOBEICHUECKUMH 0COOEHHOCTAMH. HacTo HaOII0Jat0TCs 3aepKKa pocTa,
XapaxkTepHbIe YePTHI JINIA, TUITOTOHMS (CHIKSHHBIA MBIILIEYHBIA TOHYC), U3-38 KOTOPOI BO3HUKAIOT TPYIHOCTH
¢ xopmiieHreM. Kak 1 mpu MHOTHX TeHeTHYeCKUX 3a00seBaHmsIX, mposiieHus 74 OKI-acconnnpoBaHHOTO
paccTpoiicTBa HEPBHO-IICUXUYECKOTO PA3BUTHUS Y Pa3HBIX JIOJIEH MOTYT 3HAUUTEIBHO Pa3nuvaThCs, Jaxke Cpeau
YIeHOB oAHOM ceMbH. [Ipu 3TOM He y Beex moaeit ¢ 74 OK/-accounnpoBaHHBIM PacCTPOHCTBOM HEPBHO-
TICUXUYECKOTO Pa3BUTHsI OYAYT BBISIBICHBI BCE CUMIITOMBI 3a00JI€BaHUSI — OJUH U TOT K€ MPU3HAK MOXKET
MPOSIBIISATHCSI Y Pa3HbIX JIIOJIEH B Pa3HOM CTETICHH.

TAOK I -accounupoBaHHOE PACcCTPOHCTBO HEPBHO-TICHXMYECKOTO PA3BUTHS BO3HUKAET B PE3yJIbTaTe N3MEHEHHS
(mytamun) B rene TAOK ] nubo yTpats (Aenennn) oJHON U3 KOomHid 3Toro reHa. Kpome toro, moreps reHa
MOJKET OBITh YacThI0 00Jiee KPYITHOH XPOMOCOMHOM JIEJICLMH, 3aTParuBaroIleil y4acTOK XpOMOCOMBI, B KOTOPOM
pacnomnoxer red TAOK .

Unique orry0GnKoBai OTAEIBHOE PYKOBOJACTBO, MOCBSIIEHHOE [1CICIIMAM 1 MUKPO/ICIICIIIIM,

Yto Bb3bIBaeT TAOKI-accOUMPOBAHHOE PACCTPOHCTBO HEPBHO-NICUXHYECKOT0 PA3BUTHUA?

Baxxnyro poss B opranusMe 4ejaoBeKa UIparoT I'eHbl: IMEHHO OHM OTBEYAIOT 3a €ro PoCT U pa3BUTHE. ['eHbI
npeacTaBisitoT coboit yuactku [IHK, koTopbie BXOASAT B COCTAaB OPraHW30BaHHOM CTPYKTYPHI IO/l HA3BaHHEM
«xpomocomay. T.0., XpOMOCOMBI HeCYT B cebe reHeTrdeckyto nadopmanuto. OHU HaXOASATCS BHYTPH KIIETOK -
«MaJIeHBKUX KUPIUYHUKOBY», U3 KOTOPBIX U COCTOMUT BECh UeioBeyeckuil opranusm. [Ipu reneTnyeckux
3a00JIeBaHUSIX OJIFH WIIK HECKOJIBKO TeHOB (DYHKIIMOHUPYIOT HE TaK, KaK MPeITyCMOTPEHO, YTO MOXKET
MIPUBOJUTH K U3MEHEHUSIM B paboTe M B pa3BUTHUHU OpPraHU3Ma B IIEJIOM.

JHK coctout u3 CTpOUTEIHHBIX STEMEHTOB — HYKJIEOTH/I0B MU OCHOBaHUH. CyIIeCTBYEeT YeThIpe THIIa
ocnoBanuit JIHK, o603Hauaembix OykBamu A, C, G u T. Ot ocHOBaHUS 00pa3yIoT napel, GOpMHUPYS JBOHHYIO
ciupaib JJHK. Tonras nocnenosatensuocts JIHK uenoBeka BkintouaeT 6osiee TpEX MIJUIHAPIOB Hap
OCHOBaHU.
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https://rarechromo.org/media/information/Other%20Topics/Deletions%20and%20microdeletions%20QFN.pdf

TAOK I-accoumupoBaHHOE PaccTPOCTBO HEPBHO-IICUXMYECKOTO Pa3BUTHS BO3HUKAET M3-3a CHEHU(PUIECKUX
W3MEHEHUH (Ha3bIBaeMBbIX TaKKe maTtoreHHbIMU Bapuantamu) B nenouke JJHK rena TAOK! (monHoe Ha3BaHHE
rena — Thousand and one amino acid (TAO) kinase 1) vnm n3-3a yrpatsl reHa TAOKI B pe3ynbTare
XpOMOCOMHOM Jieenny, 3aTparusaromeit yuactok 17ql1.2. I'en TAOK! pacnionoxeH Ha ATUHHOM Iuiede (q)
xpomocomsbl 17 B mokyce 17q11.2 (cM. pucyHOK)

Xpomocoma 17

ren TAOKT7
KopoTKoe nieyo (p) AnvHHOoe naedo (q)
( r—‘ I . [I | I )
JloKyc
17911.2

B kireTkax genoBeka HaXOAUTCH 110 IBE KOMTUU XPOMOCOMBI 17 1, COOTBETCTBEHHO, ABe Kommu TeHa TAOK .
TAOK I -acconnupoBaHHOE PACCTPOHCTBO HEPBHO-TICUXMYECKOTO PA3BUTHS BOSHUKAET MPH IMOPAKESHUH TOIBKO
omHO# kormu reHa TAOK I, BTopast ke ocTaeTcs MOTHOCTHIO (DYHKITMOHANBHOM. T.0., 3T0 3a00/1eBaHue SIBIIICTCS
ayTOCOMHO-TOMHUHAHTHBIM, TTOCKOJIBKY Mapbl XpOMOCOM ¢ 1-i 1o 22-10 Ha3bIBAIOTCS ayTOCOMaMHU, TeHBI,
pacroioKeHHbIE Ha ayTOCOMAaX-ayTOCOMHBIMH, a TeHETHYECKHE COCTOSTHUSA (3a00IeBaHus), TPU KOTOPBIX
Mopa)kaeTcs TOJIBKO O/IHA KOMHS ayTOCOMHOTO I'eHa, N3BECTHBI KaK ayTOCOMHO-IOMHHAHTHBIE.

MOCBSIIIICHA OT/CIbHAS
oportopa Unique.

I'en TAOK ! xogupyet 6enok TAOK (TAO-kuHa3y), KOTOPBIH UTpaeT BaXKHYIO POJIb B Pa3BUTHH M CO3PEBAHUN
TOJIOBHOTO MO3Ta. DTOT OEJIOK yYacTBYET B Pa3iIMUHBIX CUTHAIBHBIX MYTSAX BHYTPHU KJIETOK, 00ECIIEUNBAET
nepeiavy CUTHAJIOB M IOMOTaeT KJIeTKaM pearupoBaTh Ha MOBPEXKIEHNE MU CTPecCC.

I'eHeTHYeCKUH aHAJIU3

TAOK I-accouinrpoBaHHOE PacCTPONCTBO HEPBHO-TICUXHUECKOTO Pa3BUTHS 00YCIOBIIEHO
M3MEHEHUSIMHU B HyKJIEOTUAHOM nocienoBaTebHOCTH reHa TAOK 1, KoTopble MOKHO OOHApYKUTh MTPU
MIOMOIIM TEHETUYECKOT0 aHaJIN3a, Ha3bIBAEMOT'0 CEKBEHUPOBAaHUEM (HApUMeEp, MOJIHOIK30MHOE
cexBenupoBanue (WES/II9C) unu nonmnorenomuoe cekBenuposanue (WGS/IIT'C)). [enenuu rena
TaK)K€ MOKHO BBISIBUTDH C TIOMOIIIbIO CEKBEHUPOBAHU S, HO Yallle JJIsl TOr0 UCHOJB3YIOT APYTroi THII
TE€HETUYECKOT0 TECTA, HA3bIBAEMOT'0 XPOMOCOMHBIM MUKPOMATPUUHbBIM aHamu3zoMm (XMA, Hanpumep,
arrayCGH wunu SNParray).

ITonpobuee o u pacckas3aHo B JIpyrux Oporopax
Unique.

Pe3yJILTaTbI IFreHETHYECCKOI'0 aHaJInu3a

Pe3ynprarhl reHeTHYECKOTO (TEHOMHOTO) aHAIKM3a Yallle BCEr0 O0BSICHAET BPau-TeHETHK MM KOHCYIJIETAHT 110
TEHETUYECKUM BONPOCaM WM Bpay, Ha3HAUYMBILIWN MIPOBEICHUE aHAIN3a. B 3aBUCUMOCTH OT THUIIa IPOBEACHHOTO
aHanu3a, pe3yJabTaThl UccaeaoBanus y nanueHTa ¢ 740K -accouupoBaHHBIM PACCTPOICTBOM HEPBHO-
TICUXWYECKOTO Pa3BUTHS MOTYT BBITIISAICTH CIETYIOIIUM 00pa3oM:


https://rarechromo.org/media/singlegeneinfo/Single%20Gene%20Disorder%20Guides/SingleGeneDisorders%20QFN.pdf
https://rarechromo.org/media/information/Other%20Topics/DNA%20sequencing%20(whole%20genome%20and%20exome)%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/Array%20CGH%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/SNP%20Array%20FTNW.pdf

3nech mokaszaH MpuUMep, KaK MOKET BBITTIAAETH pe3ysbTaT noaHodk3oMHoro (WES/IIDC) unu moaTHOreHOMHOTO
(WGS/MI'C) cexpenupoBanus JJHK, B koTopoM BEISBIICHBI TaTOTeHHBIE BapuaHThl TeHa TAOKI:

p.Leul67Arg (L167R) (CTT>CGT): ¢.500T>G B ok30ne 7 rena TAOKI (NM_020791.4)

p.Leul67Arg (L167R)

CTT>CGT
c.500T>G
SK30H 7

Ten TAOKI
NM_020791.4

M3MEHECHUE B aMUHOKUCIIOTHOW TTOCIIEI0BATEIPHOCTH OeJIKa: aMHHOKHCIIOTA
neiyH (Leu) 3aMeHeHa aMHHOKHCIOTOH apruHUH (Arg) B mo3uruu 167

W3MEHEHUE B HYKJICOTUTHOW TIOCIIEZI0BATEIbHOCTH TeHa; HykIeoTu 1 T 3aMeHeH
Ha Hykieotun G

MOJI0’KEHUE TIaphl OCHOBaHUH, B KOTOPOM MPOU30IILIO U3MEHEHHE B
HYKJICOTUTHOW TIOCIIE0BATEIBHOCTH reHa (TIOJI0KEHHEe, B KOTOPOM HYKJICOTH]T
T Obw1 3ameHeH HykineoTHIoM G)

YKa3bIBaeT, KaKas 4acTh reHa Obljla H3MEHEHa (B TaHHOM CITy4ae 9K30H 7)
YKa3bIBaeT I'eH, B KOTOPOM BBISIBIICHA MyTaIUs

0003HaYaeT MPUMEHEHHYIO pe(hepeHCHYIO TIOCICI0OBATEILHOCTb.

[o pe3ynbraTamMm XpoMOCOMHOTO MUKpoMaTpudHOTo ananu3a (XMA) (manpumep, arrayCGH mimu SNP-array),
KOTOPBI MOXKET HASHTH(PUIINPOBATH ACTEINH U AYIUIMKAIIAY, BUICH IpUMEp MUKPOeennu B Tokyce 17q11.2:

arr[hg38] 17q11.2 (29,390,363-29,551,903)x1 dn

arr
hg38

17q11.2

(29,390,363-29,551,903)

x1

dn

[Ipu ananu3e 6bUIa UCIIOIB30BaHA TEXHOJIOTHSI MUKPOYUIIOB

Bepcus cOopku reHOMa denoBeka, 37ech 38, UCIonbp3yeMast B KauecTBe
pedepenca. Oto KOHTpoJbHas nocienoBarenbHocTs JJHK, ¢ koTopoit
CONOCTAaBIIAIOTCS HOMepa nap ocHoBanuii B uccneayemoit JJHK. Tlo mepe
H3y4YeHHs TeHOMa YeJIOBeKa MOSIBJISIIOTCS HOBBIE BEPCUH COOPKH, TIOATOMY
HyMepaLus ap OCHOBaHUI MOKET OOHOBIISITHCS M U3MEHSTHCS B 3aBUCUMOCTH
OT UCIIOJNIb3yEeMOM COOpKU

VYyacrok 11.2 gmuHHOTO 1U1€Ya () XPOMOCOMBI 17, B KOTOPOM BBISBIIEHA
MyTanus

[Tapsr ocHoBanwmii Mexty 29,390,363 u 29,551,903 otcyrcTByror. Ecnu BeIdecTs
MepBOe YHCII0 U3 BTOpOro, moryuutcs 161,540 (0,6 M6 wnu 162k6). D10 uucio
OTCYTCTBYIOIIIHUX 1ap OCHOBaHUM

Nmeercs Tonbko ojiHa Komnus ykaszanHoro ¢parmenta JIHK. B HopMe nomkHO
OBITH JIBE KOIMH KXKJOH XPOMOCOMBI. 3HAYHUT, OJTHA KOTIHSI KOHKPETHOTO
¢parmenta IHK ytpauena, cnemnoBarenbHo, Takass aHOMAaIHs HA3bIBACTCSI
JeNenuen.

Henenus nmeer cratyc de novo (T.e. OHa BO3HHKJIA BIIEPBbIE). DTO 03HAYAET,
YTO pe3ybTaThl XPOMOCOMHOTO aHAJIN3a POAUTENEH TTOKA3aIH, YTO JEeJICIIUN
WK IPYTHX MepecTpoek Ha ydacTke 17q11.2 o6HapyxkeHo He Obi10. Kpaiine
MaJOBEpOATHO, YTO JIeJenns nepeaanack no HacineacTBy. [lodtn HaBepHska oHa
BO3HUKJIA BIIEPBbIE B 3TON CEMbe y TaHHOTO pebeHka. [lomerka mat B
pe3ynbTaTe aHajau3a o3Havaja Obl, 9TO jAejenus Oblia yHacleIoBaHa OT MaTepH,
a IIOMETKa pat — OT OTIIA.

YV Unique ectb oTaenbHas Opolopa, HOCBSILEHHAs


https://rarechromo.org/media/information/Other%20Topics/Interpreting%20genetic%20test%20results%20FTNW.pdf

Kaxue 0c00eHHOCTH U CHMIITOMBI BCTpevyarTced y Jioaeit ¢ TAOKI-
aCCOLMMPOBAHHBIM PACCTPONICTBOM HEPBHO-IICUXUYECKOI0 pa3BUTHSA ?

Kak u IIpU MHOTHUX F'€HECTUYCCKUX 3a6OJ'IeBaHI/I$IX, JACTH U B3POCIIBIC C TAOK1 -aCCONMHUPOBAHHBIM
paCCTpOﬁCTBOM MOTYT UMCTb PA3JINYHBIC 0COOEHHOCTH M CUMIITOMEI. [10 MEpPC YBCIIMYCHUA YHCJIa
ANarHOCTUPOBAHHBIX CJIy4acB CpCan I[eTCf/i " pacipoOCTPaHCHUA I/IH(I)OpMaI_II/II/I, CIICKTP CUMIITOMOB U UX
HpOﬂBHeHHﬁ, a TaKiX€ NPOTHO3 JI1 JeTel u B3pOCJIbIX, MMCIOIINX JaHHBIC OCO6GHHOCTI/I, 6y)1eT CTaHOBHUTHCS BCE
SICHEC.

OcHoBHbIE MPOosIBJICHUS CUHIPpOMA

Y 6oabmmHcTBa Aereill ¢ TAOKI-accouMnpoBaHHBIM PACCTPOHCTBOM HEPBHO-IICUXMYECKOI0
Pa3BUTHHA, 0TMEYACTCH:
3azeprKka IICHXOMOTOPHOTO Pa3BUTHSA (OT JIETKOH IO TSKEITION CTEITeHHN)

3aiepKKa UHTEIICKTYaIbHOTO Pa3BUTHS WM TPYAHOCTH B 00yUCHUH, CTENICHh KOTOPBIX BAPbUPYETCS OT
JETKOU 10 TSOKEI0HN

3azepKKa PeueBOro U S3bIKOBOTO Pa3BUTHUS

OcobeHHOCTH MTOBEJICHNS, HATIPUMED, pacCcTpoicTBoO ayTructuieckoro crekrpa (PAC)

Cunnpom nedpunnra Buumanus u runepaktusHoct (CBI)

TpynHOCTH TpU KOPMJICHHH B pAaHHEM JIETCTBE, KOTOPBIE OOBIYHO MPOXOJST IO MEPE B3POCICHUS

XapakTepHbIe YepThI JINIA, BKII0Yas ITUPOKHIA 100, IMPOKO paccTaBiIeHHbIE I1a3a (THIePTEIopr3M), Ta3a
C OMYIICHHBIMH BHU3/TIPUNIOAHATHIMU BBEPX BHEIIHUMHU YTOJIKAMH, HU3KO PACIIONIOKEHHBIE U TIOBEPHYTHIE
Ha3a/1 Y1, TOHKYIO BEPXHIOIO I'y0Y, BRICOKOE HEOO W MaJICHBKYIO YEIOCTh (MUKPOTHATHS)

Bonpmoit pazmep ronoBe (Makpomedhanms)
Hwuzkuit MbIIeqHpIi TOHYC (THIIOTOHHS)

I'unepMoOMIIEHOCTE CyCcTaBOB

JIpyrue BO3MO:KHbIE NIPOSIBJICHUSA:

3aznepikka pocta

Huzkuii poct

I'actposzodareansHas pedmrokcHast 6one3nb (I'OPB)

3anopsl

[IpobneMbl co 3peHHeM 1 aHOMAJIMH Pa3BUTHS I1a3a

[ToTeps cnyxa

HckpuBiieHne MO3BOHOYHHKA (CKOTHO3)

AHOMaJINHU pa3BUTHA CKeJeTa

AHOMaNHu pa3BUTHSI TOJIOBHOT'O MO3ra

Cynoporu

3abomneBaHus cepaua, KOTOPbIE YACTO MPOXOAAT CAMOCTOATEIEHO

AHOMaJTUH TTOYEK U MOJIOBBIX OPTaHOB (YPOTe€HUTAIbHBIE aHOMAJIHH)

[Ncuxudgeckue paccTpoiicTBa, HAPUMED, TPEBOKHOCTD, ICPECCHS U OUTIONISIPHOE PACCTPONCTBO
Hapymenus apmwxeHni, HanmpuMep, TPEMOP U CTEPEOTUITNH (TIOBTOPSIOLINECS ABUKECHUS ) KUCTEH PyK
Yacrele yurabie HHOEKINH, KOTOPhIe OOBIYHO MPOXOJIAT B IETCKOM BO3PACTE

YacTele peciupaTopHble HHPEKIUH, KOTOPbIE OOBIYHO MPOXOAST B IETCKOM BO3pacTe

3HH30,Z[BI HU3KOI'O YPOBHA Caxapa B KpOBU (FI/IHOI‘ J'II/IKCMI/II/I), KOTOpBIC OOBIYHO IpoOXOoaAT OCJIC
HCOHATAJIbHOT'O IICpUuoaa



bepemenHocTh M poabI

B GonpuinHCTBE ciiy4aeB OepeMeHHOCTh poTeKana 6e3 0CI0KHEHHH, HO
BCTPEYaJINCh COOOIIEHHSI O MHOTOBOIUH (TONUTHAPAMHHOHNUHN) BO BPEMSI
0epeMEeHHOCTH WIIM O 3aMeJIEHHOM pOCTe I10/a (BHYTPHYTpOoOHast
3agepkka pocta, B3PII), BBISIBJICHHBIX ITPH NPOBEJCHUN CKPUHHHTOBOTO
Y3U BO BTOPOM TPUMECTDE.

Yarmie Bcero 0epeMEHHOCTh 3aKaHYMBAJIaCh POJAMH B CPOK, HO HEKOTOPBIE
JETH POKIATINCH IPEXICBPEMEHHO. B HEKOTOPBIX Cciiydasx y nere
MPOSIBIISIMCH OCIIOXKHEHUS IIOCIIE POSKICHUS, CBA3aHHBIE C TPYIHOCTSIMH IIPU
kopmiieHnH. Coo0IaeTcss, 9To y HeOOJIBIIOTO YHCia IeTel B HEOHATATbHOM
Meprozie HaOI0JaeTCs HU3KHMA yPOBEHD caxapa B KPOBHU (TUTIOTIIMKEMHS).
Bec nipu poxnennn o0pI4HO cpeamii. HekoTopbie qeTn poXaaiinch ¢ O9eHb
HU3KUM BECOM H3-32 BHYTPUYTPOOHOM 3aIep’KKH POCTA, a YaCTh JIETeH,
HaNpOTUB, HAOUPATIHM YPE3MEPHBIN BeC B YTPOOE U POXKIATIICH KPYITHBIMH.

«bepemennocmo nawum colHoOM NPOMeEKAIa HOPMATLHO, OH POOUILCS HA 6 OHell No3Jice CPOKA, 80 BPEMSL POO0E
BO3HUKIIU OCTONCHEHUS (PEOEHOK «3ACMPLY), NOIMOMY NOMPedOBANIAC, NOMOWb. Y He2o ynai yposens caxapa
8 Kposu, U oH npoges 5 Onell 8 omoeneHuu 0Jisk HOBOPOICOCHHDIX, 20€ e20 IeHUNU O B03MONCHO20 CeNCUCAN.
Bospacm — 12 nem

« Y mens Ovin cecmayuonnvll duabem, npesKIAMNCUsL U 8bl8UX Oedpd, 0 KOMOPOM 5 He 3HALA, NOKA 5 He CX00Uld
HA npuem K ManyaibHomy mepanesmy. A ucnvlmvleéand cuibHovle 00U C NAMO20 MeCayd OepeMeHHOCmU U
81710Mb 00 po008. llnayenma Haxoounacy cnepeou, NOIMOMY Mbl He UY8CMBOBAIU, KAK MATbIUKA NUHAEMCS,
0OHAKO 51 OMIUYHO owyuana smo 8 dcueome. Koeoa na mpuoyams wemsepmotl neoene 6016 cmand
HEBLIHOCUMOLL, MHE 8 CDOYHOM NOpsiOKe coenanu Kecapego ceuenue. Ona poounace ¢ ouabemom, y Hee Oviio
3ampyonennoe ObIXanue, U yposehnb dOurupyouna nopmanuzosaics ne cpasy. Ouna ne moaua ecnio
CamocmosimesbHo, NOIMOMY 8 medeHue Mecsayd OHd HAXO00ULACh 8 OMOeNeHUU PEAHUMAYUU HOBOPOICOEHHBIXY.
Bospacm — 2,5 200a

BuemHocTh

Onpezenensble 4epThl uua y neteit ¢ 740K I-acconMupoBaHHBIM PACCTPOWCTBOM BCTPEUAIOTCS YallEe, YEM Y
nIpyrux aered. Hammaue xapakTepHBIX 4epT 00BSICHSET BHEIIHEE CXOACTBO neteit ¢ TAOK [-acconnnpoBaHHBIM
cunapomoM. Hanbonee pacnpocTpaHneHHbIE YePTHI: IIUPOKO PACCTABJICHHBIE I71a3a, OIYLIEHHBIE HITH
MPUNIOJHSTHIE YTOJIKH IJ1a3; IUPOKHU J100; HU3KO PacloIoKeHHbIe HEOOBIYHOM (POPMBI yIIIH; TOHKAs! BEPXHSA
ry0a 1 MajJeHbKasi HIKHSS YEITI0CTh (MUKPOTHATHS).

PaszBurtue

® Pa3BuTHe 0011eH M MeJIKOH MOTOPUKH

[To manubIM Ha 2025 rox, y OonbinuHcTBa Aete ¢ TAOK -
aCCOLMMPOBAHHBIM PacCTPOMCTBOM OTMEUAETCs 331€PKKa B
pasButuu. CTEneHb 3aJiep>KKU BapbUPYETCs OT JIETKOI 110
TspKesoi. YacTo HaOII0Iar0TCs 3aI€P)KKH B PA3BUTHH TaKHUX
HaBBIKOB, KaK: CHOCOOHOCTb [IEPEBOPAUUBATHCS, CUAETD,
XOAUTh, UTPaTh C UIPYLIKAMHU, II0JIb30BAThCS CTOJIOBBIMU
npudopamMu, 3aCTernBaTh MOJIHHIO ¥ ITyTOBHIIBI, 3 TAKKE
XoauTh B TyasneT. OHaKo, CTEIIEHb OCBOEHUS 3TUX HAaBBIKOB
CIWJIBHO pa3HuTCs. Ha NoABUKHOCTH YacTO MOTYT BIIUSATH
HU3KUH MBIIIECYHBIA TOHYC (TUIIOTOHUS) W/WIIM THOKKE
(runepMoOUIIbHBIE) CYCTaBhl. Y HEKOTOPBIX AeTel
OTMEYaeTCs




[IaTkKad MmoxoJkKa, KOTopas BbI3BaHa HAPYIICHUCM KOOpAWHAIIUN I[BI/I)KCHI/Iﬁ (aTaKCI/ISI). OZ[HaKO, OOJIBIIMHCTBO
I[GTeﬁ MOTYT XOAUTb CaMOCTOATCJIBHO. Ha PaHHUX 3Tanax MHOTHUM ACTAM INOMOTArOT TAKUC MCTO/bI JICUCHUS U
TEparunun, KaKk OpTOICaus (CTeJ’IBKI/I, CKO6LI, IINHBI 1 OpTe3I>I), Sprorepamnuda u (I)I/I3I/I‘-IGCKa$I TCparus.

«B pazeumuu omecmasanu maxue HagblKu, Kaxk cudems U noa3amny, OH He MO2 ONUPAMbCS HA HO2U U3-3a
2unepmodunLHOCMU Cycmasos. B 2,5 200a, koeda mvl nOIYYUIU MAMEPUATLHYIO NOOOEPICKY U OPMONEeOULecK)yio
00y6b, OH cmoe coenamsb ceou nepsvie wiazuy. Cetiuac emy 12, ¢ mex nop on Hocum opmoneoudecKue opme3svl
(wunwl). Y neco cunvroe niockocmonue, u, 603mMoAicHo, nompedyemcs onepayus. On uacmo ycmaem, HO Mbl
Haoeemcst NOAYYUMb UHBATUOHYIO KOJACKY 0151 OTUMENbHbIX NPO2YIoKy. Bospacm — 12 nem

«OHa He mo2na nepesopayu8amobCsl Ha HCUBOMUK, d NOOHUMAMbC HA HO2U HaYala moibko 68 9 mecsayes. Ona
nepeosueanacy Ha none, Ho He mak, Kax opyeue demu. Koeda ona smo oenana, mo npunoOHUMAIACh,
OMMAIKUBAACH JIEBOU PYKOUL U NPABOll HO20U.  0uenb 6ecnokounrdacs, nomomy 4mo ee npaedst pyKd, Kax u eé
Je8as Ho2d, Co8ceM He UCNONb308anack. 11030nee onu cmanu ouensb cradvimuy. Bospacm — 2,5 2o0a

«Mos doub ne moena xooums 0o 2 iem, u 00 CUX nop el mpyoHo depacams pasHosecue npu xoovoe. Ilosmomy
el HeoOX0OUMO 3AHUMAMBCSL PUBKYILMYPOU U I3peomepanueily. Bospacm — 2,5 eo0a

Y Unique ecThb OTHEIbHBIC OPOIIIOPHI, MOCBAIIEHHBIC TCPAIICBTUUECKIM METOIAM U [IPUYUCHUD peDeHKa K

TyaJeTy M KOHTUHEHIINH (IPUBUTUIO HABLIKOB KOHTPOJISI 32 MOYEHCITYCKAHUEM U JieDeKaLIUEH ).

®" HHTe/UIeKTYaJIbHOE PA3BUTHE U CIIOCOOHOCTH K 00y4eHUI0

VY OonbmuHcTBa fetel ¢ 7TAOK-acconupoBaHHBIM PacCTPOUCTBOM €CTh MHTEIUIEKTyalbHasl HEJOCTATOYHOCTD
(MH) nnu tpynnoctu B 00y4yennu. Crenens MH BapbupyeTcs oT JIeTKoi 10 TSDKENOM, HO Yallle OCTaeTcs B
YMEpEHHBIX Ipeenax. boapIHCTBY AeTeil Heo0XxoauMa JONOIHUTENbHAs ToMOLIbL B 00yueHnn. Hekotopsie
JIETH TIOCEIAI0T KOPPEKIIMOHHBIE MIKObL. PaHHAS oMOIIb B 00yYEHUH MOXKET JaTh 3aMETHBIN HOJI0KUTEIIbHBIH
a¢dexT. Takke peKoOMeHIyeTCs] MPOBOIUTH TECTUPOBAHMUS JIJIsl OLIEHKH KOHKPETHBIX WHANBUAYAIBHBIX
notpedHOCTEN pedeHKa.

«Moti cbin HecKobKo 1em X00ul 8 00bLIYHYIO WKOLY, noKka He Hadanacs nandemus COVID, u 6 amoti wikone emy
He npedocmaguiu no00epicKu 0Jist No0xXoosiue2o obyuenus Ha oomy. Koeoa wikonvl chosa omxpuLiuce, mol
HAuanu UCKams CReyuaIusupoOSaHuyIo WKOLY U HAULIU Ny, KOMopas 20pazoo Jyduie no0Xo0um o e2o
obyuenus. C HUM 3aHUMATOMCS. UHOUBUOYATIbHO, 0elds YNOP CKOPEe HA JHCUSHEHHble HABLIKU, YeM HA
cmanoapmuyio npoepammyy. Bospacm — 12 nem

«Hetipobuonoz ckasana, umo mosi 00ub 0OYeHb YMHAS U 001a0aem ApKuM U HCusblm 6oodpadicenuem. Ilo ee
COBAM, OHA OMIUYHO CAPABTISENCS C peuleHuem 3a0ay, akmueHO UCNOAb3Yem necHu OJisl 3anOMUHANUsL (Ppas u
cnos, u yaice snaem bofee gocemraoyamu neceny. Bospacm — 2,5 2o0a

Y Unique ecTh OTHEIbHBIC OPOIIIOPHI, MOCBSIIEHHBIE 00Pa30BaHN0 U [1POdQeccroHaibHOMY 00pa30BaAHNI,

00YYEHHIO U TPYIOYCTPOIHCTBY.

"  S3bIk H peyb

Hetn ¢ TAOKI-acconnnpoBaHHBIM PACCTPONCTBOM UMEIOT 3a/I€P>KKY PEUEBOTO PA3BUTHS pa3IMYHON CTENEHH
BBIPR)KEHHOCTH, a TAK)KE PEUeBbIe U JIOTONEINYECKUE HApyILIeHUs. Y HEKOTOPBIX MO Mepe B3POCICHHUS
TPYAHOCTH C PEYBIO U SI3bIKOM MOTYT COXpaHSThCS. Pa3BuTHE pedn y TaKuX JAETEH MOKET OCTAaHOBUTHCS Ha
YPOBHE OTIETBHBIX CJIOB, KOPOTKUX (hpa3 WM NPOCTHIX MPEUIOKEHHH, B TO BPEMS KaK JAPYTrHe pa3BUBAIOT
CHOCOOHOCTH K Oecesie U 001a1at0T OOIMIMPHBIM CIIOBAPHBIM 3a11acoM.

OO6ciie10BaHKe Y JIOrone1a HeoOX0aMMO IS BBISABJICHHUS KOHKPETHBIX 3aTPYAHEHUH, 4TOOBI aAanTHPOBaTh
3aHATHS TI0]] MHANBUIYaIbHBIC HYXIBI peOeHKa.


https://rarechromo.org/media/familyguides/English/Therapies%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Toilet%20training%20and%20continence%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Toilet%20training%20and%20continence%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Education%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Further%20Education,%20training%20and%20work%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Further%20Education,%20training%20and%20work%20FTNW.pdf

«Bpemenamu on nymaem cnosa, no 6 yenom pazeoeapusaem xopoutoy. Bospacm — 12 nem
«Y nee ovina 3adepoicka pedu, u ee HANPABUNU HA 3AHAMUS C 1020Ne00M». Bospacm — 2,5 200a

YV Unique ectb oTAETBHAS OpOIIIOpa, TOCBAICHHAS KOMMYHUKATIN.

* Kopmienue

[Ipo6GiieMbl ¢ TUTaHWEM B paHHEM BO3pacTe ABISIOTCS pacpocTpaHEHHBIME Y neteit 74 OK [-accorumpoBaHHBIM
pacctpoiictBoM. HU3KMIT MBIIIIEYHBII TOHYC HHOT/Ia CIIOCOOCTBYET pobeMaM ¢ TII0OTaHUEM, B PS/Ie CITyvaeB
ocnabeBaeT cocaTeNbHbIN peduieke u st Habopa Beca MOXKET OTPeO0BaThCS NCTIOIH30BAHKE
BBICOKOKAJIOPUIHBIX MUTATEIBHBIX cMeceil. [loMIMo 3TOT0, HEKOTOpHIE IETH CTPAIalOT TacTpold30darearbHO
pedurrokcHol 6onesnbio (IOPB) — cocrosiHreM, py KOTOPOM THIIA U3 KETyAKa 3a0packiBacTCs OOpaTHO B
MHUILEBOJ, YTO MOXKET TpeOOBaTh JIEUCHHS, KOTOPOE BKJIIOYAET TLIATEIbHBIA HOAOOP M03bI AJIsl KOPMJICHUS,
MEINKAaMEHTHI, CMECH WITH, TIPH OTpeeSIeHHBIX MMOKA3aHUIX, yCTaHOBKY HazoracTpainsHoro 30Haa (H3I) mi6o
MepPKyTaHHOW IHAOCKOIHYecKoi racTpocTpomsl (11317, ractpoctomudeckas TpyOka). Y HEKOTOPBIX IeTeit
OIMCHIBACTCS M30MPATEIEHOCTD B €€ M UX CKIIOHHOCTB K Pa3BUTHIO N30EraroIero/orpaHiYMBaloIero
paccrpoiictBa notpedienus nuiu. COCTOSHIE HEKOTOPBIX ACTEH 3HAYUTENBHO YIyULIHIIOCh TOCIIE TOCEIIEHUS
LEHTpa IPyIHOTO BCKAPMITUBAHUS, T/1€ IPOBOJAMTCS OIICHKA COCTOSHHS U MPEIOCTABIISIOTCS PEKOMEH AN 110
KOPPEKIMU MPOOJIEM € IPUEMOM IUIIHU 1 KHUIKOCTH.

«3ybul y nee nauanu npopesvieamscsi 6 11,5 mecsayes, u moavko moeoa mol cMo2iu 000A6ISAMb 8 PAYUOH NULY C
bonee niomuol mexkcmypoul. 3aKkoHYUIOCh MO CUNBHETUUM OMIMOP’CEHUEM MAKOU eObl U YIHCACHBIM PEONMHBIM
perexcom. Jlo 200a u mpex mecsayes Mol He MO 0a8ambv eil 600y — 00 IMO20 603PACA OHA NOCTOSHHO €i0
0ABUNACH Y.

«K momenmy svitnucku uz omoenenust peanumayuu U UHmMeHcusHol mepanuu Hogopodcoennvlx (OPUTH) ona
Moana npunumams auuts 15-60 ma 600sl. Boiiu uzocoea u 3anop. Ilpobaemsi ¢ KopmaeHuem npoooJAHCUIUCD U
doma. Y nee obnapyoicuiu comuyeckoe Hebo, Hatmu nooXo0sauwyo OYmulIOUKY, ¢ KOMopou el 0bL10 Obl YyoobHee
U KOMopas He nponyckala Ovl TUUWHUL 8030YX — 2M0 Hacmosujee ucnvimanue. OKazanocs, 4mo OymsliouKu ¢
cocKamu no0 WUPOKoe 20PAbIUKO — 3O MO, YMO HYHCHO, 860b IMO NOMO2AN0 YOEPHCUBANb MOTIOKO 80 PHLY,
ymooObl OHO He NPOAUBAIOCH NOCMOAHHO. MHe HYJICHO DblLIo 8Ce 8pemst ee KOpMUMb, NOMOMY YN0 OHA KpatiHe
mano ena. Tonvko x 6-7 mecayam ona npoosuryaacs 0o 120 mn. Ilepexod k demckomy numaruio u meepooil
nuwe Hawancs no30no. Ona MmHo2o dasunacvy. Bospacm — 2,5 200a

VY Unique ectb oTaenbHas OpolIopa, NOCBAIIEHHAs KOPMIICHIIO,

® Pocr u puznyeckoe paspurue

Hetu ¢ TAOK-accounnpoBaHHBIM PACCTPONCTBOM HEPBHO-
TICUXWYECKOTO Pa3BUTHS, COTIIACHO COBPEMEHHOU (Ha MomeHT 2025
rojia) MEJULHUHCKON JINTEPaType, MOTYT UMETh 3aJCPKKY
pocTa/HU3KHI pocT. Y HEKOTOPBIX OTMedaeTcs JIMIHUKN Bec. Kpome
TOro, y OOJIBIIIMHCTBA AETeH pa3Mep yeperna OoJIbIIe OKUIAEMOr0
(Makpouedanus).

«Koma OH OBLI MaJICHbKUM, OKPYXHOCTDL €I'0 I'OJIOBLI BbIIJIA 3a
IpeIeIbl HOPMBI, MBI JISJTal TOMOTPadUI0 U MHOTO OECIIOKOUIIHCEY.
Bospact — 12 nem

«OHna coecem kpoxay. Bospacm — 2,5 2o0a
® IloBenenue

O06b1un0 noBezieHue aereil ¢ 74 OKI-accounupoBaHHBIM PacCTPOHCTBOM HEPBHO-TICUXMUYECKOTO PA3BUTHS
COOTBETCTBYET YPOBHIO HX 3aJICP’KKH Pa3BUTHs. Y HEKOTOPBIX AMarHOCTUPOBAIN PACCTPOHCTBO
aytuctuueckoro cnekrpa (PAC) nnm onpenenuny cxoxne cMMOTOMBI. [Ipyrue noBeaeHueckne 0COOEHHOCTH, O
KOTOPBIX COOOILAIOCH, BKIIOYAIOT HAJIMYKE CHHApOMa AeduunTta BHUManus u runepaktusHoctu (CBI),
TPEBOXKHOCTH, arPECCUBHOE U MPOOIEMHOE TIOBEACHHUE, a TAKXKEe KOMMYHHKAaTUBHBIE TpoOsiemMbl. HexoTopsie
JIeTH, TIOMHUMO 3TOT0, UMEIOT TPYIHOCTU co cHOM. Kak mpaBuio,

8


https://rarechromo.org/media/familyguides/English/Communication%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Feeding%20FTNW.pdf

YEeTKUH pacrlopsoK AHSA, CHCTEMa OrpaHMYCHUN U MOOLIPEHUH U IpyTrye METObl KOHTPOJIS IIOBEICHUS UAYT
JETSIM Ha 1moJib3y. Kpome Toro, MOryT 0Ka3aThCsl YCIEIHBIMU TONBITKH MTPEOI0JICHHS KOMMYHHUKATUBHBIX U
JIPYTHX CII0KHOCTEH.

«Mbt Oymanu, umo y Hee aymuszm, NOIMOMY HANPASUIUCH HA obciiedosanue. Tecmuposanue oHa npoulid
onecmsuwe. OHa 0KA3ANACH 04EHb 0OWUMETbHBIM PeDEHKOM, HO HeKOMOopble HABbIKU 0asaIuch eti ¢ mpyoom. Ee
00¢c1e008al HelUpPoOUON02, UBYYAIOWUL PEOKUE 2eHeMUYEeCKUe 3a001e8aHUs, U BbIACHUIOCH, YN0 ) Hee Hem
aymuzma, o ecmov C/[BI". Ona nrobum uepams u 0ypavumuscs, 4mo 2080pum o ee 00WumenbHOCmu, Ho 8
OyOyuwem el npudemcs nPoxo0uUms NOGEOEHUECKYH0 Mepanuro, Ymoobl HaAYYUmsCs KOHMPOIUPOBSAMb CEOU
amoyuuy. Bospacm — 2,5 200a

Y Unique ecTth OTIEIBHBIC OPOIIIOPHI, MOCBAIIEHHBIC 11P00JIEMHOMY [T0OBEJICHUO U CHY.

® TIloJsioBOe co3peBaHue

MNudopmanum o momoBom cozpeBanun y neteit ¢ TAOKI-
ACCOLMMPOBAHHBIM PACCTPOHCTBOM IICUXHUECKOTO PA3BUTHUS HE TaK
MHOT0. 13BeCTHO, 4TO Y OOJNBIIMHCTBA MATBYNKOB U JIEBOYCK ITOT
HEePHOJ IPOTEKALT, B OCHOBHOM, 0€3 OTKIOHEHHH. B peakux cirygasx
cOO00IIAJIOCh O CIUIIKOM paHHEeM (TPexAeBPEMEHHOM) UM, HA000pOT,
HO3/IHEM I10JIOBOM CO3PEBAHHH.

briBaet, 9TO CEMBH ¢ AETHMHU, IMEIOIUMHU XPOMOCOMHBIE
3a00IIeBaHNs, IOBEACHYECKUE MMPOOIIEMBI HITH HECITOCOOHOCTH K
00y4eHunto, 0c00eHHO 00ECTIOKOEHBI TEM, KaK MX JIOYE€PH CMOTYT
CTIPABJIATLCS ¢ MCHCTPYAIUEH; HEKOTOPBIM TIOMOTaeT KOHCYJIBTAIHS C
MeANAaTPOM, Ha KOTOPOH MOXKHO 0OCYINUThH BApUAHTHI PETYJIISAIHH
MEHCTPYaJIbHOW TUTHUEHBI BO BPEMST MECSYHBIX.

YV Unique ecmv omoenvras dpowiopa, nocesaujenHast 10J10BOMY CO3DEBAHUIO.

" B3spocJias :KU3Hb

OmnbIT B3pOCIIOii )KHU3HU 3HAUYUTEIBHO BAPBUPYETCS B 3aBUCUMOCTHU OT
MHOXecTBa (pakTopoB. OHM BKITFOYAIOT PA3IMYHYIO CTENEHb YMCTBEHHOMN
orcrasioct (YO) 1, COOTBETCTBEHHO, TPYAHOCTH B 00yUEHHH, a TAKKe
BO3MOJKHBIE TEKYIIIIE OCOOCHHOCTH 3/I0POBBSI U YITyUIICHUS,
JOCTHTHYTBIE 33 CUET ONEPATUBHOTO BMEIIATENILCTBA U TEPANIEBTUIECKIX
METO/IOB JICUCHHUSI/TIPETIApaTOB.

B3spociasie ¢ TAOK-accouuupoBaHHBIM paccTPOCTBOM HEPBHO-
MICUXUYECKOr0 Pa3BUTHs 00J1aJaI0T Pa3HbIM yPOBHEM
CaMOCTOSTENBHOCTH. HEKOTOpBIE N3 HUX HE YyTPAauMBaIOT BO3MOKHOCTH
CO3JaHHA CEMBH, BEICHUS X03siicTBa, Tpyna. HekoTopele MpoaomKaroT
SKUTD C POJUTENSIMH, ONIEKYHAMU WM B UHTEPHATE, € MOIYYaroT
HEOOXOIMMYI0 TIOJIEPKKY. HeKoTopble MOTYT KUTh CAMOCTOSITEIBHO, HO
HYKJAIOTCS B ONIPEIEIEHHON TIOMOIIY OT CEMBH WJIH Ipy3ed pu
BBITOJTHEHUH HEKOTOPBIX JAEUCTBUM. YPOBEHb 3aHITOCTH U XapaKTep
TPYJOBOH AEATENHHOCTH PA3INYAIOTCS, HO MHOTHE U3 HUX 3aHIMAIOTCA
TOH WM MHOM (POPMOIi OITaYMBaEMON HIIM HEOIIAYuBAaEeMON PabOThI.

Heckombko B3pocibix ¢ TAOK [-accoMupoOBaHHBIM PAaCCTPONCTBOM HEPBHO-TICUXHYECKOTO PA3BUTHS Y3HAIH,
YTO Yy HUX €CTh BapuaHT/neneuus rena TAOK I, Toabko Koraa ux peOeHKy ObLI IOCTaBJICH AMArHO3.

VY Unique ectb oTaenbHas OpoIIopa, NOCBAIMIEHHAS [1CPEX0/IHOMY BO3DACTY.
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https://rarechromo.org/media/familyguides/English/Challenging%20Behaviour%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Sleep%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Puberty%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Transition%20guide%20FTNW.pdf

IIpobsembl co 310poBbEM

Hwxe mepednciieHs! mpoOiieMsl CO 3I0pOBBEM, KOTOpBIe ObLTH 00HapYkeHbl y neteit ¢ TAOK -
aCCOLMHMPOBAHHBIM PACCTPOHCTBOM HEPBHO-TICUXUYECKOTO PAa3BUTHS. DTH MPoOIIeMbl 00HAPYKUBAIOTCS HE Y
KaXI0ro peOeHKa, MO3TOMY He BCe JIETH C AaHHBIM 3a00JIeBaHUEM OYyIyT UMETH T€ YK€ MPOOIEMBI.

Cepaue

Cpenu 3aperucTprUpOBaHHBIX cirydaeB sojieit ¢ 74OK [-acconmrpoBaHHBIM PacCTPOXCTBOM HEPBHO-
MICUXUYECKOTO PAa3BUTHSI, OBUIH BBISBICHBI TOPOKHU CEPIIIia, B TOM YHCIe BpOXIeHHbIC. [Ipu momo3peHn Ha
cepicuHbIe 3a00JI€BaHUs TUATHO3 MOXKET OBITh IOCTABIICH C IIOMOIIIBIO TAKHX HCCIIECIOBAHHM, KaK
anekrpokapauorpamma (OKI'), sxokapauorpamma (Y3U cepara) winm peHTreH TPy IHON KIETKU. THITBI TOPOKOB
cep/lia BapbUPYIOT U BKIIIOYAIOT aHOMAJIMH, BIUSIONIAE HA pa3Mep U CTPYKTYPY CEPIEYHOM MBIIIIILI 1
KJarmanoB. HekoTopble MOPOKH HE3HAYUTENBHBI U MPOXOAAT CO BPEMEHEM CaAMOCTOATENLHO. J[pyrue MoryT
noTpeOOBaTh MEAUIIMHCKOTO JICUSHHS WM XUPYPTHISCKOTO BMEIIATEHLCTBA.

[Topoxwu cepama, 3apeructpupoBanHbie Ha 2025 T0Of, BKIIOYAIOT B ce0s 1eheKT MEXKIIPEACEPIHON TEPETOPOIKA
(AMIIIT) (anOManbHBIE OTBEPCTHS MEKIY KaMepaMHy MPaBoil U JIEBOW CTOPOH CEepIla U KIIalaHkbl,
peryaupyomnme KpOBOTOK MEXLy HUMH), TeTpaaa danso, monHelli aHOMaIbHBIN APEHaX JICTOYHBIX BEH (BEHBI,
BO3BPALLAOLINE KPOBb U3 JIETKUX, HE COSAMHSIOIINECS C JIEBBIM IPEACEPINEM), N3MEHEHUE OJHOIO U3 KJIAIIAaHOB
cepAla, HaIpuMep, aHOMaNKs MUTPAJIbHOTO KJlallaHa WM HAJIMYKeE JIByCTBOPYATOr0 a0PTAJILHOTIO KiIallaHa.

Mo3sr

Y MHOTUX A€Tel UMEIOTCS CTPYKTYPHbIE AHOMAJIUU MO3Ta, KOTOPhIE MOYKHO BBIIBUTH C MOMOIIbI0 MPT
(MarauTHO-pe3oHaHcHas ToMorpadus) win KT (kommberorepHas Tomorpadust). Habmomaembie anoManun
Pa3NIu4aroTCs, HO Yalle BCEro BCTPEUAIOTCs PaCIIMPEHHBIE TIOJIOCTH B MO3T'€, 3aII0JIHCHHBIE JKUKOCTBIO
(pacumpenHsle xKeaynouky). pyrue anomanuu HecienupUUHbI ¥ BKIOYAIOT CKOIUIEHUE KUIKOCTH B MO3re
(ruaporedanus), HapyIIeHHe MUTPAMK HEMPOHOB BO BpeMsl pa3BuTus ((pokaabHas KOPKOBAs JUCTLIA3HSA),
HeJI0pa3BUTHE (TMIIOIUIA3HS) MM YTOJIIEHHE OeI0ro BEeLecTBa, COSIUHSIONIETO /1Ba MOJIyIIapus MO3ra
(Mo30yKCTOE TEJI0), yMEHbIIIEHHEe 00beMa Mo3ra, aTpodus MO3KeuKa, aHOMAJIMN MO3KEUKa (HeTIPaBUIIbHOE
pa3BuTHE 00JIACTH B 3aJIHEH YaCTH MO3ra (MO3KEUOK), KOHTPOJIUPYIOIIEH JBIKEHHE M PABHOBECHE), CKOIICHUE
Ceporo BEIIECTBA B JKENyA0UKaxX (IEPUBEHTPUKYIISIPHAS Y3JI0Basi TETEPOTOITHS).

Cynoporu

V¥ Hekotopseix aereit ¢ TAOK-accoMMPOBAHHBIM pacCTPONCTBOM HEPBHO-TICUXUYECKOTO Pa3BUTHSA,
HaOJI0AI0TCS CyJOPOTH (BHE3AITHOE M HEOXKHUJAHHOE U3MEHEHHUE JIEKTPUUIECKON aKTUBHOCTH HEHPOHOB
TOJIOBHOT'O MO3ra). B 3aBHCHMMOCTH OT MOpakeHHBIX 00J1aCTe MO3ra, CUMIITOMBI MOTYT Pa3In4aThCs U
BKJIIOYATh B c€0sl BpEMEHHOE 3aMEIIaTeNIbCTBO, HEKOHTPOJIMPYEMbIE MTOJEPIUBaHMs U TIOTEPIO0 OPUEHTALUH WIH
co3HaHus. Coo01anoce 00 INUIENTHYECKUX NPUCTYIAaX ¢ KPATKOBPEMEHHBIM OTKIIOUEHHEM CO3HaHMSA 0e3
BUAMMBIX cya0por (abcaHcax), TPy KOTOPOM peOEHOK Kak OyATO «OTKIIOYAETCs», HHOT/A C 3aCTHIBLINM
B3IJIAI0M, TTOJIEPTUBAHNEM BEK WIIM IPUUMOKHMBaHUEM I'y0aMu. AGcaHChl 0OBIYHO KPaTKOBPEMEHHBI U 4acToO
JUIATCSI MEHEe TPUILATH CEKYH/I.

Cynoporu MOryT BOBHUKHYTH B JIFOOOM BO3pacTe, a CaMH MPUCTYIBI MOTYT OBITh KaK €AMHUYHBIMH, TaK U
peryasipasiMu. DnekTposHuedanorpadus (331°) u Buaeosnexkrposnuedanorpadus (Buneo-231") — sto
MEAUIUHCKHUE HCCIIE0BAHMS, KOTOPBIE UCIIONB3YIOTCS U M3MEPEHHS U 3aIICH UMITYJIHCOB T'OJIOBHOTO MO3Tra.
B coueranuu ¢ 1pyrumMu UcclieI0BaHUAMHU OHH [TOMOTAIOT ONPENENIUTh THUI CYJOPOKHBIX IPHCTYTIOB.

Cynoporu MOTYT BBI3BIBaThH O0JIBIIOE OECIIOKONWCTBO Y CeMel 1 BRITIISACTH MyTaroIle, HO B OOJIBITHHCTBE
CIIy4aeB OHH MPOXOJIST CaMH IO ce0e MITH YCIIEITHO TOAIAI0TCS MEIMKaMEHTO3HOMY JieueHuto. Ecin
CYJIOPOKHBIH MTPHUCTYIT MPOUCXOANUT Y peOCHKA BIIEPBbBIE, BAYKHO yOpaTh Bce TPABMOOIACHBIE IPEAMETHI,
HaXOJISIIUECs TOOJIM30CTH, U 00PAaTUTHCS K Bpady.
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«B 10 nem Y Heco CIYyUUJIcA KAKOU-mo npucmyn. OH ynaj, Uy Heco 3aKamuiucs 2iasd. E,Wy coenanu
obcreoosanue 20J106bl, HO OHO HU4Y€e20 He noKdasdajuo. HOS()H@(:‘, Y Heeo ObL10 ewe napy maxKkux npucnynoe, Ho He
HACMOoJIbKO culbHwuix. B xo0e ucciedosanutl Huue2o ne Hauiy. Bo3pacm — 12 nem

«Ee 6yoym obcnedosamv na nanudue npucmynos QOKaibHOU NULIEHACULL.
Boszpacm — 2,5 2o0a

* HapyumeHus ABUKeHUSs

Wnorga y nereit ¢ TAOK[-acconnrpoBaHHBIM PacCTPOHCTBOM HEPBHO-TICHXHYECKOTO PAa3BUTHS MOTYT
Pa3BHBATHCS HEMPON3BOJIBHBIC IBIKCHNUS, TAKHE KaK TPEMOp (PUTMHUYHBIC IPOKATEIbHBIC ABHKEHISA),
CTEPEOTHUITHBIC IBIDKCHNUS PYK (HETIPOM3BOJIEHBIE, TIOBTOPSIOIINECS U KaK OyATO OECCMBICIICHHBIE IBIKCHN ),
TUKH U TUCTOHHS (HEKOHTPOINPYEMbIE MBIIICYHBIE IBIDKCHNUS (CTIa3MBl).

® 3amnopsl

V nereii ¢ TAOKI-accoumMpoBaHHBIM PacCTPOHCTBOM HEPBHO-TICUXHUYECKOTO Pa3BUTHsI, YaCTO OBIBAIOT 3aIIOPEI,
YTO MOKET OBITh CBS3aHO C HU3KHM MBIIICYHBIM TOHYCOM, HEJJOCTATOUHON (U3MUECKOH aKTUBHOCTBIO, CKYIHBIM
MUTaHUEM, MaJIbIM IOTPEOICHUEM KUIKOCTH U APYTHUMHU (PaKTOpaMH, KOTOPHIE €Il HE 10 KOHIIA H3yUYCHBI.
Bo3moxxHbBIE TPUYMHBI 3a1I0OPOB BaKHO 00CYKIATh ¢ MEJULMHCKUAM PAaOOTHUKOM MM BpauoM. OHU MOTYT
MOPEKOMEHIOBATh U3MEHUTH MTUTaHUE PeOCHKA W NPEATIOKUTH MIATKUE CIa0UTENbHbBIE CPEACTRA.

® T'opmoHajbHbIi (poH

WNuorna y nereit ¢ TAOK-accouuupoBaHHBIM CUHIPOMOM OTMEUAIOTCS OTKJIOHCHHUS, BIUSIONMINUEC Ha
ropMOHaIbHBIN (oH. K HUM OTHOCST NpekaeBpeMeHHOE TI0JI0BOE CO3PEBaHME, 3aePHKKa TIOJIOBOTO Pa3BUTHS,
HaJMOYCYHUKOBAS HEJJOCTATOYHOCTh W/WJIM OTCTaBaHHE KOCTHOT'O BO3pacTa.

" TI'nma3a u 3peHmne

Cpenu nereit ¢ TAOKI-accounupoBaHHBIM CHHAPOMOM PAaCIPOCTPAHEHBI
po0JIeMbl, CBSI3aHHBIE C I1a3aMU U 3peHueM. OTMedaeTcs MHUPOKUH CIIEKTP
OTKJIOHEHHH, 1 y OJTHOTO YeJIOBEKa MOTYT OJJHOBPEMEHHO HAOII01aThCS
Cpa3y HECKOJIBKO Mpo0iIeM, CBSI3aHHBIX cO 3peHreM. K n3BecTHbIM
OTKJIOHEHHSIM OTHOCSIT OJIM30PYKOCTh (MHOIHIO) M JalbHO30PKOCTh
(TUIEpMETPONHIO), KOTOPBIE MOKHO KOPPEKTUPOBATH C TOMOIBIO OYKOB;
HeOoIbII0e n3MEHEeHne (POPMBI TJ1a3, KOTOPOE MIPUBOAUT K HEUETKOCTH
3peHHus (aCTUrMaTu3My); Kocoriasue (cTpadusm), Ipu KOTOPOM OJUH WIIH
00a riaza CMOTPAT BHYTPb, BOOK, BBEPX WJIM BHU3, YTO MOKHO BBIJICYUTH
MyTEM HAJI0XKEHUs MTOBSI3KH, KOPPEKLUKEH ¢ IOMOLIBbIO OYKOB, BBIIOJIHEHHEM
YHPaKHEHUH WU ITyTEM XUPYPrHYeCcKOTO BMEIIATENbCTBA; CHHAPOM
«JICHUBOTO TJ1a3a» (aMOJIMOIIHNS), KOTOPHIH MOXET OBITh CIEICTBUEM
KOCOTIJIa3usl Ha OIMH TJ1a3; OIyIleHHE BEPXHETrO BeKa (IIT03); LIMPOKO
paccraBieHHBIC (TUIIEPTEIOPU3M) HITH CIIETKA PACKOCHIE TI1a3a;
HETIPOW3BOJIbHBIC ABMKEHUS TJ1a3 (HUCTArM) M KatapakTa (IOMyTHEHHUE
XPyCTaInKa).

«Bcezo napy mecsiyes Hazao ee 1e6ulil 2143 HAYAL KOCUNMb HYMpb. [109momy Mbl nowiu K oghmansmonozy,
YMoObL NOHSIMb, NOYEMY MO NPOUCXOOUNLY.
Bospacm — 2,5 200a

= Cayx

Hexkotopsie netu ¢ TAOK I-accollMMpOBaHHBIM CHHAPOMOM CTAJIKUBAIOTCS C HAPYIIEHHUAMH CIIyXa, OJJHAKO y
OOJIBLIMHCTBA AeTel M0I00HBIE OTKIIOHEHHSI HE HaOMI0AAI0TCS, U 3a4aCTyI0 OHH YCIIEIIHO MTPOXOJIST IPOBEPKY
CllyXa IpH poXXIeHUH. MoxeT HaOIr0aThCsl KOHAYKTHBHASI TYTOYXOCTh, IPH KOTOPOH 3aTPyIHEHO IPOBEACHHE
3BYKOBBIX CUTHAJIOB BO BHYTPEHHEE yXO;
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HEHpOCeHCOpHAas TYyrOyX0CTh, IPH KOTOPOH MOTYT OBITh HapyIIECHB! PYHKIIMH BHYTPEHHETO yXa, YIUTKHA WU
CIIyXOBOT'O HepBa (3TOT HEPB MepeaacT 3ByKOBbIE CUTHAJIBI B MO3T'); BO3MO)KHA KOMOWHALNS KOHAYKTUBHOH H
HEHPOCEHCOPHOH TYTOYXOCTH.

Bo MHOTHX cUTyarusax asis yay4IIeHns CilyXa MOTYT IPUMEHSIThCS CITyXoBble ammapatsl. [lockombky metu
MTO/IBEP KEHBI PUCKY 3aJIEP’KKH PEUEBOTO PA3BUTHS, POJUTEISIM CIIEAyeT MPUHUMATD OTpeAeTICHHbIE MEPhI Ha
PaHHUX CTaIUAX: 3aHUMATHCS Pa3BUTHEM pedr peOeHKa JoMa MM B CIIEIUATBHOM YUPEKISHUH.

Y HEKOTOPBIX JIeTell BO3HUKAET SKCCYJaTUBHBINA CPETHUIA OTUT, IPH KOTOPOM 3a OapabaHHON MepernoHKon
CKaIUIMBAETCs )KUAKOCTh. ITO 3a00JIeBaHIE MOXKET YCYTYOUTHCS M3-3a CIIMIIKOM Y3KUX HapyKHBIX YITHBIX
KaHAJIOB MJIM M30BITKAa BOCKA B HUX. DKCCYJATHBHBINH CPEIHUN OTHT — 3TO THIT KOHAYKTUBHOH TyTrOyXOCTH,
KOTOPBII JICYUTCS, KaK MIPAaBUIIO, C TIOMOIIBIO BBEACHHUS B OapabaHHYIO TIEPETIOHKY a3paliOHHBIX TPyOOK
(TpyOOK A7l BEeHTHIISILIMM CPEAHEro yxa). Takoe Xupypruieckoe BMEIaTeIbCTBO MOKET MOTPeOOBaThCA
noBTOpHO. He Bcera yaaercst BOCCTaHOBUTH CIyX MyTEM aj’palliy MpOCTpaHCTBa 3a OapaOaHHBIMU
nepenoHkamMu (CpeHee yxo), MO3TOMY, XOTb U IOBOJIBHO PEIKO, B KAUeCTBE BPEMEHHOM MIIH JOITOCPOYHON
Mepbl MOTYT HCIOIb30BAThCS CIIyXOBBIE alllapaThl.

«Hecmomps Ha mo, umo ee yuiu pacnonodicenvl Hudxice 21d3, Onu omiudno pasgumuvl. [loxa npodiem co ciyxom y
Hee He ObL10». Bospacm — 2,5 200a

Y Unique ecTb OTHENbHAS OPOIIOPa, MOCBSIICHHAS

JIpIxanue

VY MiazneHneB U JeTel ¢ FTeHeTHYECKMMHU OTKIOHEHMSIMH Yallle BO3HUKAIOT Mpo0ieMsl ¢ fpixanueM. OOBIYHO C
BO3PACTOM 3TH NMPOOJIEMbI CTAHOBSITCS MEHEE BBIPAKCHHBIMH, XOTSI MOTYT COXPaHATHCS HA MPOTSHKEHUH BCETO
nerctBa. Y nereit ¢ TAOKI-acconnrpoBaHHBIM CHHAPOMOM 4YacTO HaOJIIOAArOTCA PECTIMPATOPHBIE HH(EKIINH.
Cpenu nmpourx HaOIOIASTCS alHO? BO CHE (IaTOJIOTMYECKUNA THIT ABIXaHMS, IPH KOTOPOM YeNIOBEK MepecTaéT
IIBIIIATH BO CHE).

«On obin 3(1.1IG‘ICZI’I'ZG.Y!)H()L]Ipe()éHKO,ll, HecmMomp:sl Ha ece eco I'7[)()6.7€,1'1bl co 3()()[)()6b€,11. Koeoa on 6w coscem
MANEHbKUM, Mbl HECKOJIbKO pA3 JIEHCAIU 6 '(70.7(7Hlllr‘l£’,, nomomy 4mo y Heco ovLna acmma u LIH(ﬁ(fI\'L{LIOHthe
3abo1e6anus. Y Heeo nauanacey cuibHas K3emd, nomom acmmda, a nos3auce 6 60.717HL[L[€ BbIAICHUIOCH, YMO ) Heco
(lH(l(ﬁlL“lClKlTlu‘ICCI\'(IH peaxkyusd Ha ﬁL?L(Cl, MOJIOKO U nuteHuy)y. Certiuac emy yorce jezde, Ho Mbl 6C€ paeHo 6e30e HOCUM
¢ cobotl aemouUHveKmopbsl EpiP€I7 U UH2AIAMOpsl ont ACmmal. Kak monbko mol Y3HaJau 000 6cex ajliepcudecKux
PeAKYUsX, ')’()0[)06!7(3 SHAYUMENbHO YIYUUUTIOCb, OH CMAll HAMHOZ2O0 JIyUuiLe cnanibs. Bo3pacm — 12 nem

Kucrn un crynamn

Wnorga y nereit ¢ TAOK [-acconMupoOBaHHBIM CHHAPOMOM OTMEYAIOTCS HAPYIIEHHUS pa3BUTHS KUCTEH U
crynHeil. Camoe pacipocTpaHEHHOE U3 HUX — MCKPUBJICHHE MANbLIEB PYK WIH HOT (KIMHONAKTUINS). Pexe
HaOJroaeTCs MUPOKU CIIEKTP criepUIecKuX aHOMAIIMH pa3BUTHS CTO U TajblieB Hor. Hanbosee 3ameTHbIE
M3 HUX: IJIOCKOCTOMHE (pes planus), «mojas cromay (pes cavus) U «CaHAaJCBUIHAS IIEJIbY MEXTY OOJIBIINM U
YKa3aTCJIbHBIM IaJIblIaMU. Yy HEKOTOPLBIX JleTefl IIPOABIICHUA OTKJIOHEHHUH HEe3HAUYNTEILHEI U HE Tpe6YIOT
nedeHns. OcTalbHBIM MOXKET IIOMOYb MaccaX, OPTe3bl U Gpu3noTepanus. JleueHre Ha3HAYAETCS C YIETOM
WHIMBUIyaIIbHBIX 0COOEHHOCTEH pebeHKa, 1, B psiJie CIIyvaeB, HAWITYUIINM CII0COOOM MOBBIMICHUS
)IBHF&TCHBHOﬁ AKTUBHOCTHU SABJIACTCA XUPYPrudeCKas KOPPEKIUs.

«Ona poounace ¢ kpoxomuwsimu cmynusamu. Hexomopule nanbybl nepekpeuusanics, Ho usuomepanesm
VCNOKOUL MEHsL eM, YImo HOKA Mbl Oy0eM 3aHuMamsCsi (husuomepanteti, 3mo 0yoem 603MONCHO UCHPASUND.
Bospacm — 2,5 200a

T103BOHOYHHUK

Mmuorue netn ¢ 7AOK [-acconnnpoBaHHBIM CHHAPOMOM POXKAAIOTCS WM PACTyT C UCKPUBIEHUEM
MO3BOHOYHHKA: JIHOO ¢ OOKOBBHIM HCKPHUBIIEHHEM (CKOIMO30M), IMOO C OKPYTIICHHEM BEpXHEH 4acTH CITUHBI
(xudozom), mbO ¢ KUPOCKOIMO30M (codeTaHneM Krdo3a u ckoimo3a). VIckpuBieHHe MO3BOHOYHHKA JieuaT ¢
MOMOIIBI0 PU3HOTEpAINY, JTedeOHON QPU3KYIBTYPhI WK KOpceTa. B oTAeIbHBIX clydasx MOXKET MOHaT00UThCS
XUPYpPrUYecKOoe BMEIIATEIbCTRO.
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Cycrasbl

U3zBectHO, uTO0 y Aereii ¢ TAOK [-accOMIPOBAHHBIM CHHIPOMOM YacTO BCTPEUAIOTCSI aHOMAIUW CYyCTaBOB. DTO
MIPOSIBIISIETCS B BUJIE YpE3MEPHOU MOIBIYKHOCTH (THIIEPMOOMIIBHOCTH) CYCTaBOB: JIOKTEH, 3aISICTHIA, KOJICHEH,
Ta300eIpeHHbIX CYyCTaBOB. B pe3ynpTaTe MitaleHIIb! ¥ IETH CIIOCOOHBI M3rH0aTh PYKH W HOTH B ITOJIOKEHNE,
HEJOCTYITHOE [T OOJBIIMHCTBA JIF0Ieil. XOTs caMa 1o cede THIepMOOUIBFHOCTh MOKET HE IOCTABIISTh
po0JieM, MHOT/Ia OHA COMIPOBOXKIAETCS OOIBIO 1 CKOBAHHOCTBIO B CYCTaBaX M MBIIIIAX, YACTHIMU BBIBUXaMH
(cMmemeHreM cycTaBa), a TaKKe pacTsDKeHUSIMH. JleTsaM ¢ BBRIpaKeHHOW THIIEPMOOMIIEHOCTRIO CYCTaBOB JI0
Havajla CaMOCTOSTENIEHOM X0p0bI MOXKET MOTPeOoBaThCs (PU3NOTEPAITHSI, MACCAXK MITH HCITOJIb30BaHUE
CTIEITHAIBHBIX OPTOMIEINIECKUX TPUCIIOCOOICHIH (OaHaaKeH, IITHiH).

Ilouku ¥ MO4YeBBIAEINTENbHAS CHCTEMA

Wuorna netn ¢ TAOK-acconmmupoBaHHBIM CHHAPOMOM POYKIAIOTCS ¢ AHOMATHSIMHE ITOYCK H/WITH
MOYEBBIBOJISIIIINX MTyTEH.

((BI)IHCHI/UTOCI), 4TO y HCT'O0 BCCro oaHa ImovkKa» B()’g’pd(fﬂ'l — 12 nem

ITon0BBIE Oprausl

B penxux cirydasx y mansunkoB ¢ 74 OK[-acconnnpoBaHHBIM CHHAPOMOM COOOIIANIOCh O HE3HAYNTEIHHBIX
aHOMAJIUSIX PAa3BUTHS MTOJIOBBIX OPraHOB, TAKUX KaK rrnocnanus (Koraa OTBEPCTUE YPETPhl PACIIONOKEHO HE Ha
TOJIOBKE, 2 Ha HIDKHEH MMOBEPXHOCTH ITOJIOBOTO WJIEHA) WIIHM HEOIyIIeHHe sSinuek (Kpunropxu3Mm). [lomoOHbIe
aHOMaJIMM MOTYT BCTpPEUaThecs M y AeTei 0e3 pacCTpoiicTBa HEPBHO-IICUXUYECKOTO Pa3BUTHS, CBA3aHHOIO C
reHoM TAOK 1, u 00BIYHO HE TIPENICTABISIOT CEPhe3HON TpoOIeMbl. B OOMbIIMHCTBE CiTydaeB BO3MOKHA
KOPPEKLUSA XUPYPITUUECKUM IIyTEM.

JApyrue nposiBjieHUust

VY nebonbmoro uucna aereit ¢ 7AOKI-acconnupoBaHHBIM PaCCTPOHCTBOM HEPBHO-TICHXHUUECKOTO PA3BUTHS
OTMEYAJINCh 3MHU30/Ib TUMIOTINKEMHUH (HU3KOTO YPOBHS caxapa B KPOBH) — Kak B MIEPBbIE HEJENH )KU3HH, TaK U
B OoJiee crapiieM Bo3pacte. Y HEKOTOPBIX HMAalMeHTOB HAOIIOAaINCh aHOMAJIMK CTpOeHHsI HEOaA (BepXHei YacTu
noJyiocTy pra). OHU MOTYT OBITH HE3aMETHBI JUIsl OKPYKAOIINX, HAIPUMED, BEICOKOE («TOTHYECKOEY ) WITH
Yype3MepHO cBoauaToe HEOO. Y psaja IeTei oTMeuaeTcs He0ObIYHO MAICHBKHI pa3Mep HIKHEH YeTFOCTH.

«C Tex mop Kak eMy MCIOJIHIIOCH 5 JIET, MBI HECKOJIBKO pa3 Jiekaln B OosbHUIIe. OUH pa3 oH IpoJjieka Tam 9
JTHEH M3-32 CTOMKOM CBITIN M OIMyXIIHX JINM(OY3710B. UTO 3TO OBLIIO — MBI 0 CHUX ITOP HE 3HACM.
Bospacm — 12 nem

Hackoubko pacipocTpaneno 7TAOKI-accouuupoBaHHOE PAcCTPOIICTBO HEPBHO-

NMCUXUYECKOTr0 Pa3BUTHSH?

TAOK I-acconunpoBaHHOE PacCTPOIICTBO HEPBHO-TICUXUYECKOTO Pa3BUTHS BCTpeUaeTcs KpalHe peako. B
Hacrostiee Bpems (2025 1.) B MeIUIMHCKON tuTepaType onrcano MeHee 90-100 cirydaeB 3TOro HapyIIeHMs,
XOT$S U3BECTHO, YTO OHO BCTpeUaeTcs ropas3ao yaiie. Bo3MokHO, KOMHYeCTBO AMArHOCTUPOBAHHBIX CIyJYaeB
OyJIeT YBEJIIMIUBATHCS C POCTOM OCBEJIOMIICHHOCTH 00 3TOM CHHJIPOME U JIOCTYITHOCTH TeHETUYECKUX
00cIeI0BaHMi.
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Y10 MoCay:KIUJI0 MPUINHOM?

[Tpu 3auatnu renetuueckuit Marepuan poauteneit (JHK)
KONHPYETCsI B SUIEKIETKY B CIIEpMaTO30U, IPU CIUSIHUU
KOTOPBIX 00pa3yercs SMOpHoH. MexaHn3M KOTMPOBaHHUS
TEHETUYECKOro MaTepuasa HECOBEPIIEHEH, II03TOMY B
TEHETHUYECKOM KOJIe IeTeH MOTyT BOSHHUKATh CIy4YaliHbIe
myTanuu, kotopsix HeT B IHK poauteneit. Otu nsmeHenus
BO3HHKAIOT ECTECTBCHHBIM ITyTEM U HE CBSI3aHbBI HU C TUTaHUEM,
HH ¢ 00pa30M KU3HH WU BO3/IeIICTBIEM OKpY Karollel cpebl Ha
poauteneid. BonpmmucTBO Takux n3meHennit JJHK He okaspiBaeT
SIBHOT'O BJIMSIHUSI HAa Pa3BUTHE U 310pOBbe pedenka. OnHako B
penKuX ciydasx 3TH ciydaitneie u3menenus JJHK Bce sxe MoryT
MPUBECTH K po0IeMaM co 3J0POBbEM HJIH MOBJIHSTH Ha
pasButue. Ecin mogoOHble MyTanuy HapyIaT
¢ynakmonupoBanue reHa TAOK I, Torna peOeHOK pOAUTCS C
TAOK-accounnpoBaHHBIM paccTpoiictBoM. Hanbonee gactoit
MPUYUHON CHHIPOMA SIBJISIETCS CHIOHTaHHAsSI (WK «de novoy)
myTtanus rena TAOK 1, Bo3HuKaromas y peOeHKa BIIepBbIC B
ceMbe. Y OONBIIMHCTBA MMAIUEHTOB, THATHOCTHPOBAHHEIX K 2025
rofy, UMEHHO 3TO CIy4alHOE T€HEeTHUIECKOEe N3MEHEHUE ITPUBETIO
K pa3BUTHIO 3a00j1eBannsd. B HeOombpmoM uncie cemeit
MATOr€HHBIN BapHAHT reHa Obl1 yHACIeI0BaH OT OAHOTO U3
poauteneil — oTLA WU MaTepu.

B kpaiiHe peakux ciydasx y OJHOTO U3 POAUTECH MOKET HAOII0IaThCs XPOMOCOMHAS TTEPECTPOMKaA, KOTOpas
mpuBena K pa3BUTHIO y pedenka 74 OK [-accolMMpOBaHHOTO PACCTPOMCTBRA, MITH OJMH U3 POTUTENEH HMEeT TO
e TeHETHYECKOe N3MEHEHHE (MJIM MYTAlMIO) B HEKOTOPBIX SUIEKIETKaX WK CIIEPMATO30M1aX, KOTOPOE MOXKET
OBITh YHACIIEZIOBAaHO PEOCHKOM (JTaHHOE SBJICHHE Ha3hIBACTCS MO3AUIIN3MOM KJIETOK 3aPOIBIIIIEBOM JINHUH).
OnHako BaXKHO MOHUMATh, YTO MBI HE MOXKEM HHUKOT0 ynpekaTs B Bapuauusax JJHK u Hu onun u3 poauteneit He
BUHOBAT B n3MeHeHun ctpykrypsl JJHK ero pebenka.

Mo:xeT J11 3TO POU30ITH NPH CaeAyolIeil OepeMeHHOCTH?

BeposTHOCTD pOXKICHUS elle 0IHOrO peOeHKa C PEIKUM FeHETHUECKHM HapyLIeHUEM 3aBUCUT OT T€HETHYECKUX
ocobeHHOCTeN poruTenei. Y OonbIMHCTBa NaueHToB ¢ 74 OKI-accounupoBaHHBIM PacCTPOHCTBOM,
onucaHHbIX K 2025 rony, BeisiBIeHa de novo (dn) MmyTtanus. 9TO 03HAYaeT, UTO y poanTeneil peOGeHka He
0oOHapy>KeHO Takoro n3MeHeHus B reie 7TAOK I, a Tak’ke XpOMOCOMHBIX IIEPECTPOEK, KOTOPHIE MOTJIN OBl
MIPUBECTH K AEJICLIUH 3TOr0 I'eHa y OTOMCTBa. TakuM 00pa3oM, BEPOSITHOCTh POKACHUS €1le 0OJHOro pebeHKa ¢
9TUM 3a00JIeBaHHEM OOBIYHO cocTaBisieT MeHee 1%.

OpHO¥ 13 BO3MOXKHBIX ITPUYUH MIOBTOPHOW TIEpeIadud MYTaIliul MOXKET CTaTh PEJIKOE SIBICHUE 1107 Ha3BaHHEM
«MO3aWIIU3M KJIETOK 3apOIbIIIEBON JIMHUI», 0 KOTOPOM MBI YIIOMUHAIK BbIIIE. B 3TOM ciydae poauTenb
SIBIIIETCS] HOCUTENIEM T'eHETHUECKON MyTallly, OJTHAKO OHA COJIEPKUTCS JIUIIb B HEKOTOPBIX SUIEKIETKAX WIIH
cniepmaro3oniax. CienoBareabHO, TEHETHYECKOE H3MEHEHNE HEBO3MOXKHO BBISIBUTH 10 aHAIU3Y KPOBU
poautenen.

Y Unique ecTh KpaTKast OpOIIIOpa, MOCBAMIEHHAS MO3ANIIN3MY.

B cembsix, rne mukpogaenerys reHa 74OK 1 Obuta yHacneI0BaHa OT POJUTENS, BEPOSITHOCTD POXKICHUS €IS
OJIHOTO peOCHKa C TAaKUM HapyIIEHHEeM BHE 3aBUCUMOCTH OT Toja coctaBisieT 50% mpu kaxoii 0epeMeHHOCTH.
TeM He MeHee, TOYHO ONPEeEINTh, KAKOE BIMSHIE aHOMAJIUS OKaXXET Ha Pa3BUTHE, 3J0POBbE U MOBEICHUE
pebenka, HeBo3MOXkHO. [103TOMY MpU IIIaHUPOBAHHUHU CIICTYIOIIEH OEPEeMEHHOCTH POAUTEISAM CIEIyeT
MIPOKOHCYJIbTUPOBATHCS C BPAUOM-T€HETHKOM.

14


https://rarechromo.org/media/information/Other%20Topics/Mosaicism%20QFN.pdf

Ecnu y pebenka ¢ naroreHHbIM BapuanToM reia TAOKI B OyayiieM poasiTcsi COOCTBEHHBIE IETH, BEPOATHOCTD
nepeaayy TOro BapuaHTa KaxaoMy peOeHky coctasiseT 50% npu kaxnoi 6epeMeHHOCTH. CIOCOOHOCTD
4eJoBeKa 3a00THTHCS O CBOEM peOCHKE, BEPOSTHO, CBA3aHA C €r0 COOCTBEHHBIM TMOBEIEHHEM U CITIOCOOHOCTBIO K
00y4YeHHUIO.

«OH roBOPHUT, YTO TOKE XOUYET OJJHAXK/IbI 3aBECTH CBOIO CEMbIO». Bospacm — 12 ner.

Knuangeckuii reHeTHK WK KOHCYJIBTAHT [0 TEHETHYECKUM BOIIPOCAM IIOMOTYT PacCUUTATh KaXI0H ceMbe
BEPOATHOCTD POXKICHUS Tocienyromux netei ¢ 74 OK/-acconumnpoBaHHBIM CHHIPOMOM.

Y Unique ecThb OTIEIBHBIC OPOITIOPHI, TOCBSIICHHBIE ,
u
b

Moxkno ju Bbu1euuTh TAOKI-accouuupoBaHHOE PACCTPOMCTBO HEPBHO-

INCUXUYIECKOI'0 paBBI/ITI/IH?

Bruteunts TAOK [-acconmupoBaHHBIN CHHAPOM HEBO3MOKHO, MTOCKOJIBKY N3MEHEHHNE TeHa BIHSAET Ha
(hopmupoBanue u pa3BuTHe ioga. OqHAKO, 3HAS AUATHO3, CIEIHATNCTEI MOTYT ITO00paTh MOAXOIAIIee
o0creroBaHMe U JICUCHHE.

KinuHn4yeckue pekoMeHIannu

Hetu u B3pocisie ¢ TAOK-accolMMpOBaHHBIM PacCTPONCTBOM HEPBHO-TICUXUYECKOTO PA3BUTHSI JOJIKHBI
HaXOJUThCS MOJT HAOIFOACHHEM MHOTOITPOGHIBHON KOMaHAbl Bpaueil. B e€ cocTaB OIKHBI BXOAUTh T€HETUK U
JETCKUI HeBpoJior. CienUanucThl OyIyT CICIUTh 3a Pa3BUTHEM PEOCHKA U OTMEYaTh U3MEHEHUS B €r0
MOBEJICHUH, & TAKXKE OKAKYT ONTUMAJIBHYO IIOMOIIbL IIOCPEACTBOM (DHU3UOTEPAIINH, IPTOTEPaIInHy,
JIOTOTICTUYECKOT0 JICUCHHUS U, IPH HEOOXOIUMOCTH, MOBEJACHYCCKON Tepanuu. Bo3aM0OXHO, MOHaI0OUTCS TIPOUTH
o0cieIoBaHKMEe y HEBPOJIOTa, YHIOKPUHOJIOTa, KapIuoJiora, 0(hTaIbMOJIOTa, ayAH0JIOTa, TaCTPOIHTEPOJIOra U
ypoJiora.

Ilocjie mocTAaHOBKM AMATrHO3a

B ciyuae, ecniu B iporiecce AMarHOCTUKY HE MMPOBOAMIIACH OI[EHKA XapaKTEPHBIX MPOSBICHUI pacCTpONUCTBa
HEPBHO-TICHXUYECKOT0 Pa3BHUTHUs, CBsI3aHHOTO ¢ TeHOM TAOK [, Takoe 00CieI0OBaHNE TOJDKHO OBITh TIPOBENIEHO Y
nanueHTa (pebeHKa Ml B3pOCIIOro) ¢ YCTaHOBICHHBIM JAUarHo3oM. O0cie10BaHne MOMOXKET ONPE/ICHTh, KAKHE
u3 npusHakoB 74AOK [-accolMMPOBAaHHOTO PAacCTPOICTBa HEPBHO-TICUXMYECKOTO PAa3BUTHS PUCYTCTBYIOT U
HACKOJIbKO OHU CEPhE3HBI.

MMomnepxxkuBaomas Tepanus

Hetn ¢ TAOK-acconumpoBaHHBIM PacCTPONCTBOM HEPBHO-TICUXUYECKOTO PA3BUTHS, KaK MPaBUWIIO, HAXOIATCA
o] MPUCMOTPOM MHOTOIIPO(MIEHON KOMaH bl Bpayel. B e€ cocTaB J0mKeH BXOAUTh YUaCTKOBBIN MeuaTp Uin
e inaTp cTanroHapa, KOTOPhId CMOXKET OTCIIEKMBATh Pa3BUTHE PeOEHKA, ero pOCT U U3MEHEHHS B TIOBEICHUH, a
TaKXe KOOPIAMHUPOBATH JICUCHHUE U CBA3BIBATHCS C APYTMMU HEOOXOAMMBIMHU CIIELIMAIMCTaMH.

Jleuenue paccTpoiicTBa HEPBHO-IICUXUIECKOTO Pa3BUTHS, CBA3aHHOTO ¢ reHoM TAOK !, BepoaTHO, moTpedyer
CKOOPJAMHUPOBAHHOW MOMOIIY KOMaH bl CIIEIIUAIUCTOB, B COCTaB KOTOPOH MOT'YT BXOJIHTE!

IleqnaTp — Bpay, cienUaATU3UPYIOMHICA Ha PU3NIECKOM, ICHXIMYECKOM U COLIMAIBHOM 310POBbE JIETEH C
POKIEHHS IO COBEPILIEHHOJIECTHS.

Hespousior — Bpau, cnenuanu3upyromuics Ha 3a00JeBaHUSX TOJIOBHOTO, CIMHHOTO MO3Ta U HEPBHOH CHCTEMBI.
KapauoJsior — Bpad, crienuain3upyonmiics Ha 3a00I€BaHUSIX CEPACTHO-COCYANUCTON CHCTEMBI.
DHAOKPHUHOJIOT — Bpay, CICIUATN3UPYIOIIUICS Ha HApyIIEHUIX paboThI XkKeJie3, BRpadaThIBAIOIINX TOPMOHBI,
Y U3yYaroUNi BIUSHUE STUX HapyIICHUI Ha OPraHU3M.

YpoJior — Bpad, CieHUaTU3UPYIOIUICA Ha BBISIBICHNUH, JICUCHUN U PO HUIAKTHKE 3a00IeBaHII MOYETIONOBOI
CUCTEMBI.

Xupypr — Bpad, 3aHUMAIOIIANCS 3a00JICBaHUSIMHE, TPEOYIOINX XUPYPrHYECKUX METOIOB JICUCHUSI.
OdranbMosior — 3T0 Bpay, 3aHUMAIOLINICS TUAarHOCTUKON U JIeYeHrneM 3a00JIeBaHuil 1J1as3.

15


https://rarechromo.org/media/information/Other%20Topics/Planning%20your%20next%20child%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/Prenatal%20genetic%20testing%20and%20diagnosis%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/Prenatal%20genetic%20testing%20and%20diagnosis%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/A%20Clinical%20Genetics%20Appointment%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Supporting%20Siblings%20of%20Children%20with%20a%20Rare%20Genetic%20Condition%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Supporting%20Siblings%20of%20Children%20with%20a%20Rare%20Genetic%20Condition%20FTNW.pdf

AynmoJsior — MEIUIIMHCKUIA paOOTHHUK, 3aHUMAIOIIUICS JUArHOCTUKOM, ICUEHUEM U IPO(UITAKTHKON
HapyLICHUH CITyXa WK BECTUOYIIIPHOTO amnmapara.

JprorepaneBT — MEAUITMHCKHAN PAOOTHHK, KOTOPBIHA ¢ TTOMOIIBIO CIIEHATBLHO MOA0OPaHHBIX 3aHATHN
MOMOTAeT MalUeHTaM CAMOCTOATENBHO CIPABIATHCS € TOCIEACTBUSIMH 3a00JIeBaHMsl, a TAKXKeE MOJ0UpaeT
He00X0MMOe BCIIOMOTaTeNIbHOE 000pyAOBaHHE.

duznyecKuil TepaneBT — METUIMHCKUN paOOTHUK, KOTOPBIH C ITOMOIIBIO JIe4e0HOH (PU3KYIBTYPHI,
KHHE3UTEpaIy, MaHyaJIbHOH Tepanny, 00y4eHHs U KOHCYJIbTUPOBAHUS TIOMOTaeT BOCCTAHOBUTH CHITY U
MTO/IBUYKHOCTb.

Jloromen — MeAUIMHCKAN paOOTHUK, KOTOPEIM IIOMOTAeT MPEOI0IETh HApYIIEHUS PEYH, S3bIKa,
KOMMYHHMKAIIMHY, a B HEKOTOPBIX CAyYasiX — TPYAHOCTU C MPUEMOM IHUILY U TIIOTAaHUEM.

Ilcuxuatp — Bpad, CHENUATU3NPYIONINICA HA TICHXHIECKOM 370POBbE TAIFEeHTA.
Cneuuaan3upoBaHHBIM MeICeCTPaM M/UJIH APYTUM MEAMIUHCKHM PA00THUKAM MOXKET MOTPeOOBaTHCS

CUCTEMATUYCCKOE 1 BCCCTOPOHHEE INIAHUPOBAHUE JICUCHUA pe6eHKa WJIA B3POCIIOTo.
= JleyeHue U peadMIuTALMS

[IporpaMMbl paHHETO BMEMIATEIbCTBA MOTYT AaTh 3aMETHBIN MOJIOKUTEIbHBIH 3P QekT. Takxke peKOMEHIyeTCs
MPOBOJUTH TECTUPOBAHUS [T OLIEHKM KOHKPETHBIX MHAWBUAYaIBHBIX IOTpeOHOCTEl pebenka. [1o pesynpTaram
MPOBENEHHOH OIICHKH MOKET ObITh Ha3HA4eH TuiaH oOpazoBanus, euenus u yxoaa (EHCP — education, health
and care plan) B BenmuxoOpuTanuu, nHanBUAyalbHBIN 0Opa3oBaTenbHbiil miad (IEP — individualized education
plan) B CLLIA nnu aHalOTHYHBIN TOKYMEHT B IPYTUX cTpaHax. JJoKyMeHT rapaHTUpyeT, 4TO 00pa30oBaTebHBIE,
MEIUIMHCKHE U COLMAILHBIE HYKBI peOeHKa OyIyT YAOBICTBOPEHEI.

Jleuenue OyzeT 3aBUCETh OT KOHKPETHBIX OCOOCHHOCTEH U CHMIITOMOB, C KOTOPHIMHU CTAIKHBAETCS YETIOBEK C
TAOK I -accouuupoBaHHBIM PacCTPONCTBOM HEPBHO-TICUXUYECKOTO Pa3BUTHSL.

HNccnenoBanue HOBBIX MeTOA0B JieueHust TAOKI-accouunpoBaHHOTO
PaccTPOCTBA HEPBHO-TICUXMYECKOT0 PA3BUTHSI

I'eneTnueckue m3mMeHeHus, Bei3biBatonue 74 OK [-acCOMUPOBAHHOE PACCTPONCTBO HEPBHO-TICUXHYECKOTIO
Pa3BUTHS, BIUSIOT HA pa3BUTHE MO3Ta U IPYTHX YacTel Tena 10 poxkaeHus. Takum oOpa3oM, faxe B OyaynieM
MOJIHOE M3JICUEHHE MaJIOBEPOSITHO, MOCKOJIbKY K MOMEHTY IIOCTaHOBKH JIMarHO3a MO3T yxke chopmupoBaH. Tem
HE MeHee, IPOJIOJDKAIOTCSI UCCIIeI0OBAaHNS, HANIPABJICHHbBIE Ha TIOUCK OoJiee 2P PEKTUBHBIX METOAOB JICUECHHSI
pa3nuuHbIX nposiBieHnit TAOK I-accoluupoBaHHOTO PacCTPOHCTBA HEPBHO-TICUXUYECKOTO PAa3BUTHA, TAKUX KaK
paccmpoticmeo aymucmuieckozo cnekmpa. HecMoTpst Ha TO, UTO pacCTPONCTBO HEPBHO-TICUXUYECKOTO
pa3BuTH, CBsI3aHHOTO ¢ reHoM TAOK, SIBISETCSI OTHOCUTEIILHO PeIKUM 3a0oJieBaHueM, caM reH TAOK ]
SIBIIIETCS] TIPEAMETOM MHOTOYHCIICHHBIX HAYYHBIX HCCIIEOBAHUM.

[MoapoOHas nHpOpMaIUs O KIMHUYECKUX HCCIIEIOBAHHSIX, CBI3aHHBIX C KOHKPETHBIM 3a00JIEBAaHUEM HITH
reHoM, aoctynHa Ha caiitax ClinicalTrials.gov u EU Clinical Trials Register.

CembHu paccka3bIBaKOT...

«ITocne 16 et 60pHOBI ¢ TOBEACHUSCKUMH MTPOOIEMaMH, TPYAHOCTSIMH B O0YUECHUH U IPYTUMU MEIUITTHCKAMU
MOTPEOHOCTSIMH HAIIETO ChIHA MBI HAKOHEI TIOTYYMJIIH SICHOCTh OTHOCHTEIIHLHO TOTO, TI0OYEMY Y HETO C IeTCTBA
HaOJTFOTANTNCh, Ka3aJIOCh ObI, HE CBSI3aHHBIE MEXKITy CO00M MpobaemMbl. MBI MOTydJain KpaiiHe Majio MOAIEPIKKH
3a 9TH TOJIBI, YTO OBLIO YAPYIAOIIE W BRI3BIBATIO CHIILHOE UyBCTBO M3osud. [lonnManue mpooiem,
BBI3BAHHBIX HAPYIIICHHEM Pa3BUTHsI, CBSI3aHHBIM ¢ TeHOM TAOK, Ternephb MOMOTraeT HaM OCO3HATh, TOUeMy BCE
OBLTO TakK cIIOKHO. OTIIMYHAS HOBOCTD ISl POAUTEINICH MAJICHBKUX IETEH C 3TUM TUArHO30M — TEeTeph, C
JTy4ITUM TTOHUMAaHHEM MTOTPEOHOCTEH, KOTOPOTO Y HAC HE OBLIO, OHU CMOTYT ITOJIYIUTh XOPOIIYIO MOIEPKKY C
caMmoro Havayia». Bospacm — 16 nem

«OH oueHb J00UT CBOIO CeMbIO U cuacTiiuB. OH 000KaeT J'I()I.U&,Z[Cﬁ N MCUTAcCT p‘d6OT'dTb IIOMOIIHHUKOM B
KOHIOIIHE, KOI'/ZIa BbIPACTECT. Taxyke OH JIFOOUT BUJCOUTPBI U UT'PEBI C IPY3bAMN. Bo3pacm — 12 nem
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«OHa 000’kaeT Kynartbcsi, HO He JJIOOUT, KOT/1a MOIOT rojoBy. OHa
mo6ut Bogy. OHa oueHb JTI00BEOOMIBHBIN 1 JTaCKOBBIN pEOCHOK.
Kaskercs, oHa X04eT OOHATH KaXJI0TO U M03J0POBATHCS C JTFOOBIM
YeJI0OBEKOM, J1aXke ¢ He3HakoMmIleM. OHa O4YeHb CMBIIIUIEHAS,
JOOWUT KHUTH U pUCOBaHUe, IEHUE U MY3bIKY, 000skaeT bapHu,
bny, a Taxke «3enensie siina u BeTunHy». OHa 1100uT «Bpems
JIETCKUX 3HAKOB!» U yMeeT M0Ka3bIBaTh HEKOTOpHIE kecThl. OHa
OYEHb IMOIHOHATBHEIN peOeHOK». Bospacm — 2,5 co0a

HUcrounukn

Bpomrtopa conep>xut nHGOPMAIHIO U3 Oy OIMKOBAHHON METUIIMHCKON JINTEPATYPHI, a TAKIKE CBECHUS,
MOJTyYSHHBIE OT YYaCTHUKOB Tpynisl Unigue. AHHOTAIIMN WJIM OPUTHHAIIBI CTAaTeil MOXKHO HAWTH B MHTEPHETE B
0a3e JaHHBIX MEAUIMHCKUX U Ononornyeckux myonukanuii PubMed no nepsomy Ha3BaHHOMY aBTOPY U JaTe
myomukarun (https:/pubmed.ncbi.nlm.nih.gov/).

CcblIKH

*Elkhateeb N, et al. (2025) Expanding the phenotype and genotype spectrum of 740K neurodevelopmental
disorder and delineating TAOK?2 neurodevelopmental disorder. Genet Med. 2025:27(3):101348.
doi:10.1016/j.gim.2024.101348

Krygier M, et al. (2025). TAOK1-related neurodevelopmental disorder: A new differential diagnosis for
childhood-onset tremor! Parkinsonism Relat Disord. 2025:133:107323. doi:10.1016/j.parkreldis.2025.107323

*Cavalli (2024) Heterozygous truncating variant of TAOK1 in a boy with periventricular nodular heterotopia: a
case report and literature review of TAOK 1-related neurodevelopmental disorder s. BMC Med Genomics.
17(1):68. doi:10.1186/s12920-024-01840-8

*Yu L, et al (2022). Paternal De Novo Variant of TAOK/ in a Fetus With Structural Brain Abnormalities. Front
Genet. 2022;13:836853. doi:10.3389/fgene.2022.836853

*van Woerden (2021) TAOKI is associated with neurodevelopmental disorder and essential for neuronal
maturation and cortical development. Hum Mutat. 42(4):445-459.
doi:10.1002/humu.24176

*Dulovic-Mahlow (2019) De Novo Variants in TAOK]1 Cause Neurodevelopmental Disorder s. Am J Hum
Genet. 105(1):213-220. doi:10.1016/j.ajhg.2019.05.005

[Ipumeuanue: cTaThbi, OTMEYCHHBIE 3BE3/I0YKOM, HAXOAATCS B CBOOOIHOM JIOCTYTIE, UX MOKHO ITPOCMOTPETH
OecruraTHo Ha caire: hitps://pubmed.ncbi.nlm.nih.cov
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Cayx0a HH(POPMANUOHHON MOAAEPKKH

\\l , ['pynma noanepx Ky 1uist poAUTENIEH JeTel C peIKMMU XPOMOCOMHBIMU
\\,, OTKJIOHCHHUSMMU
... Anpec: The Stables, Station Road West, Oxted, Surrey, RH8 9EE, UK.
Tenedon: +44(0)1883 723356
, , info@rarechromo.org www.rarechromo.org

UﬂiQUe

UNDERSTANDING GENES
& CHROMOSOMES

IIpucoequnsiiitecs k coodmecrTBy Unique, 4To0bI OJYYUTH JONOJHUTEIbHYI0 HH(POpMALNIO,
He00X0AUMYI0 MOMOIIb U KOHTAKTHBIE JAHHbIE CeMell ¢ MOX0KMMHU UCTOPUAMM.
https://rarechromo.org/join-us/

Unique — 53T0 OaroTBopuTeNbHAs HETOCYAAapCTBEHHAs OpraHm3alvs, (UHAHCOBAas TMOIACPIKKA KOTOPOU
OCYIIECTBIISIETCS 32 CYET TPAHTOB M MOKepTBOBaHUH. [10o)KepTBOBaHIE MOXKHO cleNaTh HA OQHUIIMAILHOM CalTe:
https://rarechromo.org/donate/ [Tomorast Ham, BbI momoraete cebe!

Caiitel, rpynnsl B Facebook (*3anpemennas Ha reppuropun P® oprannsanusi) u gpyrue

CCBIJIKM:

TAOK1 Families and Friends | Facebook

TAOKI1: Simons Searchlight Community | Facebook
TAOKI1 de novo families / patients | Facebook

[Tpumeuanue: J{aHHbIH HHPOPMALIMOHHBIN CIIPABOYHUK HE 3aMEHSIET KOHCYJIBTAIMU C BpauoM. CeMbsIM ClieTyeT
o0pamaThCst 38 COBETOM K KBUTU(HUIIMPOBAHHBIM MEAUIUHCKUM CIIEUATUCTAM 110 BCEM BOIIPOCAM, CBSI3aHHBIM
C TEHETUYECKOH JINarHOCTUKOW, BEJICHHEM MaIlMeHTa U COCTOSTHUEM 3710pOBbs. JlaHHast nHPOpMaLUs SIBISIETCS
HaunboJiee akTyalbHOW HA MOMEHT MyOunKkanuu. Hayka o reHeTH4ecKuX HapyIIeHUsIX pa3BUBACTCS
CTPEMUTEIILHO, HEKOTOPBIE JaHHBIE BIIOCIIEICTBUA MOT'YT U3MEHHUTCS.

JHanHoe pykoBojacTBO cocTasiieHo 1-poM Hyp Dibxatu6 (Nour Elkhateeb), MD MRCPCH, opaunatopom-
CHELUAIMCTOM I10 KIMHUYECKOH renetuke, OTaen KnHuueckon reHeTuku, Ciyx0a MeIUIIMHCKONW TeHEeTUKN
Bocrounoit Aurnmu, @ona NHS 6onbann KemOpumxckoro ynusepeureta, BenmkoOpuranus, u Unique (AP).
Penensent pykoBoacTsa: npod. Muna banacyopamanuan (Meena Balasubramanian), MBBS, DCH, FRCPCH,
MD, npodeccop MEAMLMHCKON F'€HETUKU U IOYETHBIN KOHCYJIbTaHT-KJIMHUYECKUI TeHETUK, Y HUBEPCUTET
eddunma, Benukoopuranus. Bepcus 1 (AP)

[epeBo/i BHITIOIHEH B paMKax MekIyHapOIHOTO CTYIEHUECKOTro BoJoHTepckoro npoekta Unique. Kyparop
nepeBorueckoro npoekra — Haranbs BukropoBna Hewaesa, nouent kadenpsl nepesona PITIY um. A. U.
I'epuiena, [Ipesunent Acconmanyu npemnoasateneii nepesona, Cankr-IlerepOypr, Poccust. MennnmHCKyro
penaknuro BeimonHWIM Onapuna Hartanest BsiuecaBoBHa, Bpau-1ab0paTOpHBINA T€HETHK, 3aBEAYIOIast
nabopatopueit utorenetnku [ MI'L] I'bY3 Mockosckuit Knmuanaeckuit Hayansrnii Lleatp um. A. C. JlorunoBa
J3M; Bpau-maboparopublii TeHeTHK OTHena KIMHIIecKord 1 mpeaukTuBHON reHeTnku OI'BHY «PHIIX um.
akagemuka b. B. IletpoBckoro», Mocksa, Poccus u Jlateimosa Mapusa BagumoBHa, KMH, Bpad-1a00paTOpHBII
rereTuk jJaboparopun nurtoreHeTHkH [ MI'L I'bY3 «MocCKkoBCKHi KITMHUYECKUH HAyYHO-TTPAKTHYECKUN IIEHTP
nmenn A.C. Jlorunosa JI3M», MockBa, Poccusi. Russian translation 2026(EV/AP)
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