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Yto Takoe «cuHapoMm DYRK1A»?

DYRKIA — 370 reH, KOTOpPbIA y4acTBYeT B NPOLIECCE Pa3BUTMA TFOMOBHOTO Mo3ra. B
MeAMLMHCKO W NuTepaType OH BnepBble 6bin onucaH B 1996 roay, HO CBSI3b reHa C
HapyLIEHNIMU Pa3BUTKSI HEPBHOM CUCTEMbI Bblia yCcTaHoBeHa ToNbko B 2008 rogy. e
DYRKIA Haxoputcsl Ha 21-0M XpOMOCOMe Ha yuacTke G22.13. 3T0 OAMH M3 FeHOB, KOTOPbIl
OTCYTCTBYET Yy MaLMEHTOB C Aeneunen yyactka 21q22.13. Y geTei ¢ geneuueit yyactka
21q22.13 v usmeHeHnsMu B reHe DYRKIA HabnogatoTcs noxoxue ocobeHHoCTU. Ha
[aHHbI MOMEHT M3BECTHO, YTO XapaKTepHble 0COBEHHOCTM Aeneumn yyactka 21g22.13
Bbi3BaHbl MoTepeit dyHKuMM opHoW komun reHa DYRKIA.

Y 60/bLUMHCTBA AeTel U B3pOoChbix ¢ cuHapoMoM DYRK1A HabniopaeTcst HebonbLuas
mMoaudukaumsa reHa DYRKIA (vale Bcero 3T0 M3MeHeHME B mocneaosaTensHocTu JHK Ha
0aHy BykBy). 3T0 Ha3bIBAETCS BapWaHT rnocseaoBaTenbHOCTM B reHe. MpumepHo y 13%
nauneHToB ¢ cuHapoMmoM DYRK1A mnMeeTcs aeneums yyactka 21-0/ XpOMOCOMBI,
BCNeacTeve yero ytpaveH reH DYRKIAwnn ero yactb. Takxe npumepHo y 3% naLueHToB
HabMtofaeTcsl XPOMOCOMHasi MepecTpolika (MM «TpaHcIoKauwms»), KoTopasi NpuBena K
pa3pbiBy B 3TOM reHe (Fenster 2022). MHorga aeneumy NpovCXoaaT U B ApYTuX reHax,
BC/IEACTBME YEro MOryT NPOSIBUTCS AOMOJIHATENbHbIE MPU3HAKK, HE CBOMCTBEHHbIE HOASM
C yTpayeHHbIM reHoM DYRKIA.

Haub6onee pacnpocTtpaHeHHble nNpu3Haku cuHapoma DYRK1A

Bce petu ¢ cuHgpomMom DYRK1A mMMeroT Ty Wnu UHYIO CTEMEHb 3aAEPXXKU B pa3BuTum, B
TOM ymucrie 0OTMeYaloTcsl TpyAHOCTN B 06yueHun. B nccneposanum Fenster 2022 roga 6biim
npoaHan“3npoBaHbl AaHHble 97 nauneHToB ¢ cuHapoMoM DYRK1A. Cpeaun Hanbonee
YacTbIX NPU3HAKOB BblNN BblAENEHDI:

ManeHbkuniA pa3mep ronosbl (MukpoLedanus) (94%)

3agepxka pas3suTus peun uam ee otcytcreue (91%)

3azepxka HaBblKOB X0Abbbl (88%)

TpyaHoct npw kopmneHun (85%)

Mpobnembl co 3pexneM (61%) (B OCHOBHOM 61M30PYKOCTb MM AANbHO30PKOCTb, HO
6bIBaIOT M Apyrve OTKIIOHEHWS)

CHWKEHHBIA MblleyHbI TOHYC (MMNOTOHYC) (54%) / MOBbILIEHHbBIA MbIWEYHbIA TOHYC
(rvnepToHyc) (35%)

ractpoazotareansHbil pednioke (52%) / 3anop (52%)

CynopOoXHbI CMHAPOM, BKJloYas (ebpunbHble cygoporu (Cyaoporv BCeacTane
BbICOKOM TeMnepaTypbl) (81%)

[Oetv ¢ cuHgpomMoM DYRK1A 4acTo poXXaatoTCsi C HU3KMM POCTOM U MaJIEHbKOW MaccoW
Tena, 0AHaKo eCTb CllyYan, Korga HOBOPOXXAEHHbIE COOTBETCTBOBANN CTaHAAPTHbLIM
rnokasaTensm.

YyTb MeHee NosI0BWUHbI MAUNEHTOB C cuHapoMoM DYRKI1A mMeloT anarHo3
«paccTpoincTBo ayTucTudeckoro cnektpa» (PAC), B To BpeMsi kak 70% MauneHToB
06/12al0T KaK MUHUMYM OJHOM YepTOM, KOTopas xapakTepa ntoaam ¢ PAC, Hanpumep,
putyanusuposaHHoe noseaenune (Earl 2017).



Cpeavn 97 naumeHToB, KOTOPbIE NPUHSAN yYacTue B nccnegosanmmn 2022 roga, y 20% 6biim
AvarHocTmpoBaHbl 3aboneBaHus cepaua (Fenster 2022).

HecmoTps Ha 1O, 4TO AeTu ¢ cuHapoMoM DYRKI1A He Bcerga vMetoT HeO6blUHbIE YepThbl
MUa, MOXHO BbIAENWNTb HEKOTOPbIE TUMMYHBIE 0COHBEHHOCTW, Cpean KOTOopbIX: ry6oKo
MOCaXKEHHbIE I/1a3a, 0TEK BEPXHUX BeK (3AeMa), HeobbluHas chopMa yLleid, TOHKas
BepXHsis ry6a n ManeHbkuii nogbopoaok (Courraud, 2021).

Y MHOIMX NaLMEHTOB OTMEYAETCS perynsipHoe MosiBNeHNE YLIHbIX MHEKLIA
(Morison 2022).

Y nauueHToB ¢ cnHapoMoM DYRK1A MOryT npucyTCTBOBaTb pasnuyHble KOMGMHaLum
NpU3HaKOB, NPUCYLLUX IOAAM C APYIMMU FreHETUYECKMMK 3ab601eBaHNaMK, No3TOMy Ans
MOCTaHOBKM NMPaBW/IbHOIO AMArH03a BaXXHO MPOBECTW reHeTMdeckuit aHanus. CneayeT
TaKKe OTMETUTb, YTO HasMUME OLHOM UM HECKOJIbKMX TUMUYHBLIX 0COBEHHOCTEN
CYHOPOMa He SIBNISIETCS AOCTaTOYHbIM A1l MOCTAHOBKM AMarHo3a. B gaHHoi 6powtope
paccMaTpuBaloTcs 0COBEHHOCTH, KOTOPbIE UMEIKOT 60/bLUMHCTBO MaUUEHTOB C CMHAPOMOM
DYRK1A, v KOTOpbIE YacTO CBsI3aHbl C NMOTepen UK U3MeHeHueM reHa DYRKIA.

CKOJIbKO 3aperucTpMpoBaHO Cj/lydaeB AAaHHOro cCMHApoMa?
CuvHgpom DYRK1A BcTpeyaeTcst peako. Mepsbiit ciyyalt 6bin 0nmMcaH B MeAULIMHCKOM
nutepaType B 2008. K aBrycty 2022 roaa Bo BcemupHoii Accoumauum Cuigpoma DYRK1A
6bif10 3aperucTpupoBaHo 600 cemeid, KOTOpbIe CTONIKHY/INCL TakoW npobnemoit. CainT
accoumaumu: http://dyrkila.org. B npownom mMHorue cnyyamn cuigpoma DYRK1A mornm
6bITb He AMArHOCTUPOBaHbI, OHAKO UCMOJ/Ib30BaHNE COBPEMEHHBIX TEXHOMOMI
MUKPOUMNUPOBaHUS 1 cekBeHnpoBaHus JHK nomoraloT nocTaBuTb NpaBusibHbIA ANarHos.
B BenukobputaHum 66110 NnpoBeAeHo 60sblLOe UcCnefoBaHue, B pesybTaTe KOTOPOro
BbliCHUNOCh, UyTo DYRKIA— 310 0AMH ¥3 ecsTM Haubosee pacnpoCTpaHEHHbIX FEHOB,
HapyLleHre KOTOPOro CTaHOBUTCS MPUYMHOW 3afepikky B passutum y aetelt (Deciphering
Developmental Disorders Study, 2017). B uenom, cpeau Bcex nogen ¢
AVarHOCTUPOBAHHO N MHTENNEKTYaNbHON HEJOCTaTOYHOCTLIO U/UNK paccTpoicTBaMum
ayTUCTNYeCcKoro cnekTpa cuHapoM DYRK1A 6bin 06HapyxeH npumepHo y 0.1-0.5%
(Morison, 2022).

Momorna nu nocraHOBKa AuMarHosa?

KoHeuHo. Kak 6y,CI,TO Na33/1 HAKOHEL, CNOXXUIICA.

“ XoTs Mbl HaYanM Tepanuio eLle A0 0pULMabLHOM NMOCTAHOBKM ANarHo3a, ero YToUuHeHue
OuYeHb MOMOTTIO HaM CBA3aThCS C APYrMMU CEMbSIMU, HAXOAALWMMMUCA B MOXOXKEN CUTYaLIUM,
M Y3HaTb, YTO HAC XIET B AabHEMLIEM, KaK Mbl MOXEM Y/YULLUTb XW3Hb HALLIEro
pebeHKa, a C YeM HaM MPOCTO CTOUT CMUPUTLCA.

“ MHcdopMaums, KOTOPYHO Mbl CHauana rnosyunny oT neamaTpa B 605bHMLE, Bbia COBCEM
HeyTelIMTeNbHOMN U KpaiiHe HeraTvBHO OMWCbiBana COCTOSIHUE Hallel Aovepwy,
npearnosiaraeMyto NPOA0IKUTENBHOCTb U KaYECTBO €€ XKM3HU.


http://dyrk1a.org/

YTo Takoe Aeneums ydyactka 21q22.13 n KaKk OHa CBfi3aHa C

cuHapomom DYRK1A?

['eHeTVKM MCNoNb3yHOT 3aMncb «21g22.13» ana 0603HaYeHns MecTa pacnosioXKeHus
0coboro Manoro yyactka (unm «6aHga») 22.13 Ha annHHoM nnede (q) 21-1 XpoMocoMbl. leH
DYRKIA pacnonoxeH Ha 63Hge 22.13 Kak NOKa3aHO Ha M306paXkeHUn HUXKE.

21-9 xpoMocoMa
KopoTkoe nneyo (p) AnvHHOe nneyo (q)

[ [ 1
63H
22.13

MHorga B XpoMOCOMax NPOUCXOANAT «Aeneunn», BCneacTBue KOTOpbIX U3 XpOMOCOMbI
TepseTca yyactok JHK. NMogo6Hble genelmm MoryT NpMBECTM K yTpaTe 0AHOro reHa (uin ero
YacTu) NMMBo HECKOJIbKMX FEeHOB B 3aBUCMMOCTM OT pa3Mepa YTPaAYeHHOro y4vacTka
XpoMocoMbl. Mpu geneunn 21g22.13 moxeT 6bITb yTpayeHa oaHa konust reHa DYRKIA
BMECTE C OfHUM MWW HECKO/bKUMU COCEAHWMM reHamu. B cBA3M € aTM Aeneumst ydacTtka
21922.13 v cuHgpom DYRK1A umeloT cxoxue nposisnenus. deneumn yyactka 21g22.13
[OBOJIbHO KPYMHbIE W YACTO 3aTparnBaloT HECKOJIbKO MEeHOB.

Y KaXzoro yenoBeka ecTb ABe Konuu 21-i XxpoMOCOMbl. HecTaHaapTHbIE BapyaHTbl
nocnegoBaTtenbHocTU reHa DYRK1A u geneumm 06blMHO BCTpEYaloTCsl TOJIbKO B OAHOM
XpPOMOCOMe 13 Napbl. BTopas (HenoparkeHHas) Konusi 21-i XpOMOCOMbI TaKkXKe MPUCY TCTBYET.

B nccneposaHum 2022 roga okosno 13% naumeHTtoB ¢ cuHgpomoM DYRK1A umenu peneumnio
XPOMOCOMHOI0O MaTepuana, BK/OYatoLWero YacTb UM NOMHOCTbIO reH DYRKIA. NHbIMK
CNoBaMW, AETK C Aeneumnent yyactka 21q22.13 CTankmBatoTCs C TEMU Xe TPYAHOCTAMM, UTO U
[ETW C BApWaHTOM MOCNEeAOBaTENbHOCTU reHa DYRKIA. Ha paHHbIi MOMEHT HET SIBHbIX
CBWAETENLCTB TOMO, YTO AETU C Aeneumelt yyactka 21g22.13 ucnbiTbiBatoT 60sbLue
TPYAHOCTEN, YEM JeTH C BapuaHTOM MNocreaoBaTenbHoCcTH reHa DYRKIA. OpHako, 6onee
KpyrHble Aeneumm, ns-3a KOTOPbIX MPOUCXOAUT yTpaTa COCeAHNX FeHOB, MOIyT MPMBECTU K
nosiBfieHnto bosiee cepbe3HbIX CUMMTOMOB M OTKJIOHEHUIA. Y Unigue TakXe ecTb bpoluiopa o
Jeneumsix Ha y4vactke 21q.

MoueMy Tak npoucxoauT?

Mpu 3a4aTm B ANLEKNETKE NPOUCXOANT KOMMPOBAHWE FEHETUYECKUX MaTepUasioB
MOJIOBbIX KNIETOK poauTenieil. MexaHn3M KOMMpOBaHUsl FEHETUYECKOTO MaTepuana He
COBEpLLUEHEH, MO3TOMY MHOMAa B FrEHETUYECKOM KOAE AETEN CllyyaliHbiM 06pa3oM
BO3HUKAIOT peaKkue MyTauum, KoTopbix HeT B HK poauteneil. Takne U3MeHeHMs
€CTECTBEHHbI M HE CBSA3aHbl C MUTAaHWMEM POAUTENIEN, OKpYXXatoLen cpeaor uim o6pasom
UX XKWU3HU. BONbLWIMHCTBO M3MeHeHM B cTpykType JHK He MMEIOT 04eBUAHbIX
K/IMHUYECKMX MPOSIBAIEHU U HE OTPaXaloTCsl Ha XKM3HM YyenoBeka. Ho B peakux cnydasx
3TW cNyyaliHble npeobpasoBanus AHK MoryT npuBecTu k npobneMam co 340pOBLEM MU
MOBMUSITL Ha passuTve pebeHka. Ecim nofo6Hbie CnyvaiiHble M3MEHeHWs 3aTPOHYT (yHKLMIO
reHa DYRKIA, pebeHok poautcs ¢ cuHgpomom DYRK1A. Ha MmomeHT uccnepgosannsa 2022
roaa, NpakTUYecKn y BCeX NaumneHTOB-yYaCTHMKOB uccneaoBaHuns ¢ cuHapomom DYRK1A



U3MEHEHUS1 B CTPYKTYpPEe reHa NpousoLLu CilyYalHbiM 06pasoM (unm «de novo», To eCTb
M3MEHEHUIA B POAUTENBCKMX FreHaX He 6b110). Y HE3HAUUTESIbHOrO KOJIMYECTBa NauMeHTOB-
YYaCTHUKOB MCCIe0BaHMsl Takue Xe M3MeHeHus1 B CTpYKType reHa DYRK1A 6binm Takxke
06HapYy>XeHbl BO BCEX WM B YaCTW MOJIOBbIX KNETOK (AaHHbIN (heHOMEH TakXe M3BECTEH
KaK «MO3auUu3M K/IETOK 3apOo/bllLeBON IMHUW») OAHOMO U3 poauTenei. B npouecce
3a4aTnsa 3TU U3MeHeHus1 nepefanucb peberky. OQHaKo BaXXHO MOHUMATb, YTO Mbl He
MOXEM yrpekaTb YenioBeka B Bapuauumsix cobctseHHon AHK, 1 HM oavH U3 poauTtenen He
BMHOBAT B M3MeHeHun cTpykTypbl HK nux pebexka.

Mo>xeT 1M 3ToO NPOM30OUTU CHOBA NpM cneayolwen 6epeMeHHOCTU?
Puck poxxpeHns pebeHka ¢ peaknM reHeTUYECKMM OTKIOHEHWEM 3aBUCUT OT
reHeTUYeckoro kofa poautenei. Moutu y Bcex nogeit ¢ cuiapomom DYRK1A, u3BECTHbIX Ha
MOMEHT uccnegoBanmus 2022 roga, reHeTMMECKWe W3MEHeHUs MNpousownmM «de novo». To ecTb
HU Y KOMO M3 poauTeneil He 0B6HapyXunu TO Xe U3MeHeHue B reHe DYRKIA, uTO Wy ux
pebeHka, U y 0bOMX pOAMTENEl He BbIIBUIWN NEpecTpoiKy XpOMOCOM, KoTopas Morna 6bl
npuBectn k notepe DYRKIA B [OHK ux pebeHka. Takum 06pa3oM, BEPOSTHOCTb POXXAEHUS
elle ogHoro pebeHka ¢ cuHapoMoM DYRK1A o6bluHO cocTaBnsieT MeHee 1%.

MpnunHa HeGOMbLIOrO pUCKa MOBTOPEHUS FEHETUYECKMX OTKJIOHEHWI NNoAa 3aK/loYaeTcs
B PEAKOM SIBIEHWW NOA Ha3BaHWMEM «MO3auLM3M KNIETOK 3apO/bllLEBON JIMHAUY» . B 3TOM
Cny4yae poauTenb ABASETCS HOCUTENEM FEHETUYECKOr0 BapuaHTa, 0AHAaKO OH
NPUCYTCTBYET NIMLLb B HEBOJbLIOM KOIMYECTBE SIMLEKNIETOK UK criepMaTo3ouaoB. Mo atoin
npuyMHE MYyTaLMIO HEBO3MOXKHO BbISIBUTH C MOMOLLbIO aHanun3a KpoBu poauteneil. Cpeau
ony6nMKoBaHHbIX MaTepuanoB Unigue eCTb KpaTkasl CrpaBka 0 MO3avuusMe.

B MeauMuMHCKOW nuTepaType YNOMMWHAETCS TeHETUYECKOEe TeCTMPOBaHWE poauTenel Aans
npuMepHo 100 NauMeHTOB, B ABYX Cy4YasX M3 HWX Obin BbISIBIEH MO3auLM3M MOJSIOBbIX KNETOK
C BapuaHToM reHa DYRKIA (Blackburn 2019; Courraud 2021).

B oaHoM ceMbe, rae aetu umenu cuHapoM DYRK1A u3-3a MAEHTUYHBIX Aeneuuin 21g22.13,
6bIfI0 BbIICHEHO, YTO MX MaTb SIBMSIETCS HOCUTENEM cbanaHCMpOBAHHOW XPOMOCOMHOM
nepectpoliku (Ji 2015). Mpu 3TOW reHeTMYECKO 0COBEHHOCTUN YacTb XPOMOCOMbI
nepeHocuTcs (Kak NpaBwio) Ha ApYryto XpOMOCOMY, HO KOJIMYECTBO XPOMOCOMHOMO
MaTepuana OCTaeTcs HopMasbHbIM. Bo BpeMsi 3auaTust pebeHka M3MeHeHue B
poauTenbCKoi xpoMocoMe(ax) MOXKET NPMBECTU K AENELMM B OAHOM UMM HECKONbKMX
XpOMOCOMax pebeHka. Mo 3Tol NpuymHe y MaTepw 6bina BbiCOKasi BEPOSITHOCTL B
JanbHeuweM umeTb aetel ¢ cuiapomom DYRK1A. OAHAKO 3TO OUYEHb PEAKOE SIBNEHME: HA
MOMEHT uccnepoBanust 2022 roaa MeayumHe Bbln M3BECTEH TOSIbKO OAWH TaKOM Cllyyai.
Cpeau onybnnkoBaHHbIX MaTepuanos Unigue ecTb bpowtopa 0 cbanaHcnpoBaHHbIX
TpaHcnoKaumsXx.

Kaxxaas ceMbsi MOXKET y3HaTb BEPOSITHOCTb POXXAEHUS MOCNEAYOWMX AETEN C CUHAPOMOM
DYRK1A Ha KOHCYfbTauuu KIMHUYECKOTO MEHETUKA WK KOHCY/IbTaHTa MO MreHEeTUYECKUM
BOMpOCaM.

“ Karkablil HOBbIN HaBbIK pebeHKa SIBSETCS 3aMeUaTe bHbIM JOCTUKEHUEM U IOIHKHO
6bITb OTNPa3gHOBaHO M HMKOTAA He 3abbiTo. Bo BpeMs 6epeMeHHOCTU S gymana, uTo
poXaeHue BTOporo pebéHka He CTaHeT HaCTOJIbKO e BOJIHUTENbHbIM CObbITUEM, Kak
poXzaeHve nepBeHua. Kaxabli Wwar B ero passutum 6yeT N1llb NOBTOPEHWEM TOTO, YTO
Mbl y>K€ NPOLUN C NepBbiM Pe6EHKOM, 1 Mbl HE UCMbITaEM TOrO e BOCXWLWeHWs . Ho BOT, y
Hac nosiBUNCS pebeHoK, KaXxablii Lar KOTOPOro NOBEPraeT Hac B TpeneT u UMeeT
OrpoMHoe 3HayeHune.”



MoueMy CywlecTBYIOT pa3/inums B KJIMHUYECKUX NPOSBNIEHUAX Y

aetei ¢ cuHpgpomom DYRK1?

M3meHenns OHK, Bobi3biBatowme cuHapom DYRKI1A, npuBoasiT k notepe (GyHKUMM 0aHOM
Kormun reHa DYRKIA. Y Bcex Hac €cTb fBe Komuu 21-i XpOMOCOMBI M, COOTBETCTBEHHO, ABE
Konuu 3TOro reHa. lNpegnonaraercs, YTO BTOpas KOMUS MOSIHOCTbIO (PYHKUMOHabHA.
CnekTp Npu3HakoB, HabnopaeMbix y noaei ¢ cuiapomMom DYRK1A, no-suaumoMmy, He
CBSI3aH C TUMOM BapuaHTa MOCNeAoBaTeNbHOCTU reHa DYRKIA (Earl 2017), v gaxe niogm,
UMelol e OfMH W TOT e BapuaHT B reHe DYRKIA, MOTYT UMETb PasfinyHbie KIMHWYECKUe
nposienenns (Fenster 2022). TeMm He MeHee, reH DYRKIA — nulb OOMH M3 MHOTUX TbiCAY
reHoB yenoBeka. OCO6eHHOCTUN pa3BUTUS KOHKPETHOMO YesioBeKa 3aBUCAT OT pasnyHbIX
Bapuauui apyrvx reHoB. MIMEHHO pasnMyHble BapuaLWm ThICSY FEHOB AENAloT KaXaoro u3
Hac YHUKasnbHbIM YeN0BEKOM.

Passutue

Poct
EcTb cBefeHuns, 4To HOBOPOXAEHHbIE C cMHAPOMOM DYRK1A 4acTo MMeIoT poCT HEMHOIO
MeHbLUe CTaHAapTHOIO, W, MO Mepe MX B3POC/IEHUSl, POCT U BEC OCTAOTCS YyTb HWXKe
YCTaHOBNEHHbIX 411 UX BO3pacTa nokasateneii (Fenster 2022, Unigue). Ho 3To oTHocuTcs
He KO BCeM feTaM ¢ cuHapomoM DYRK1A: y HeKOTOpbIX noKasaTenm pocTa U Beca
HaxoAaTCsa B Npefenax CTaHAapTHOMO Anana3oHa. OKPYXXHOCTb rOf10Bbl HOBOPOXKAEHHBIX C
cuHapoMoM DYRK1A o6blMHO HaxoauTtcsl B Mpeaenax HopMbl, OAHAKO B mpoLlecce
B3POC/IEHNs1 3TOT NoKasaTeslb, CKOpee BCEro, BLIMAET 3a npeaesibl BO3PacTHbIX
CTaHAApTOB: 60/bLUMHCTBO NOB3POC/EBLLMX AETEN UMEIOT ManeHbKY OKPYXXHOCTb FO/I0BbI
(3TO Ha3bIBaeTCs «Mnporpeccupytoein Mukpouedanuen»).

CrpoeHue ckenera
M3 74 naumenToB ¢ cuHagpomom DYRK1A, yyacTBoBaBLIMX B uccrienosaHun Fenster 2022
roza, OKOJI0 NOJIOBMHbI MMENM MO MEHbLUEN Mepe OfHY aHOMasIu, CBSI3aHHYH CO CTPOEHWEM
UX PYK, HOF, MO3BOHOYHMKA WM APYIrUX YacTel ckeneta. Y YeTbIpex y4yacTHUKOB
nccneaoBaHns Habnganocb UCKPUBIIEHNE NMO3BOHOYHMKA (CKOIMO3), @ Y ABYX —
ypesMepHoe OKpYrieHne BepXHeN YacTu CriHbl (kndo3s). OanHHaauaTh MMenu
BOPOHKOO6pa3Hyto rpyaHyto kneTky (Brnanas rpyab), XOTa y ABYX U3 HUX 3Ta NaTosiorus
UMena NErkyto cTeneHb. Y MHOMMX 3aMKCMpOBaHbl aHOMAIUK KUCTEN U/WUm CTon, B TOM
yncne y NSTU YeNoBeK — BbICOKMIA CBOJ CTOMb, Y YETLIPEX YeSIOBEK — ABa WK Bonee
CpaLleHHbIX NanbueB (CUMHAAKTUAKS), Y ABYX — 6O0/bLION MNanew CTorMbl NOBEPHYT BHYTPb
(BanbrycHast gechopmauus), 'y TpeX — OAUH UM HECKOJIbKO UCKPUBIIEHHBIX NasbLiEB
(KaMNTOAAKTUAMS/ KIMMHOAAKTMAMS). Y MHOMUX YYACTHWMKOB UCCIIEA0BaHNS OTMEYEHbI
OTKJIOHEHWSI B CTPOEHUM KUCTEN PYK, CTOM WM NO3BOHOYHUKA, OAHAKO UX TUM He
YTOYHSINCS.

KopmneHue
Mpu KOpMNEeHNM MNageHUeB MOTYT BO3HUKHYTb TPYAHOCTU, MO3TOMY p OAUTENSM
noHavany mMoxet noTpeboBaTbCs NOMOLb. HekoTopble MnaaeHUbl COCYT rpyap cnabo,
ApyruM xe ans Habopa Beca HeO6X0AMMbI MOJIOYHbIE CMECU BbICOKOM KanopuMHOCTU.
MHorve ATV CPLINVBAIOT NMOC/e KOPMeHUs (racTpo3a3odareasbHbiit pedsiokc), No3ToMy
HY>XKHO CNeauTb 3a Nno30oi pebeHKa Npu KOPMJIEHUM U BO BpPeMs CHa. HeKoTopbIM
noMOoratT aHTupedoKCHble npenapaThbl.



B pamkax uccnenoBaHus Morison 2022 roaa 6b110 onvcaHo 38 aeTei ¢ CMHAPOMOM
DYRK1A, y 35 13 HUX BO3HWKANN TPYAHOCTU NPpU KOPMAEHUA M rNOTaHWK, a 16 nauueHtam
B nepvoa MnageHYecTBa TpeboBanmcb HasoracTpasbHbii 30HA (HIF3) unmn YpeckoxxHas
3HAOCKOMNMYeckas ractpoctomus (Y3I). MaTtepo ucnbiTbiBanm 3aTpyaHEHNs MpU
pacnpeaeneHuy nuiy B MosIoCTU pTa, TPOEe UMENU NPUBbIYKY HabupaTb MONHbIA POT eabl,
YTO 3aTPYAHSIO NPOLIECC MepexXeBbiBaHUs, TPOe 3afep>KuBany eay BO pTy, He rnoTas. Y
10 u3 38 petelt 66110 3a(PMKCMPOBAHO HEXENAHWE YNOTPEONATL NOBYI0 NULLY UK eny
ornpefeneHHoro BmMaa Wiy CTpyKTypsbl, a 15 B cuny orpaHMyeHHOro pauMoHa npuvHUManm
nuiieBble A06aBku. MOBbILIEHHOE CIOHOOTAENEHNE OTMeYeHO Y 15 nauuneHTos, y 8 U3 Hux
OHO COXpaHWNoch M B 60o1ee B3pocsioM Bo3pacTe. M3 19 yyacTHUKOB mUcCneaoBaHus
cTapwe 8 neT TpyAHOCTU MPU KOPMJIEHUN NPOJ0/HKanM ucnbitbiBaTe 10. MHorve aetu
CTOMKHYIMCb C 3anopamu (Mo AaHHbIM uccnepoBaHus Fenster (2022) takoe Habniojanoch y 32
13 63 NauMeHToB; W K3 3TWX 32 y ABOMX TaKXXe OTMeYanucb Criyyaun gvapen). B 6onee
noapo6bHoM uccnegosaHnn 24 yenosek ¢ cuHapomoM DYRK1A (12 myxckoro nona u 12
»KeHckoro nona: Fenster 2022), yeit Bo3pacT BapbUpoBascs OT 2 A0 24 neT, 6bi1o
YCTaHOB/IEHO, YTO racTpoa3odareanbHblil pedsiiokC BCTpeyancs 4acto U 6bii BbiSIBNEH
NpUMepHo y 2 YenoBek u3 3.

YMeHue ABUraTtbCa U XoAuTh
[Jetn c cuHpgpomomM DYRK1A, Kak npasuio, No3aHO y4aTcs CaMOCTOSATENbHO
nepeasuraTbcs. Y Bcex 3adMKCMpOBaHa 3aAepXkka MOTOPHOMO pa3BUTUS, @ HEKOTOPbIM
TpebyeTcs pusndeckas peabunutaumst ons BblpaboTKKM HaBblka xoAb6bl. HoO 60/bLIMHCTBO
[ETEN CMOTYT HayuMTbCs XOaUTb. B HEKOTOPLIX ClyYasx HabMoAaTCsl HapyLUeHue
MOXoA4KW, U3-3a TYronoaBWMKHOCTY CYyCTaBOB, WM HapyLLeHWe paBHOBeCUS (aTakcus).
B xofe uccnepoBaHus, B KOTOPOM MpUHMMano ydvactve 32 yenoseka ¢ cuHgpomoM DYRK1A
(Courraud 2021), 6bIN0 YCTaHOBNEHO, YTO 28 M3 HWUX HAyYWUNMCb XOAMTb B Nepuod oT 1 roga
n 3 mecsueB a0 3 net (B cpeaHeM B 1 rog u 10 MecsueB), a 4 y4acTHVMKA Hay4uIucb
X0auTb B BO3pacTe cTaplie 3 neT. B aToM xe uccnepgosanun y 10 u3 44 naumeHToB
06Hapy>XUNoch NoBbILLEHNE YPOBHS peakLmm pecdnekcoB Ha kakoe-nnbo Bo3aelcTeve
(rvneppednekcus), a y 6 — npobneMbl C paBHOBECHEM M KOOpauHaLmel (aTakeus). Mo
JaHHbIM ABYX pasHbIx uccnegosaHmii (Courraud 2021 n Fenster 2022) npumepHo y
MoJIOBMHbI Ntoael ¢ cuHapoMoM DYRK1A Habntoaancst MOHKEHHbIN MbILUEYHBIA TOHYC
(rMnoToHyc). Takxe, B xo4e NoApobHOro uccnefoBaHvs 24 nauneHToB C CMHAPOMOM
DYRK1A, npumepHO Yy 62% 06Hapy>un MOBbILIEHHBIN MbILLEYHBIA TOHYC (MMNEPTOHYC)
(Fenster 2022). Y 15 yyacTHMKOB 06Hapy>XeH rmnepToHyC, U3 HUX Y 5 Takxe
3anKCMpOBaH MMNOTOHYC (MPUMEp MPOSIB/IEHVS aCCUMETPUM TOHYCa MbILLL, KOrda ogHa
YacTb Tena pebeHka HanpshkeHa 6osbLue Apyroi). B apyroM uccnegoBaTesib.CkOM NPOeKTe,
B KOTOPOM y4yacTBoBanm 60 nauneHToB ¢ cuHApoMOoM DYRK1A, 0TMEYEHO MeHbLUee YUCO
nogen ¢ runepToHycoM (35%), HO 3TOT pe3ynbTaT MOXET BbiTb 06bACHEH TEM, UYTO
nccnepoBaHve bbl1o0 MeHee NoApo6HbIM.

Peub n KOMMYHUKaLuusa
JeTun ¢ cuHgpomoM DYRK1A 06bIMHO CTanKMBAKOTCS C 3a€PXKON pasBUTUS peun u
TPYZAHOCTAMM MPY OCBOEHUM CIOB. Y H60MbLUMHCTBA OCMBIC/IEHHAs peyb He pa3BMBAETCA A0
HOPMbI 06bIYHOIO YesloBEKa, XOTS MPOrHO3 Ha Pa3BUTHE 3IEMEHTAPHON peun A0CTaTOYHO
xopowwit. Te, KOMY yAaeTCsl pa3BUTb PeYEBbIE HaBbIKW, UCMOSb3YHOT B YCTHOMN peun
oTAenbHble CI0Ba, KOPOTKME (hpasbl UM NPOCTbIE NPEANIOXKEHUS; APYIMe Xe BblpaxatoT
CBOM NOTPEBHOCTM 3HaKaMK, XecTaMu U 3ByKaMun. HeKoTopble poanTenn 0TMeYatoT, YTo
ux pebeHoK XOPOLIO MOHMMAET CMbICA CKa3aHHOMO (MMEET HaBbIK PeLEenTUBHOM peun).



Bbin NpoBeaeH NoApPO6HbIN aHanM3 A3bIKOBbLIX HABLIKOB B rpynne u3 38 y4aCTHWUKOB C
cuHgpomoM DYRK1A B Bo3pacte oT 1 roga u 7 Mecaues go 25 net (Morison 2022). B
xo4e nccnenoBanus 66in0 06HapykeHo, 4To 18 yyacTHukoB obnagan MUHUMAsbHBLIM
YpPOBHEM pa3BuTus BepbanbHOro obwenus, ncnoab3ys meHee 30 cnoB; 12 y4acTHUKOB
npumeHsinn 6onee 30 cnoB B BUAE OTAENbHBIX CIOB UM KOPOTKMX pa3; ay 8
YYacTHVKOB (BCe B BO3pacTe 7 JIET M CTapLUe) HaBbIKU YCTHOM peyumn Bbinin pasBuTbI
JIOCTaTOYHO XOpOLLO (Ha YPOBHE MPOCTbIX NpeasioxeHui). O6bIYHO Te, KTO Mor
COEAVHATb C/I0BA B MPEAJIOXEHUS, HauMHaNM Aenatb 3TO He paHee 4 ner.
[JeTn, npuHsaBLWKE yyacTue B UCCNeA0BaHNM, TakxXe UCMob30Bany cpeacTsa
anbTepHaTMBHOM U AONONHUTENBbHOW KOMMYHMKauum (ALK). 89% fetell B nepBble ABa
roa Xwu3Hu obwanncb Npy NOMOLLM XECTOB U 3HaKOB. OHAKO 3aTeM XXECTOBbIM S3bIKOM
CTanu Nonb30BaTbCs pexe: cpeaun AeTeit B Bo3pacTe 3-5 neT xectamu obwannce 75%
JeTeid, a B 16 neT 1 ctapuwe — 43%. Mo Mepe B3pOCNeHUs AETU HAUMHANM BCE Yalle
UCMONb30BaTb CPEACTBa a/lbTEPHATUBHOW M AOMONHUTENbHOW KOMMYHUKauun (ALK). OHu
MOryT BKIOYaTb B cebs: pucosaHue n obLeHre Npy NOMOLLM KapTUHO K, a Takxe
MPVYMEHEHVE MPUMOXKEHUI /UM KOMMbIOTEPA WK NOBOr0 APYroro 3MEKTPOHHOTO
YCTpOWCTBa A 06LLEHMS, KOTOPOE MCMOJIb3YET 3aMnMCaHHbIi FO1I0C A/ FeHEPaLIMM peyn.
Kak okasafiocb, AvanasoH coumanbHON MOTVBaLmMM (MOTMBALIMM K 3HAKOMCTBY C APYrMMU
noabMK) B rpynne 61M30K K 0XXMaaeMoMy cpeam BCex ntogeit.
TecTupoBaHue 20 y4yacTHUKOB C HAMMEHee Pa3BUTON peublo, MOKa3asno, YTo CoLMasbHO -
MOTUBMPOBaHHOE obLueHne 6bi0 0THOCUTENBHO 3(MEKTUBHBIM CPEACTBOM Pa3BUTUS
KOMMYHUWKaTUBHbIX HAaBbIKOB. Bce yyacTHWMKM MCNO/b30Banm HeKoTopble (OpMbl
NPUBETCTBUSA U B 0COBEHHOCTM NpoLLaHns, a B npouecce 0bweHns UM yaanocb Aobutbcs
yTeweHus. Y HUX XOPOLLO MOAy4anoch BbICTpaneaTb KOMMYHUKALMWIO, KOrAa OHWU NpoCunu
efly WM Kakne-To npeameTbl, 04Hako 14 yenoBeKk He CMOTM BblPa3uTb KOHKPETHYIO
npocbby, HanpuMep, Korga uM Hy>HO 6bl10 CXO0auTb B TyaneT. Takxe 0TMeyanocb, YTo
HeKoTopble (hOPMbl Bbi3bIBAIOLLErO NMOBeAeHNs (MPUCTYMblI FTHeBA) UK CTEPEOTUNHOMO
noBefeHus, HanpyMMep, pa3MaxvBaHWe pykamu, NPOSIBASUCh, €Cnv pebeHKy UTO -TO He
HpaBwunoChb.
M3 18 yyacTHUKOB uccneaoBaHus, KOTOpble YMenu roBopuTb, 17 B AETCTBE UCMbITbIBaM
TPYAHOCTM C NPaBWIbHLIM NMPOU3HOLIEHWEM CIOB (M3BECTHO KaK «AeTcKas opasbHas
anpakcus») 1 UMenn HeYeTKYo apTUKYNSALMIO C/IOB UKW HEBHSTHYIO peub (ausapTpus).
OnHoOBpeMeHHOe MPOosIBNeHEe AETCKON OpanibHOM anpakcuv 1 ausapTpum Habnopanack y
14 n3 18 venosek. Kpome Toro, 6bi10 yctaHoBneHo, 4To 8 13 18 yenosek umenu
MasionoABMKHYO BEPXHIOIO ry6y 1 He MOran oKpyrnuTb rybbl, 12 naumeHTam 6bino
CMIOXHO YNPaBnsiTb A3bIKOM. MOHMMaTb UX pedb MOMIN TOMBbKO CheuuanucTbl Mo yxoay 3a
LEeTbMW.
Takoxe uccnegosaTeny BbISBUAW, YTO CaMbiMU 0BLMTENbHBIMU Bbinn AeTK 8 neT u cTaplue,
UYbW peyeBble 1 A3bIKOBblE HaBbIKM, BEPOSTHO, MPOAO/KAT Pa3BMBaTbLCSA M B NMOAPOCTKOBOM
BO3pacTe. ABTOpbI MPEANOSIoXMUAKN, UTO peyeBas Tepanus, NpefHa3HayeHHas creuunanbHo
ANs feTeil ¢ opanbHOM anpakcuein u ausapTpuel, CMOXET YNYULIUTL HaBblKU 0BLLEeHUs Y Tex
[eTel, KOTopble YMET NPOU3HOCUTL CIIOBa.

O6byueHue
Y Bcex ntogen ¢ cuHapomoM DYRK1A HabniopaeTcs Kak MUHUMYM YMEPEHHO BblpaXkeHHast
HeCrnocobHoCTb K 06yyeHuo, NoaToMy MM TpebyeTcs cneunanusanpoBaHHast MOMOLLb B
06yueHuu.
“ HekoTopble “npodeccroHanbl” fenany nocrneLiHble BbiBOAbI HACUET ee by ayLmx



crnocobHocTel 1 6biIn abCoMOTHO HenpaBbl. OHa LienieyCTpeMsieHHas IeBOYKa W HUKOTAa
He cpacTcs.
HaM roBopunm, YTO OHa HMKOTAA He CMOXET CUMAETb MM XOAUTb, HO Ceiluac y Hee XOpoLlo
nonyyaertcs aenatb u 10, U apyroe. > — 2,5 roga.
“ OH BOKANM3MpYyeT, HO MOKa He FOBOPUT M HE pearnpyeT Ha XecTbl. Ho y Hero xopoLuo
NoslyyaeTcsl 06LaThCA U 6e3 C/I0B, U Mbl TOYHO BUAMM, YTO OH Hac noHuMmaeT. ” — 1 roa 8
MecsILIEB.

AyTnsm
Oetn c cuHapomoM DYRK1A 06bl4HO BeayT cebst B COOTBETCTBUM CO CBOEMN CTEMNEHbIO
3a4E€PXXKWN B PasBUTUK, U B OCHOBHOM, YyBCTBYIOT Cebsl CHaCTIMBLIMUK. Y MHOTVX AeTel ¢
cuHgpoMoM DYRK1A Habntopatotcs npusHakum aytrama. CuHgpoM DYRK1A amnarHoctupyetcs
y Kaxkgoro 5-ro pebeHka c aytnamom us 1000.
MpoBeaeHo aeTanbHOe M3yyeHus ayTmama cpeam 61 yenoseka ¢ cmHapomMom DYRK1A. B
uccneaoBaHnM NpUHMManu yyactue Ny ¢ BapuaHTaMu nocnefoBaTenbHOCTU B reHe,
I0AN € KPYMHbIMK AeneuusmMn BCero reHa Wim ToNbKO ero Yactu, 1 HoCUTenu apyrux
XPOMOCOMHbIX OTK/IOHEHWI (TPaHCNOKaLIMiA, MHBEPCUIA), KOTOpbE BAUSIOT Ha reH DYRKIA
(Earl 2017). Y niogen, MMetoWmMX pa3Hble reHeTUYECKNE U3MEHEHUS, HE Habnoaanoch
3HAUYNUTENbHBIX Pa3MUMi B NPOSIBIIEHUN KITMHUYECKUX CUMMITOMOB, BKJ/ItOYast ayTU3M.
B 3TOM nccneaoBaHum 6610 OTMEYEHO, YTO, XOTS ayTU3M paHee Obl1 AMarHoCTUPOBaH
npuMepHo y 43% ntoaeii ¢ cuiapomom DYRK1A, okono 69% ntoaei uMenu npusHaku
paccTpolictBa ayTucTudeckoro crnektpa (PAC): noBTopstowmecs aencTeus, usberaHve
3PUTENIHOrO KOHTAKTA WM HapYyLUEHME COLMANIbHOTO B3auMOAeNCTBUSl. TpeBOXHOE
noseseHue Habnoaanoch npuMepHo y 27% pJeteid, a rnepakTUBHOCTb — noutn y 33%. Mo
pesynbTaTaM MpOBEAEHUS AMATHOCTMKM (B COOTBETCTBUW C «30/10TbIM CTaHAAPTOM» TECTOBOW
AVarHOCTUKM pacCTPOMCTB ayTUCTUUeckoro cnektpa) PAC 6bi10 AMarHocTupoBaHo y 73%
noaen ¢ cuiapomoM DYRKI1A. Mo MHEHWIO uccneaoBaTenei, 60MbLIMHCTBO Nofel ¢
cuHapoMoM DYRK1A odwmumanbHO He npoxoauny obcnefoBaHve Ha Hanmume PAC. Takxe
0TMeYanocb, YTo 6e3 npodeccroHanbHOM AMarHOCTUKM Hanuumst PAC, ero BbisiBlieHWE
cpeau Npoumx nNpusHakos cuHapoma DYRK1A MOXeT 6bITb 3HAUMTENBHO OCNOXHEHO.

“ Mbl B BOCTOpre OT Hawweit goukn. C Tex nop, Kak y Hee CTasio nosyuaTbCsi, OHa BCe
BpeMSsi y/blbaeTcsi, ¥ Mbl MPOCTO HE MOXEM He ynblbaTbCsl el B 0TBeT! A elle OHa noyTu
HUKOTAa He niaveT NpocTo Tak. O6bIMHO OHa NOBUT NOBbLITL OfHA, HO KOrAa el XOUeTCs
BHUMaHK, OHa C Y0BO/ICTBMEM C HaMu obHMMaeTcs. ” — 2,5 ropa

Y Hawwei ao4epm oueHb CBOeobpasHoe YyBCTBO OMOPA: AaXe C CaMbiM HEBO3MYTHMbIM
JMLOM OHa YMeeT Hac paccMewmnTb! OHa TUXOHS, HO KOr4a HauYvMHAeT roBOpUThb, TO
npeBpaLLaeTcs B COMHBLILKO M 03apsieT BCO KOMHATY. A ele oHa 06oxaeT nporyniku un
UrPbl, B KOTOPbIX MOXHO ucraukatbes! ” — 10 neT

Mpo6nembl CO 3OPOBbLEM
B 3TOM pasaene nepeuncrieHsl NpobreMbl Co 340pOBbEM, KOTOPbIE BCTPEYatoTCa y AeTel C
Jeneuuen ydactka 21g22.13 v BapuaHTOM nocnefosatenbHocTu reHa DYRKIA.
MepeuncneHHble Npo6eMbl CO 340POBLEM BCTPEYAIOTCS HE Y KaXXAOro MauueHTa,
Mo3TOMY Hanuuve y pebeHka cuHapoMa DYRKIA Ha 3HauuT, 4T y Hero 06s3aTesbHo
NosBATCS 3TW NPOBIEMBI.

MbILLIEYHbIV TOHYC HW3KMI MbILEYHbIA TOHYC (FTMMOTOHYC) Y AETEN, Kak NpaBuio,
NPOSABMISIETCSA CPasy Moc/e POXAEHNS U MOXKET COXPaHATLCSA B TEUEHWE BCEro AETCTBa.



'MNOTOHYC MOXET 3aTPYAHSATb MPOLIECC KOPMJIEHWS M MPUBOAUTL K 3aepXXKe MOTOPHOro
pa3BuTUS. HayunTbCs X0AUTb MOMyT NOYTK BCe AeTn ¢ cuHapomoM DYRK1A. Ho, HecMoTps
Ha TO, YTO €ro He OTHOCST K YMC/Ty MPOrpeccuMpyoWmX NaToIoruii, HeKoTopble AETH MO
Mepe B3pOC/eHMst MOTYT YTpaTUTb NpMobpeTeHHble paHee MOTOPHbIE HaBbIKW. MoYTK y
NOJIOBWHbI NMAUnEHTOB ¢ cnHapoMoM DYRK1A 6bin o6HapyxeH rmnoToHyc, y 35-62%
BbISIB/IEH MMNEPTOHYC — HENPOU3BOJIbHBIN CMasM MbillL (NoApo6Hee Bbille B pa3aene
«YMeHue ABUraTbCs U XOAUTb>»).

TpyaHOCTM Npy KOPMIEHUM TpyAHOCTM NPU KOPMJIEHUM HOBOPOXAEHHbIX —
pacnpoCTpaHeHHoe SIBfieHVe MPW AaHHOM CUHAPOME. B HEKOTOpbIX ciyyasx Ans
KOPMJ/IEHUS MOXXET BPEMEHHO NOTpeboBaTbCs HasoracTpasbHbIM 30HA (TPybka, kKoTopas
NPOXOAMT B XeyA0K Yepes HOC M NULEBOA) UM racTpocToMuyeckas Tpybka (mpoxoaut B
XKesyAoK Yyepes UCKYCCTBEHHOE OTBEPCTUE B NepeaHen bptollHoM cTeHke). NHoraa
TPYAHOCTM NpY KOPMIEHUM MOTYT COXpaHATbCs (MoapobHee Bbile B pasaene
«KopMneHne»).

“Y CbiHa Cepbe3Hble CEHCOPHbIE HApYLUEHWs. 13-3a OpasibHOW r1nepyyBCTBUTENBHOCTH
y Hac 6binn TpyAHOCTH C KOpMAeHWeM. B rog n Tpu Mecsiua CbiHy YCTaHOBWM
racTpoctomMmyeckyto Tpybky «Muk-Kei» (Mic-Key). CnycTsi aBe HeZienm OH NOJIHOCTbIO
0TKa3ascs eCTb PTOM U C Tex Nop He nutaeTcs 06bluHbIM cnocobom. MNMouvemy-To
NMPUMEPHO B roj M YeTbipe Mecsilia Y Hero Havanmcb Cepbe3Hble NMPUCTYMbl pBOThl. HO
Korza Mbl CTanu Aenatb 13 06bIMHOM efibl Mope, NPUCTYNOB PBOThI CO BPEMEHEM CTaslo
MeHblwe. ” — 1 roa, 9 mecaues
“ Taxxenble CPbIrMBaHMSI Mbl JIEUWIN CrIELMANbHOM AMETON M ABYMS nekapcTeamu.
— 2,5 rofa

[nasa u 3peHune Y nauueHToB ¢ cuHapoMoM DYRK1A BCTpeYaloTcst pasnmuHble
3a6oneBaHns rnas v Npobnembl co 3peHneM. M3 145 yyacTHUKOB uccnefoBaHus Méjécase
2021 roga odranbMONOrNYeckme natonormv (HapylweHus 3peHUs Wan 3pUTENbHOTo
Bocnpusatus) umenm 90 mauueHtoB (62% oT obwero uucna) c cuHapomom DYRK1A, xoTs o
HaNMYMM KaKnX-MBO 3pUTENbHBIX OTKIOHEHUN Y APYTUX 28 NaLUEHTOB HEM3BECTHO.
MoYTK y NOSIOBWHBI MALMEHTOB MPUW 3TOM MPUCYTCTBOBAJIO CPa3y HECKONIbKO HapyLUEHWN.
CaMbiM pacrnpocCTpaHeHHbIM HAapYLWeHWEM O0Kas3asaoCh HapyLlueHus (hoKyCMpOBKM
(pedpakumm) rnasa, kotopoe umenu 30 13 90 naumeHToB. Pedpakums BroHaeT
6113opyKoCcTb (MMOMKA), AaNbHO30PKOCTb (MMNEPMETPONKUS) UK Pa3MbITOCTb 3peHus
(acturmaTtmam). Y 19 naumeHToB 66110 06HapyxeHo kocornasue (ctpabusm). 18
NMauMEHTOB UMENW NAaTONOMUIO 3PUTENBHOIO HEPBA, B UX YWCNE — HEAOpa3BUTHE
(rvnonnasus) 3puTenbHOro Hepia (Y 12 NMauueHToB). 3HAUMTENbHBIX Pas3nvyni B
0CO6EeHHOCTAX 3pUTENbHOMO BOCNPUSATUSA Y MauUEHTOB C u3MeHeHneM B reHe DYRK1A ny
MauMeHTOB C KPYMHbIMK AeNeunsiMn B pesyrnbTaTe UCCNefoBaHUs BbISBIEHO He 6bino.

AnNunenTuyeckne NPUCTYrbl nUnenTuyeckne NPUCTYMbl BOSHUKAIOT Y MHOMUX
netel ¢ cuHapomoM DYRK1A. [laxe B cnyyae UX pefikoro Uam anmM3oanyeckoro
NposiBeHUst B lanbHelleM MoryT noTpeboBaTbecs 0bcneaoBaHs — Hanpumep,
anekTposHuedanorpamma (33) unm MPT rofoBHOro Mo3ra. B MeauumHckon nutepatype
€CTb HebOsbLUIME PACXOXAEHNS AaHHBLIX O KOSIMYECTBE NoAEN C AaHHBIM CMHAPOMOM,
UMEIOLMM TaKXXe AMarHo3 «3nunencus». 3TU pacxoXaeHus, BEPOSATHO, 06yCnoBieHsbI
He6O0JbLLON BbIGOPKO NMALMEHTOB 11 YYaCTUsl B UCCIIEA0BAHMSIX /UM HEMOJTHOTOW
umetoLLelcs y nccnegosatenei nHbopmaumn. Tak, 13 0630pa MeauUMHCKOM nuTepaTypbl
(Fenster 2022) cnegyeT, 4TO 3NUIENTUYECKUE NPUCTYMbI UMENa NOJIOBMHA MaLMEeHTOB C
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cuHgpomoM DYRK1A (45 u3 90 yenosek). B 60nee nogpo6bHOM nccneaosBaHun € yqacTuem
24 yenoBeK C AaHHbIM CMHAPOMOM Cy[OPO>Hasi FOTOBHOCTL bblna obHapyxeHa y 14 u3
Hux (okosno 60 %). Hanbonee pacnpocTpaHeHHbIMU TUMaMmmn CyA0POXKHbBIX MPUCTYNOB 6bln
60/1bLLOW 3NMIENTUYECKMI NPUNagoK (NMoTepsl CO3HaHMWs, COMPOBOXAAOLAsACS
noJeprvBaHUEM KOHEYHOCTEW) M aTOHWMYECKMIA MPUCTYN (MOTEPS UM CHUXKEHWE
MbILIEYHOTO TOHYyCa, MPUBOASLLEE K NAAEHWIO Mpu CTOSIHWK). [pyruMu Yacto
HabtoAaEMbIMU TUMAMU CYA0POXKHBIX MPUCTYNOB 6blM TOHUYECKUI SMUNENTUYECKIIA
npunagok (peskoe HanmpsKEHVE MbllL, KOTOPOE MOXET NPUBECTM K MaAEHMIO) U Masbii
3NUNENTUYECKU Npunasok (OTCYTCTBYIOLWMIA B3NS/, YENOBEK He pearvpyeT Ha
npoucxogsiuee BOKPYr HEro wiM He 0CO3HaeT 3Toro). Mpu nccnegosaHuy NpenapaTtos,
MOATBEPAMIOCH, YTO JleBeTupaLeTaM SBASETCS yULUM NPpOTMBO3IMUNENTUYECKUM
cpencTteoM. ®ebpunbHble cyaoporu (Cyaoporu, BO3HMKAWME Ha OHE BbICOKOW
TemnepaTypbl) Takxe 6bn 3aperncTpupoBaHbl y 16 n3 24 yenosek (Fenster 2022). B
uenoMm, 21 us 24 y4yaCTHUKOB UMenn CyJopOrK, YTO aHanorMuHo pesyfbtaTtaMm Apyroro
uccneposanus (Courraud 2021).

Cep,D,Ll,e Moapo6bHoe nccneposaHre 24 yenosek ¢ cuHapomoM DYRKI1A (Fenster
2022) BbisSiBANO Y 8 MauMeHTOB Takue 3aboneBaHns cepaua, Kak 0TBEPCTME MeXay
BEPXHUMM kaMepaMu cepaua (AedekT MexnpeacepaHol Neperopoaku y YeTBepbIx
NaLVEeHTOB) U CyXXeHWE KnanaHa Mex/y Cep/leM U NeroYHol aptepuei (CTeHO3 NeroYHom
apTepum y ocTalbHbIX NaLMeHTOB). HekoTopble naumneHTsl MMenu 6onee ofHOM aHoManum
pa3BuUTKS cepaua, K NpuMepy, y oaHoro pebeHka 6bin aedekT MexnpeacepaHon
NneperopoaKky, CTEHO3 JIErOYHON apTEPUM U CyXeEHME aopThl (KoapkTaums). B 6onee
MacwTabHoM, HO MeHee NoApo6bHOM uccneaoBaHumn 60 Yenosek ¢ cuHapoMoM DYRK1A
(Fenster 2022), aHoManun pa3sutua cepaua 6binm BbISBEHbI Y KaXA0r0 NATOro
yyacTHuka (20%). B apyrom uccnegosanum (Morison 2022) oTmeyvaeTcs, 4To 3abonesaHue
cepaua, Bkovatolee aedekT MeXnpeacepaHoii neperopoaku u aedexkT
ME)OKENYIOYKOBOM neperopoaku, nmMenn 9 ns 38 Hocutener DRYK1A (npvMepHO Kaxabii
yeTBepTbIA U 25%). Mpu Nogo3peHun Hanuuus y pebeHka 3aboneBaHuii cepaua, ux
MO>HO MPOAMarHoOCTUPOBAaTbL C MOMOLLBIO TaKMX METOAO0B, KakK 3/1eKTpoKapanorpamMmma
(3anucb 3NekTpUYECKO akTUBHOCTM cepaua), axokapavorpamma (ynbTpasBykoBoe
uccneaoBaHue cepaua) Win peHTreH FpyAHOM KIETKM.

“ Hawa nouyb poavnack Co CTEHO30M JierouHoi apTepumn. OHa NepeHecna onepaLmio no
pacLIMpeHunto apTepum, 1 Tenepb KpOBb B kKamMepax cepaua LMPKYIMpyeT HOPMasbHO.
Ceituac ee pas B ro/i 0CMaTpMBAKOT CreLManmcTel. > — 2,5 roaa

nOL-IKVI, MOYEBbLIBOASALLME NMYTU U NOJIOBbIE OPraHbl C uenbio nlyveHns
aHOMasnui PasBUTUS MOYEK, MOYEBLIBOASLLMX MyTENM U MOJIOBLIX OPraHoB, 6bII0 NPOBEAEHO
obcnepgosaHue 19 yenosek (cpeay HMX 11 Myxckoro nona) ¢ cuHgpomom DYRK1A
(Blackburn 2019). Y aByx uenoBek (0AHOrO MasibyvKa U 0AHOM AEBOYKMU) OTCYTCTBOBAsa
neBas noyka, a y aAByx Apyrux HabnoganMcb aHoManum passutus 3Toro opraHa (Ha Y3U'y
MasibuvKa 6bln BbISIBJIEHBI 0Yary MOBbLILLEHHOMN 3XOrEHHOCTH, TUM aHOMaun y IEBOYKU He
YTOYHSIETCSA). Y ManbyMKa C 04aroM MoBbILUEHHOM 3XOFEHHOCTM B MOYKax Takxe bbina
obHapyxeHa runocnaaust (HapyLleH1e MoIOXEHUS HAPYXXHOIO OTBEPCTUS
MOYEBbLIBOASALMX NyTen). Apyroi Manbunk UMen rmnocrnagmio B COYETaHMM C KpalHe
MafileHbKMM pa3MepoM MOJIOBOrO YsieHa U ero Aedopmaument (rofoBKa yneHa 3arHyTta). B
apyrom uccneposaHun (Courraud 2021) coobwanoch, 4to M3 17 ManbyukoB y ofHOrO 6bina
rMnocnaavsi, a y Apyroro — KpainHe MasieHbKuiA pa3Mep MoJIoBOro uneHa. B o6uen
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CNTOXKHOCTM 060MX UCCNIEA0BAHMUI BbISIBNIEHO, YTO 6 M3 28 MasibyMKOB MMENN HEOMYLIEHNe
OAHOMO Mn 060MX AMYEK B MOLLIOHKY. Y ApYyroro mManbymka 6bim AvarHoCTUpOBaHbl
aHoManuu paseuTus NonoBbIX opraHos (Blackburn 2019), ogHako aeTanbHoe onuncaHve He
npeacTasneHo. Mo pesynbTaTtaM 060UX UCCNeaoBaHuii, U3 53 yenoBek (cpeamn Hux 28
MY>KCKOrO MoJia) 5 ManbumkoB 1 04Ha AeBOYKa UMENW naxoBble rpbbku (NaToNOrMs, Npu
KOTOPOW OpraHbl 6pIOWHOM MOMOCTH, K MPUMEPY, YacTb KULLEYHUKA, BbICTYMAIOT Yepes
cnabble TKaHW HDKHEN YacTy BPIOLIHONM CTEHKM, 06pa3ys BUAVMOE YIIOTHEHME).
HeonyueHne sinyek, runocnaaus, UCKpUBIIEHWE NONOBOIO YSIEHa 1 NaxoBas rpbhxa MoryT
6bITb UCMPaBNEHbl XMPYPruyecknM BMELATeNbCTBOM (BMOJIHE YCMELLIHO).

Peunansupyowas VIHd)eKLLVIﬂ B uccnepoBaHum Morison 2022 roga coobluaeTcs
0 Cnyyasix ywHom nHdekumn y 20 u3 38 yenosek, a B ApyroM uccreanosaHum 19 nogeii ¢
cvHapomoM DYRK1A (Blackburn 2019) oTMeuaeTcst ABa ciyyast YacTbiX MHGEKLMI
MOYEBBIBOAALLMX NMyTeN Y AEBOYKM U B3POC/IOrO MYy>UWHbL. B Apyrom uccnegoaHum (Ji
2015) oTmeyvanocnb, 4To y 6 13 14 yenosek HabnAanNacb NOBbIWEHHAS YYBCTBUTENBHOCTb
K MHPEKLMAM, BbI3BAHHLIM HETPAAMLMOHHBIMU MAaTOreHamu.

TOpMOHBI O npobneMax ¢ 3HAOKPUHHOM CUCTEMOM (HEAOCTATOK rOPMOHa POCTa,
rMNoTUpeo3, NpexaeBpeMeHHoe MoJI0BOe CO3peBaHne) coobLmM ceMbm U3 FpynMb
Unique, 1 uccnegosaHve nokasano, Yto y 4 u3 14 yenosek ¢ cuHgpomom DYRK1A
Habntoganucb aHAOKpPUHHBIE 3aboneBanus (Ji 2015), KOTopble BKIOYANM HefOCTaToOK
ropMOHa poCTa y OZHOrO Manbyuuka M OJHOM AEBOYKM, FMNOTUPED3 Y OAHOW AEBOUKM, U
NpeXAeBPEMEHHOE YBEIMUYEHME MOJIOYHBIX Xene3 y 7-1eTHeN AeBOYKN. B MeamumHcKkmx
UCCNEA0BAHUSX HET 3anucei 0 HEOXMUAAHHBLIX M3MEHEHUSIX FOPMOHasbHOIO hoHa, 0AHaKO,
3TO MOXET 6biTb CBSI3aHO C HEMOJIHOTOM MHOPMaLWK.

Mo3r Y HekoTopbIX noaen ¢ cuHapoMoM DYRK1A npu noMoLLum MarHUTHO -
pe3oHaHcHo Tomorpacdum (MPT) m/unm kKoMnbtoTepHol ToMorpacdum (KT) 6biim
BbISIB/IEHbl OZIHA WM HECKOJIbKO @HOMasuii pa3BUTHSl TOJIOBHOMO MO3ra: M3bbIToUYHOE
CKOMIEHNE CMMHHOMO3rOBOW XMAKOCTM (YBENMYEHME XKENYAOYKOB), TMMOmniasus
MO30JIMCTOro Tena n atpodua Mo3xeuka.

PekoMmeHpgauum no OGCHGAOBaHMI-O

[l OCTaKOBKE  NarHo3a.
dnekTpo3Huedanorpamma (33I) ANst MIMEPEHUS SNEKTPUYECKOM aKTUBHOCTU FOSIOBHOTO
MO3ra rnpuv NoAO3PEHUM Ha AMUNEnTUYECKUE Npunaakm
MarHuTHo-pe3oHaHcHas Tomorpadms (MPT) ronoBHoro moasra
[unarHocTvka 3peHus y odTanbmosnora
KoHcynbTaums ametonora npu BO3HUKHOBEHUM Npo6rieM ¢ KOpMieHneM
YnbTpa3ssykoBoe uccnenosave (Y3U) cepaua n noyek, YTobbl UCKIOUNTE BO3MOXHOCTb
CTPYKTYPHbIX aHOManui

[locre  1OCTaHOBKY /Har+o3a
MocTosiHHOe HabntoaeHwe y aeTckoro aedektosiora
PaboTa Haa peybio 1 A3bIKOM CO CreLMaancToM npu HeobxoaMMoCTH
du3nyeckas peabwnutaums n aproTepanus Npu Heo6xoaMMOCTH
MoryT 6bITb pekOMeHA0BaHbl perynsipHble NPOBEPKU 3peHUs
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MpoBoasATca 1M uccnefqoBaHUA HOBbIX METOA 0B JIeHeHUs CUHAPOMaA

DYRK1A?

leHeTuyeckoe n3MeHeHve, BbidbiBatowee cnHapom DYRKI1A, BavsieT Ha GopMupoBaHue
ro/I0BHOIO MO3ra 1 pyrux Yacten Tena elle A0 poxaeHus. Mo3ToMy NonHoe n3neveHve
MafioBepPOSITHO Aaxe B OyaylieM, Tak Kak MO3r ycneeT copMmMpOBaTLCS K MOMEHTY
MOCTaHOBKM AvarHo3a. TeM He MeHee ceivac NpoBOASTCS UCCNIEA0BAHMUS, HarnpaB/eHHbIe
Ha COBEPLIEHCTBOBaHWE NNeUeHUs pa3nyHbIX NposiBneHnii cuHapoma DYRK1A, Hanpumep,
ayTvsma.

XOTS CMHAPOM BCTpeYaeTcsi A0BOJIbHO peako, reH DYRKI1A Bbi3blBaeT 60/1bLLUON MHTEPEC
Y YYeHbIX U3-3a CBOEW K/I04EBOI PO B NpoLieccax paboTbl FOSIOBHOMO MO3ra U CTapeHust
(Arbones, 2019). OH TakXe SIBNSETCH OOHMM U3 TEX MEHOB, KOTOPbIE YABaMBalTCa Npu
cuHgpome [ayHa.

WmeHHo B DYRKIA copepxaTcs MHCTPYKLMM ANS KJETOK MO CUHTe3y 6enka, KOTOPbIN Takxe
HasBaH DYRK1A. Benok DYRK1A oTBeyaeT 3a pas3nnyHbie NpoLecchl, Npoucxoasiume B
KJIeTKax Tena: NpUHMUMaeT HenmocpeaCcTBEHHOE yyacTe B pa3BuUTUM MO3ra, a Takxe,
BEPOSITHO, 3HAUMTENIbHO BAMSIET Ha €ro (PYHKLUMOHMPOBaHWe, KOoraa MO3r yxe
ccopmMmpoBaH.

Mpu cuHapome DYRK1A xapakTepeH NOHWKEeHHbI YPOBEHb OAHOMMEHHOTO 6eska, 0aHaKo
€ro nepemnsbbITok (NPOTUBOMOMOXHAA CUHAPOMY CUTyauus) HabnogaeTcs npu 6one3Hax
AnbureiMepa v MapKUHCOHa, a Takxe AeMeHuuu. Mo 3ToW NpuYnHe uccneaoBaTenu
BHMMaTeNbHO m3y4atoT 6enok DYRK1A u gpyrue 6enku, C KOTOpbIMU OH B3aUMOAENCTBYET
LS BbIMNOJIHEHWS1 CBOUX byHKUMIA. OAHO M3 HanpaBneHWi i UCCNIEA0BAHUS HaLeIeHo Ha
MOWCK JIEKapCTB, KOTOPbIE CMOTYT U3MEHSITb YPOBEHb 3TOro 6enka. Ha faHHbIi MOMEHT
y>Xe yAanoch BbiiBUTb MHIMEUTOPLI 6eMka, KOTopble CHUXAKT ero YpoBeHb. OaHako
aKkTvBaTopbl 6enka, Noka He BbisiBNEHbl. VX BbisBieHNe NO3BOUT MOBLILLATL YPOBEHb
6enka, 4To, BEpOSATHO, ByAeT NPMHOCUT HEKOTOPbIE MOOXUTENbHbIE pe3ynbTaTbl Npu
nevyeHun nrogen ¢ cuHgpomoM DYRK1A.

“ «J1loaM NOCTOSIHHO OTMEYaloT ero CeEpANTOE BblpaXXeHWe nuua. Bo3MOXHO, 3TO 13-3a

HEMHOI0 HEOBbIMHOM BHELIHOCTU. B O0T/MUME OT BCEX OCTasbHbIX, Mbl-TO 3HAEM, YTO 3TO
COBCeM He Tak. OH 0UeHb ApYXKestobHbIN, A06PbIN ManeHbKUI YesloBeYeK, U Mbl
CYaCT/IMBbl KaXablM AeHb y3HaBaTb 0 HeM Bce 6osiblue. HecMoTpsi Ha NpobneMbl, KOTOPBbIX,
OYEBUOHO, HE CYECTb, C HAM BO MHOTOM OYeHb Jierko. CbiH MOXET 3aHnMaTb cebsi cam
Yyacamu 1 Bcerga pag nourpatb €O CBOMMM IIOBUMbIMU UrpyLikamu. OH yxxe BCe MOHUMaeT
1 MobuT "pasroBapuBaTh” C HAMWU. Y HEr0 OYeHb CUSIbHbIA XapaKTep, 3@ YTO Mbl S06UM
ero eue 6onble!» ” — 1 rog n 9 mecaues

“ «PaHblle Mbl HUKOrA He 3aH1ManmMcb 61ar0TBOPUTENBHOCTbIO, @ Tenepb YacTo
NPYHUMAEM yyacTve B NMoA0GHbIX akLUsIX U MEPOTPUSTUSIX OT OpraHu3auuii, KoTopble
MOMOI/IM HaM U Hawen aoyepun. OHa NMO3HaKOMWMA HAC C LeSbIM MUPOM HOBbIX JTHOAEN,
KOTOPbIX paHblue Mbl 6bl He BCTPeTUIN. OHa KapAvHaibHO MOMEHSIA Hally XW3Hb B
N4y CTOPOHY. Mbl O TaKOM 1 MeuTaTb He Mormu» » — 2,5 roaa

“ PacTuTb pebeHka, KOTOPbII Hy)XAAeTCs B 0CO60M yXOA€ U3-3a ayTM3Ma U FreHETUYECKOTO
OTKJIOHEHWs, — CaMblil TEPHUCTbIN, 6M1aropoiHbIi, U3MaTbIBAIOLWMIA U YAUBUTENbHBINA My Th,
KOTOPbIN TOJIbKO MOXHO BbIGpaTh. S HE MepecTald BOCXMLLATHCS CTOMKOCTbIO Hallel
[0YKM, TEM, KaK OHa CMeJi0 BCTpeYaeT Jtobble TpyAHOCTU. OHa YyaecHbI, A06pbIi,
pafoCTHbIN pebeHOK, KOTOPOMY Hy>XHO BCEFO /MLIb HEMHOMO TEPMEHUS U MOHUMAHWS,
Nto6BM 1 3a60Tbl, UTOBbLI OHA MOr/Ia NOYYBCTBOBATb CE6S1 CHACTIMBOW U 3aLLMLLIEHHOW.
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Halua >u3Hb MPOCTO MepeBepHyNach C HOr Ha FONIOBY, HO i CMOr/a NOCMOTPETb Ha Hee
MO/ COBEPLUEHHO HOBbIM YIIOM. [loub Hayuuna Hac TEpPMeHUIo, COCTPaZaHuIo,
BcenornoLatoweit nodeu! ? — 11 ner.
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