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Yro Takoe CDK13-accouMmupoOBaHHbIH CUHAPOM?

CDK3-accouMpoBaHHBINA CHHIPOM — 9TO PEIKOE TeHETHYECKOE 3a00JIeBaHNE, CBSI3AHHOE C 33EePIKKON
TICUXOMOTOPHOT'O M MHTEIUIEKTYJIbHOTO Pa3BUTHsL, IOPOKaMH cep/lia U HapylieHreM peud. lHoraa 3To 3aboneBanue
ynomuHaroT kak CHDFIDD-cunnpom, ckiaasiBas B aO0peBHaTypy NepBble OYKBbI OCHOBHBIX CHMITOMOB!
BpoxieHHBIH mopok cepana (Congenital Heart Defects), nunessie anomanuu (Facial dysmorphism), HapyiieHue
uHTesektyanbHoro pazsurus (Intellectual Developmental Disorder)

[puannoii pasButus CDK I 3-acCOMUPOBAHHOTO CHHAPOMA SBIIAIOTCS
n3MeHeHus (BapuanThl) B reHe CDK 3. Kak 310 gacto ObiBaeT mpu
TeHEeTHYECKHUX 3a00JICBaHUAX, CHMITOMBI Y Ka)KIOT0 YeNIOBEKA IPOSBILIOTCS
mo-pasaomy (Bostwick, 2019; Sifrim 2016).

Kak Bo3aukaer CDK13-accoumupoBaHHbIH CHHAPOM?

["eHbl, B KOTOPBIX 3amudpoBana HHGOPMALUS O TOM, KaK PAacTH, pa3BUBAThCS, U
(YHKIIMOHNPOBATH OpraHu3My, coctosT n3 JJHK 1 ymakoBaHbBI B XpOMOCOMBI.

Xpomocoma

XpoMOCOMBI HaXOJATCS B sipax BCEX KIETOK, U3 KOTOPBIX COCTOUT HAalll KneTka
opraau3M. TakuMm 06pa3oM, XpOMOCOMBI COIEPKAT TEHETHICCKYIO
HHPOPMALIHIO.
S
Xpomocoma 7 AHK A
len CDK13 )
KOpPOTKOE nrevo p J ONTMHHOE NJieYo q

CDK 1 3-acconMupOBaHHbIH CHHIPOM BO3HUKACT U3-3a CHCIM(PUICCKUX M3MCHEHHUH (Ha3bIBAEMBIX TAKXKE MATOICHHBIMU
BapuanTamu) B nenouke JJHK rena CDK13 (CDK13 — 310 ab0peBuatypa, a mojJHOe Ha3BaHUE TeHA —
IMKIWH3aBUCcUMas kuHasza 13-ro tuna). 'en CDK13 pacnonoxkeH Ha KOPOTKOM Iuiede (p) XpOMOCOMBI 7 B perHOHE
pl4.1, kak MOKa3aHO Ha PUCYHKE BBIIIIE.

B Hammx kieTkax HaxoJUTCS JBE KOIUU XPOMOCOMBI 7 M, COOTBETCTBEHHO, JBe konuu rena CDK13. CDK1 3-
aCCOLMMPOBAHHBIN CHHIPOM BBI3BaH IOJIOMKOW OJHOH U3 ABYX Komuil reHa CDKI 3, npu 3TOM BTOPOH T'eH
(YHKIIMOHMPYET MOJHOIEeHHO. Takue 3a00JIeBaHUs Ha3bIBAIOTCS Ay TOCOMHO-JOMHHAHTHBIMH, TIOCKOJIBKY XPOMOCOMBI C
1 mo 22 nmapy Ha3bIBalOTCS AyTOCOMAaMHU, T€HBI, PACIIOIOKEHHBIE HA ayTOCOMAaX — ayTOCOMHBIMH, & TEHETUYECKHE
3a00JIeBaHus, KOTOPBIE BO3HUKAIOT, KOT/1a IIOPAXKAETCs TOJIBKO OJIHA KOIHS ayTOCOMHOT'O T'€Ha, Ha3bIBAIOTCS
JIOMUHaHTHBIMH.

i )
Y Unique ecth OT/€NbHAS OPOIIOPA, MOCBSIICHHAS MOHOTCHHBIM 3a00JICBAHUSM C . Ny
aYTOCOMHO-/IOMWHAHTHBIM THIIOM HACJICIOBAHWSI TCHOB.

I'er CDK13 otBeuaer 3a cunte3 6enka CDK13. D101 6€10K Urpaet BayKHYIO POJIb B
HallleM OpraHu3Me, BBITIOJIHSS pa3HoOOpa3Hble (DYHKIMU B KIETKaX.

«Ham mmocraBum JAWar"Ho3, Korjaa CbIHy ObL10 6 J1eT. MBI MOYYBCTBOBAJIHA, YTO MbI HE
OIHU, ITOCJIC TOI'O KaK HAIlJIX B UHTCPHETEC COO6III€CTBO H}O,I[Cﬁ C TaKHUM XKC
JHUArHo3oM. Onu craau JUJIA HAcC CeMbeiiy.

«JInarno3 CDK 13 cran s Hac moTpsiceHueM, OyATo Tskenas yrpata. Ho ato
TaKKe JaJI0 HaM MOHSTh, YTO “ChIH HE JIOTOHUT OCTaNbHBIX” . CaMbIM TPYAHBIM
OBIJI0 OCO3HATH, UTO Y HETO TUCMOp(HUECKre YepThI JIUIIA, U BUIETh CXOJCTBO
MEXIy HUM M JPYTHUMH JeThMU. JIlnarno3 aan Ham OTBETHI/00BSICHEHHS, HO TaKKe
MOTPSIC HAC JIO TITYOWHBI AYIITH, OCOOEHHO YUUTBIBASI, YTO ATO HEJTABHO
00Hapy)KEHHOE TeHETUYECKOEe N3MEHEHHE, U OCTAETCSl OYeHh MHOTO BOTIPOCOB U
CTPaxoB 3a OyayImiee».


https://rarechromo.org/media/singlegeneinfo/Single%20Gene%20Disorder%20Guides/SingleGeneDisorders%20QFN.pdf
https://rarechromo.org/media/singlegeneinfo/Single%20Gene%20Disorder%20Guides/SingleGeneDisorders%20QFN.pdf

Pe3yibTaThl reHETHYECKOI0 AHATIH3A

Ha sTom mpuMepe MOXHO YBHIETh, Kak BBITJSIUT pe3ynbrat cekBenuposanus JJHK (monHoskzomHoe (Whole exome
sequencing (WES) unu nonnorenomHoe (whole genome sequencing (WGS)) cekBeHHpOBaHHKE), KOT 1A BBISIBIICHBI
naToreHHble BapuaHTel reHa CDKI3:

p-Asn842Ser (N842S) (AAC>GACQ): ¢.2525A>G B 3k30He 6 rena CDK13 (NM_003718)

p-Asn842Ser (N842S) U3MCHCHHE B OCJIKe: acraparnHOBasi aMHHOKHUCIIOTa (Asn) 3aMEHEHa aMUHOKHUCIIOTOM
rucTHvH (Ser) B mo3unuu 842 B aMUHOKHCIIOTHOM T1OCIIEIOBATEILHOCTH

AAC>GAC W3MEHEeHHE HyKJICOTHIHON MOCIeI0BAaTeIFHOCTH IeHa: HYKIIeOTHA A 3aMeHeH Ha HykieoTun G

c.2525A>G 0003HaYaeT MOJIOKEHUE MTapbl OCHOBAHMH, I'JIe MMPOM30ILIO0 H3MEHEHHE HYKICOTHUIHON
MIOCJIEI0BATENILHOCTH I'eHa (I10JI0KEHHE, B KOTOPOM HYKJIEOTH] A 3aMeHEeH Hyki1eoTuaoM G).

9K30H 6 yKa3bIBaeT, Kakas 4yacTh r'eHa Oblla M3MEHEHa, B JAaHHOM ClTydae 3To 9k30H 6 reHa CDK /3

NM 0003HaYaeT NCHOJIL30BaHHYIO KOHTPOJIBHYIO [IOCIIEIOBAaTSIbHOCTD

YV Unique ectb oTaenpHast OpOIIOpa, MOCBAIICHHAS] HHTCPIPETAIIMY PE3YJIETATOB TCHETHYCCKOTO TCCTUPOBAHUS.

Kakue ocod0eHHOCTH 1 cUMIITOMBI Yy J1oaeil ¢ CDK13-accoiupoBaHHBIM CHHAPOMOM?

Kak ¥ npu MHOTHX reHeTHYeCKUX 3a00J1eBaHusAX, y AeTei U B3pocibix ¢ CDK I 3-accoMMpOBaHHBIM CHHIPOMOM
MOXKET HaOJIFOIaThCsl LENbIH psii cCMMOTOMOB. CIIEKTp CUMIITOMOB M OCOOEHHOCTEH, CIIOCOOHOCTEH U TPYIHOCTEH, a
TaKoKe BEPOSATHOCTH NPOSIBICHUS Y peOCHKA UM B3POCIOro 3THX 0COOEHHOCTEH, OyIeT CTaHOBUTHLCS BCE Oomee
OIIpEeJIeTICHHBIM 10 Mepe MOCTaHOBKHU IMarHo3a 0oJbIIeMy KOJIMUeCTBY MAallMeHTOB U B pe3ylibTaTe 0OMeHa
nHpopmanueii 06 ToM.

IMposiBnenuss CDKI13-accouuMpoBAHHOI0 CHHAPOMA:
3aiepikKa ICUXOMOTOPHOTO Pa3BUTHUHU OT JIETKOMU JI0 CpeHEH cTeneHun

3ajepiKKa MHTEUIEKTYalIbHOTO Pa3BUTHS WM TPYTHOCTH B O0yUYECHUH
BapbHUPYIOT OT JITKOH IO YMEPEHHOH CTENeHH, XOTs COOOIIAN0Ch O THOIX CO
CPEAHECTATUCTHYECKUMH KOTHUTHBHBIMHU CIIOCOOHOCTSIMH

3amepiKKa pe4eBOTo pa3BUTHS
ITopoku cepaua

TpyaHocTH IpH KOPMIICHUH B paHHEM JETCTBE, KOTOPbIE 0OBIYHO MPOXOIAT 110
MepE B3POCICHUS

I'actpoazodareansusiii peduttokc (I'IPb)
Ipo6IieMBI ¢ OIIOPHO-IBUTATEIbHBIM aIapaToM, BKIIIOYasi aHOMAIIMH TO3BOHOYHHKA

XapaKTepHLIe YCPThI JIMLA, TAKUC KaK: IIMUPOKO MOCAKCHHBIC I'JIa3a (FHHGpTeHOpI/ISM), Trjia3a ¢ IpunoAHATBIM
BHCIIHUM YT'OJIKOM (pacxocme rna3a), KOJXHbBIC CKJIaJIKK Y BHYTPEHHEIO YI'OJIKa Ijla3a (3HI/IKaHT), BBICOKO
H30THYTBIC 6p0BI/I, IIUpoOKas nepeHoculla, MaJICHbKUI POT C TOHKUMH ry6aM14 1 HIUPOKO pacCTaBJICHHBIMU
3y6aMI/I, BBIOIIHUECA BOJIOCHI

Hapyenue 3penus
Hwuskuit MBIIEYHBIN TOHYC (THIIOTOHHS)
YacTele ynraeie HHQEKIN

upoxuii criekTp HEBPOIOTHIESCKUX HAPYIICHUH, TAKUX KaK: PacCcTpoicTBO ayTuctudeckoro cuekrpa (PAC),
HapyuIeHHst ceHCopHO 00pabotkn nnpopmarmu (HCO), cuanpom aeduiyta BHUMaHHUS U THIICPAKTHBHOCTH
(CABI), HapyiieHHe KOOpIUHAIINN

MaiteHbpKHi pa3mep ToJI0BBI (MUKpOIedaiist), 0COOSHHO Y B3POCIIBIX
Huskwit poct

AHOMaM pa3BUTHS TOJIOBHOTO MO3Ta

Cynoporu

IIpoGaemsl co cHOM


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

BHemHocTh

OmnpeneneHHble 4epTHI yallle BCTpedarores y aeteit ¢ CDK3-accolMupoBaHHBIM CUHIPOMOM, Y€M Y APYTHX JeTeH.
[TosTOMY MeX Iy HUMH 4acTO HAOJIIOJaeTCsl TOPA3UTEIHLHOE CXOJICTBO, XOTS OHU HE SBJISIOTCS POACTBEHHUKAMHU.
HawnGonee pacnpocTpaHeHHbIE XapaKTepHbIE YePThI BKIIOYAIOT NIMPOKO TIOCAKEHHBIE U PACKOCHIE TJ1a3a, JIUKaHT,
BBICOKHE M30THYThIE OpPOBH, IIMPOKUI HOC, MaJICHBKUII POT C TOHKUMH I'y0aMH, ITUPOKO PACCTABICHHbIE 3yObl M YIIIN
HEOOBIYHO (hOpPMBI, a Takxke Bhromrecs Bojockl (Bostwick 2017; Hamilton 2018; Sifrim
2016; Uehara 2018).

PazBurtne

OO0mast 1 MeJIKasi MOTOPHKA

[To nanHBIM, cOOpaHHBIM 3a nepuo] HabroaeHui 10 2024 rona, y GOJIBIIMHCTBA AETeH ¢
CDK13-accounupoBaHHBIM CHHAPOMOM OTMEYAETCs 3a/iepikKa IICUXOMOTOPHOTIO Pa3BUTHS.
CrerneHb 3a7Iep>KKU BapbUpyeT OT JerKoi 1o cpenHeid (Bostwick 2019; Hamilton 2018;
Morison 2023). OT0 KacaeTcsi yMEHHS IEPEBOPAUNBATHCA, CHICTh, XOAUTh, UTPATh C
UTPYIIKAaMH, HCIOIB30BATh CTOJIOBBIE TPUOOPEI, 3aCTETUBATH MOJIHHIO M ITyTOBHIIBL, @ TAKXKE
OCBaMBAaTh HABBIKU TUTHUEHBI (YMEHHE MONB30BATHCS TyasieToM). OHaKO, B KOHEUHOM HTOTE,
y peOCHKa TOSBIAETCS IIUPOKUI CHEKTP CIIOCOOHOCTEH, HO CTENIEHh OCBOSHHS ATUX HABBIKOB
CHIIBHO pa3HuTCA. OIHN IeTH MPHOOPETAaIOT ABUTATEIbHBIC U APYTUE HABBIKK IPUMEPHO B
TOM K€ BO3PACTE, YTO M «OOBIYHBIC) JETH, B TO BPEMS KaK y JPYTHX 3aJep)KKa pa3BUTUS
Oounee BeIpaxkeHa. HU3KUiT MblIIeUHBIIT TOHYC (THIIOTOHUSI) M HAPYIICHHUST KOOPAWHALIUH
MOTYT OKa3bIBaTh HEOJATONPHUATHOE BIMSHUAC HA IBUraTeIbHYI0 akTHBHOCTH (Morison 2023).
MHOTrUM AETSM MOJIE3HO PaHHEee BMEIIATEIbCTBO C MOMOIIBIO (DPU3MYECKUX HArPy30K
¢dusnoTEpanuy.

VY Unique ectb OTAENbHBIE OPOLIIOPHI, IOCBAIICHHBIE TEPAIIEBTUYECKUM METOJIaM U MPUYUYCHUIO peOeHKa K TyalleTy U
MPUBUTHIO HABBIKOB KOHTPOJIS 32 MOYEHCITYyCKaHUEM U Ae(eKalnei.

«Korma oH ObLT MaNbIIOM, OH TPOXOMI dTaIlbl pa3BuTus mo3xe. Cen B 11 mecsies, MOMON3 MO-TIACTYHCKH
mpumepHo B 1,5 rona, a momen B roa u 10 mecsnes. HenaBHo y Hero Hagascst mogpoCcTKOBEIN nepuos. Ero Menxas u
KpyIHasi MOTOPUKA HE HACTOJILKO TOUHAS, KAK Y CBEPCTHUKOB, XOTSI OHA M 3HAUUTENBHO ynyuinuiack. Ctapaercs
mUcaTh Pa3dopunBO. Y HEro MOTydaeTcs BEIBOAUTH OYKBBI, HO OHH KPYITHBIC U IUIAIIYT Ha cTpouke. M3-3a
HECOBEPLIEHCTBA MEJIKON M KPYITHONH MOTOPHUKH €MY BCE €llle HY>KHa IIOMOILb C JIMYHOU
rurueHoil. OH yMeeT €3UTh Ha BEJIOCUIIEE, CKYTEPE U BOAUT AJIEKTPOKBAIPOLIUKIT
(BeaeT OCTOPOIKHO)».

HNuTeniekTyanbHOe pa3BUTHE U 00yUYeHHe
Y muorux aereit ¢ CDK13-accoluupoBaHHBIM CHHAPOMOM HaO0JII01aeTCs

3aiepKKa HHTEJUIEKTYaJIbHOTO PA3BUTHS WM TPYJHOCTH B 00ydeHun. CTeneHp
3aJepKKH BapbUPYET OT JIETKOM 10 YMEPEHHOM, HO Yallle OCTAETCS B YMEPEHHBIX
npezenax. bonpmmHCTBY nerei HeoOXoMMMa IOTIOTHUTENbHASL IOMOIIE B 00y4eHUH
(Morison 2023). Hekoropble JeTH NOCENAl0T ClIEHAIN3UPOBAHHbIE LIKOJBI, B TO
BpeMsi Kak JApyrue — OObIYHbIC MIKOJIBl. PaHHSsS OMOIIb B 00yYeHUH MOXKET 1aTh
3aMETHBIN MOJIOKUTENbHBIH dQdekT. Takke peKOMEHAYeTCs IPOBOJUTH TECTUPOBAHUS
JUISl OLICHKH KOHKPETHBIX HHANBHUIYalbHBIX OTpEOHOCTEH pebeHKa.

¥ Unique ectb OTIENbHBIE OPOIIIOPEHI, IIOCBAIIEHHbIE 00PA30BAHUIO U
npodeccroHaIbHOMY 00pa30BaHNI0, 00YUCHHUIO M TPYJIOYCTPOKUCTBY.

«OH MpeycneBacT Ha (i)OHe Apyrux HeTeﬁ B CHeIII/IaJIHBI/IpOBaHHOﬁ IIKOJIe. YMeeT YUTAaTb, IOHUMATb BPEMS U CUUTATDh
JCHBI'H. EMy BCErJa 6y,ZI€T HY’>XHa IIOJAAEPKKA, HO OH ITOCTOSAHHO JICJIACT YCIEXH)).

«Ceituac emy 13 jet, HO MO YMCTBEHHOMY Pa3BUTHIO OH Ha YpOBHE 4—5-JeTHEro pebeHka, MoITOMY MOCEHAeT KOy
JUTs1 0OCOOCHHBIX JeTeil. B conmaisHOM U SMOIMOHATIBHOM IIJTaHE OH a0COJFOTHO Ha OJJHOM BOJHE C IPYTUMHU. XOPOIIO
CUNUTBIBACT MUMUKY U OPUCHTHUPYCTCA B CUTyallUN».

SI3bIK U peub

VY nereii ¢ CDK13-acconnupoBaHHBIM CHHIPOMOM OOBIYHO HAOMIOJaeTCs 3aA€PIKKa PEUH, a TAK)KE pEUeBbIe U
noromneandeckune Hapynieans (Morison 2023). [Tpu nomsITke TPOU3HECTH PABUIBHBIE 3BYKH MHOTHE I€TH MOTYT
HCTIBITHIBATH CIO0KHOCTH C KOOPAMHAIME! ABIKECHHH I'y0, UEMIOCTH U SA3bIKa. JTO SBJICHUE N3BECTHO, KaK JIETCKAS
opaibHas anpaxkcHs. Pe3ynpTaT OKOHYATEIFHOTO CTAHOBJICHUS peun BapnuabeseH, OJHaKO HEKOTOPHIE IETH MOTYT TaK U
HE 3arOBOPHUTH WIIM IMETh MUHUMaJIbHbIE peueBble HaBbIki (Morison 2023). Te u3 HuX, KOMy yAaeTcsl pa3BUTh peub,
MOTYT TOBOPHUTB OTAEIbHBIMU CIOBaMU, KOPOTKHUMH CIIOBOCOUETAHUSAMH WM NPOCTBIMU NpeAsoxkeHusaMu. B
JTaNTbHEHIIeM Y MHOTHX TI0JIy4aeTcsl pa3BUTh HaBBIKM OOIIECHHS M ITMPOKUI CIIOBAapHBIN 3anac. Tak Kak y gereid ¢

CDK1 3-accounupoBaHHBIM CUHAPOMOM J0BOJIBHO PACIPOCTPAHEHA OpalIbHAS allpaKCHs, CIIeLUaIN3UPOBaHHAS
peueBast Teparisi OKa3bIBaeT 3HAYNTEIbHYIO TOMOIIb MHOTUM 13 HuX (Morgan 2018).


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

«Y =Hero He OBLTO JleTeTa BIUIOTH A0 2,5 jeT. Korma oH momern B KOy B Bo3pacTte 4 JIeT U 3 MECSIIEB, ero CIOBapHBINA
3amnac OblJI OUeHb OTPAaHWYEHHBIH, a peub HeyeTkas. Ceifuac OH MOIPOCTOK, ¥ €ro peyb yJIY4IIHIACh HACTOIBKO, YTO MBI
U MPEJICTaBUTh ceOe He MOTJIH. J[MarHo3 ero pedyeBoro paccTpouCTBa CIMIIKOM JUIMHHBIN, HO, TI0 CYTH, 3TO OpalibHast
amnpaKcus».

OcMoTp y JIoTOne1a IoMOTaeT BEIIBUTh HHANBHAYAJIbHBIC TPYAHOCTH peOeHKa U Mo100paTh MOAXOIAIIYI0 HIMEHHO eMy
mporpaMmy 3aHsThil. B Tex ciyuasx, koraa y 4eoBeka He MOJy4daeTcs HCIOIb30BaTh PEeUb IS €XKEeTHEBHOM
KOMMYHUKAIIMH, €My Ha TIOMOII[b MOTYT IMIPUHATH METOBI aIbTCPHATHBHOM U JTOMOJHUTEIbHON KoMMyHUKauu (A JIK).
K HUM OTHOCSITCS yKa3aTelbHbIE KECThI, MTUKTOTPAMMBI, K€CThl, MUMHUKA U YIIPOLICHHBIN )KECTOBBIN S3bIK, a TAKXKE
BBICOKOTEXHOJIOTHYHbIE KOMMYHUKALIMOHHBIE CUCTEMBI (BCTIOMOTaTEeNbHAss KOMMYHUKAIMS). BoabInHCTBO Mtoeit ¢
CDK 1 3-acconMupOBaHHBIM CHHIPOMOM HCTONB30BaK MeTobl AJIK B kakoii-To MoMeHT su3nHu (Morison 2023).
Pannee ucnonezoBanue MmetonoB AJIK mogiep:xuBact pa3BUTHE SI3bIKa U O0YUCHUS, B OCOOCHHOCTH MPHU TAKOM
HapyLIeHUH PEUYEBOT0 Pa3BUTHS, KaK AETCKasi OpajibHas alpaKCHsl.

3aHATHS 110 MOBBIIICHUIO YPOBHS ITPAMOTHOCTH TaKKe MOTYT OBITh KpaiHe MoJIe3HbI, Tak Kak MHorue jonu ¢ CDK 3-
ACCOLMUPOBAHHBIM CHHAPOMOM HCIIBITHIBAIOT TPYAHOCTH C YTCHHEM U ITUCEMOM
(Morison 2023).

Y Unique ectsb oTenbHas OPOIIIOPA, MOCBAIIECHHAS KOMMYHUKAIMH.

Kopmiienne

[Ipobnembl ¢ MUTaHHWEM B PaHHEM BO3pAcTe SBILTIOTCS PACIIPOCTPAHEHHBIMHE y ETEH C
CDK 1 3-accounnpoBarHbM cuHapoMoM (Bostwick 2019; Morison 2023; Van den Akker
2018). ['umoToHNs MIMHYIECKIX ¥ TJIOTATSIFHBIX MBIIII] MOKET BBI3BIBATH 3aTPy THCHHUS
IIPY TJIOTAHWUH, B PE3yJIbTATE YEro HEKOTOPhIC MJIaICHIIBI C1a00 COCYT IPY/ib, IOATOMY
TpeOyeTcs UCIOIb30BAHNE BHICOKOKATIOPHUIHBIX MOJIOUHBIX CMecel sl Habopa Beca.
MHorue IeTH TakKe CTPaJarT OT ractpoasodareansaoro peduitokca (I'DPB), mpu
KOTOPOM COZICPIKAMOE JKEIyKa MOJHUMAETCs 00paTHO B muieBo. [Ipu atom
COCTOSIHUH MOXKET MOTPEOOBATHCSI MEAMKAMEHTO3HOC JICUCHHE, KOPPEKIIUS TOI0KESHUS
TeNna BO BpeMsi KOPMJICHHUS, HaA3HAYCHUE HYTPUTHBHBIX JO0ABOK HITH, B HEKOTOPBIX
ciIy4Jasix, ycTaHOBKa HazoractpansHoro 30u1a (HI'3) mnm ractpoctoMudeckoit TpyOKw.
HexkoTtopkie neTH MOMydaroT CreUaTn3upOBAHAYO IIOMOIIb B IEHTPAaX TPYAHOTO BCKAPMILTUBAHHUS, TIC MIPOBOTUTCS
OIICHKA COCTOSHUS H MPEIOCTABIAIOTCS PEKOMEHIANH IT0 KOPPEKITHH MPOOIIEM ¢ IPUEMOM ITHIIH U KAIKOCTH.

«B MnaneHuecTBe ero ObIIO OYEHD TPYAHO KOPMHUTH: Y HETO ObUI CIa0BIi TOHYC POTOBBIX MBIIIII, U OH KaK OyATO HE
IIOHUMAJI, YTO I IIPUEMa MUY HY>KHO OTKPBIBATb POT».

VY Unique ecth OTAENBbHAS OPONIFOpA, TOCBSIICHHAS KOPMIICHUIO.

3anopsl

3amnop — pacmnpocTpaHeHHas npoosiema y neteit ¢ CDK I 3-accOnMUpOBaHHBIM CHHIPOMOM
(Hamilton 2018; Morison 2023; Rouxel 2022). Baxxuo 00cyk/1aTh BO3MOXHbIE TIPHYMHBI KX
BO3HUKHOBEHUS C IIEAUATPOM, KOTOPBII MOKET IIOMOYb CKOPPEKTUPOBATh JUETY WIH
Ha3HAYUTH CIaOUTETbHBIE CPEICTBA U IIpenapaThl I pa3MAITrdeHus CTya.

Poct n ¢pusnyeckune napamerpsl

V nekotopsix netreit ¢ CDK13-accourupoBaHHbIM CUHAPOMOM, OIMCAHHBIX B MEIUIIUHCKOM
nurepaType Ha MoMmeHT 2024 rona, otmedaertcst Hu3kuit poct (Bostwick 2019; Bostwick 2017;
Morison 2023). Cpenu HEKOTOPBIX U3 HUX TaK)Ke HAOJFOAeTCsl YMEHBILEHHBIN pa3mep
rosioBbl (Mukponedanus). KoHTposb 3a Maccoii Tena u pocToM B IE€TCKOM BO3pacTe JI0JDKEH
IIPOBOANTHCS KpaifHe TIIATEIbHO, 0COOCHHO B IIEPBBIE MECSLIBI XKH3HHU, KOTAa HAOIIOAAI0TCS
TPYAHOCTH C TUTAHUEM.



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

IToBenenue

Hetn ¢ CDK13-acconnnpoBaHHBIM CHHIPOMOM, KaK MPaBHIIO, BEAYT ceO B
COOTBETCTBHUH C UX YPOBHEM 33/ICPKKH PA3BUTHS, IIPH 3TOM Y OOJIBIIMHCTBA U3 HUX
O0TMEYaeTCsl MO3UTUBHBIN HACTpo. ColnanbHasi MOTHBALHS SBJISETCS OTHOCUTEIHHO
CHIIBHOW CTOPOHOH U1t O0ipImuHCTBA Moaeit ¢ CDK I 3-accoruupoBaHHBIM
CUHIpOMOM. MHOTHE IETH UMEIOT PacCTpoiicTBO ayTucTrueckoro crekrpa (PAC)
WK OTACIBHBIC ero 4epThl. K JpyruM moBeIeHYeCKUM 0COOCHHOCTSM OTHOCSTCS
cuHpoM nedurmra BHEMaHus U runepaktuBHOCTH (CABI), TpeBOKHOCTH 1
TPYJIHOCTH B YIIPABJICHUY THEBOM WJIU arpeCcCUBHOE MOBEACHHUE MPH Oy ICHUU
snoctd (Hamilton 2019; Morison 2023; Van den Akker 2018). MHuorue 1etu Takxe
HCTIBITHIBAIOT HAPYIICHUE CHA, BKITIOYAs YaCThIE M paHHUE MPOOYKACHHS, TPYAHOCTH
¢ 3aceimanneM (Morison 2023). Takum meTssiM 0OBIYHO ITOMOTAIOT
MOCJIE/I0OBATENIbHBIC PYTUHHBIC ACHCTBUS, YCTAHOBICHUE IPAHUL], TOOLIPEHHUE 1
JIPyTHE METO/IbI MOBEJCHIECKOT0 BMEIIATENbCTBA. TakiKe MOXKET OBbITh MMOJIE3HOM
oMotk comHosora. Tepamnus KOMMYHUKALUH U TIOAEPIKKA, HATPUMED,
aNbTepHATHBHAS U JIOMONHKUTEbHAs koMMyHuKaust (AJIK), MoryT momods B
YIpaBJICHUH MOBEACHHEM peOEHKA, HAIPUMED, CHU3UTh YPOBEHb ()PYCTPAIHH.

Unique my0OnuKyeT OTJCNIbHBIC OPOIIIOPHI 10 [TPOOJIeMaM CII0KHOTO OBEICHUS U HAPYIIICHUSIM CHa.

«Harmr cpra — Hama pamocts. OH KaKIbIi IEHB 3aCTaBISICT HAC cMesThes. Kyaa Ob MBI HU TIOIIUTH, JIFOAH Y3HAIOT €ro
palibl €ro BUIETHY.

«Ero mHTEpEeCH U MPEeamoYTeHUs CTPOro (PUKCUPOBAHBI, OH HUKOT/Ia HE UTPAJl C UTPYIIKaMHU HIH B BOOOpakaeMbIe
urpsl. OH 00aaeT BRICOKOW CEHCOPHON YyBCTBUTEILHOCTRIO M YaCTO OEpeT MpeaMeThl B poT. EMy HpaBHUTCS pBaTh
Oymary min caneTKi Ha IeanbHO poBHBIE Totocku! Taxke OH MOOUT UTPaTh C
MJTACTUIIMHOM M KHHETHYECKHUM meckoM. OH 0YeHb TPEBOKHBIHN, CKIIOHEH K
MEePEKUBAHUIM, CTECHUTEIbHBIN U HACTOPOKEHHBINY.

IIyGepTaTHBIii epuog

Hudopmanuu o nmydbepratHoM nepuoje y neteit ¢ CDK 1 3-acconuupoBaHHbIM
CHUHIPOMOM, He Tak MHOro. HekoTopsle ceMbu eTel ¢ 3a1ep>KKOU Pa3BUTHUSA
0CcO0EHHO 00ECTIOKOCHBI CIIOCOOHOCTBIO MX JI0YEPEH CIPaBIATHCS ¢ MEHCTpYalue, 1
JUISl HEKOTOPBIX MOXKET OBITh MOJIE3HBIM 00CYX/ICHUE BAPUAHTOB PErYJINPOBAHUS
MEHCTPYAIHH C IeTUATPOM.

Unique nyOnauKyeT OTIEIbHYIO0 OpPOIIIOPY 10 MyO0epTATHOMY MEPUOTY.

IIpo6seMsbI co 310pOBLEM

V Hekotopsix aereit ¢ CDK3-accouuupOBaHHBIM CUHIPOMOM MOTYT BCTPEUATHCS
CJIeIyFOIIHE TIPOOIIEMBI CO 310POBbEM:

B 3a6osieBanus cepana

¥ mHOTHX Aeteit ¢ CDK3-accOIMMPOBaHHBIM CHHAPOMOM BBISBIEHBI 3a00JI€BaHUS cepilia, OOIBITMHCTBO U3 KOTOPBIX
SIBIISTIOTCS BpokaeHHBIMU (Bostwick 2017; Hamilton 2018; Morison 2023; Uehara 2018). [Ipu momo3penun Ha
IpoOJIEMBI ¢ CepIIieM IPOBOIUTCS TUATHOCTHKA € TIOMOIIBIO 31eKTpokapanorpaMmmMel (OKI') — perucrpannmu
ANEKTPHUYECKON aKTHBHOCTH CepAla, 3xokapanorpammsel (Y3U cepia) wim peHTreHa rpyIHON KieTkd. Tun
CepAeUHBIX 3a00sieBaHN BapHaOeeH U BKIIOYAaeT aHOMAJIMH Pa3MepOB M CTPYKTYPHI CEPJCYHOM MBIIIIIBI M KIIAIaHOB.
K pacnpoctpaneHHBIM 32001€BaHIAM CEpJIIIa OTHOCSTCS Je(PEKT MEXKIPEACEepIHON NeperopoaKn
(aTpHOBEHTPUKYIAPHBIN HeheKT) 1 AeeKT MEKKETyTOUKOBOH ITeperopoIKu (BeHTPUKYIPHEIA nedekt). HekoToprie
13 3TUX 3200JIeBaHUH OTHOCHUTEIHHO HE3HAYMTENILHBI M CO BpeMEHEM HPOXoAAT. J{pyrue npodieMbl MOTYT
MOTpeOOBaTh MEAUIMHCKOTO JICUSHUS] UM XUPYPrUYeCKOro BMEIIATEIbCTRA.

«Ero cepjiie CTpyKTypHO B MOPSIZIKE, HO B Bo3pacTe 13 JeT y Hero yxe 6 MecsIeB HaOI01aeTCsl TaXUKapIusi; Mbl
O’KH/IaeM Ha3Ha4deHHs OeTa-0JI0KaTopOBy.


https://rarechromo.org/media/familyguides/English/Challenging%20Behaviour%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Puberty%20FTNW.pdf

B [a3Hble NATOJOTHH U 3pUTE/IbHbIE HAPYIIEHUS

Cpenu neteit ¢ CDK3-acconMnpoBaHHBIM CHHIPOMOM PaclpOCTpaHeHbl 3pUTeNbHbBIE paccTpoiicTBa (Bostwick 2019;
Morison 2023). OTMedaeTcst IIMPOKUA CTIEKTP O0(PTATEMOIOTHYECKIX OTKJIOHEHHUH, H 'y OJHOTO YeJIOBEKa MOTYT
OJHOBPEMEHHO HaOJII0IaThCsl MHOKECTBEHHBIC HapyIIeHUs 3peHus1. Hanbonee yacTple aHOMaJIMK BKIIFOYAIOT
OIIM30PYKOCTH (MHOITHIO ), KOTOPAast OOBIYHO KOPPEKTUPYETCS OYKaMH, M Kocoriazue (CTpabus3Mm), Ipu KOTOPOM OIHMH
Wi 00a riasa CMOTPST BHYTPb, BOOK, BBEpX WJIM BHU3, YTO MOYKHO BBUICUUTD ITyTEM HAIOKEHHS TIOBSI3KH, KOPPEKIHH
C IOMOIIBIO OYKOB, BHIIIOJIHEHHS YIPAXKHEHUI WM XUPYPTHIECKHM BMELIATSIICTBOM.

B AHOMAJHMHU roJJOBHOI0 MO3Tra

Y MHOTHX JieTei UMEIOTCS CTPYKTYPHbIE aHOMAJIMK MO3Ta, BbIsBIsseMble Ipu momon MPT (MarHUTHO-pe30HAHCHON
tomorpadun) mwim KT (komnbsroTepHoii Tomorpaduu). BeisiBieHHbIE H3MEHEHUs BAPHAOEIBbHBI, HO CPEId HUX
Ha0Jo1aeTcs HeJOpa3BUTHE (THITOTIIA3HS) WIIM YaCTHYHOE/TI0JTHOE OTCYTCTBHUE (areHe3us) Oeoro BenecTna,
COCMHSIIOIIETO /IBA MOJYIIapHsl MO3ra (MO30JIMCTOTO Tejla), a TAKXKe OIMyIIeHHEe HIKHEH YacTH Mo3ra B
CHMHHOMO3roBoH kaHa (Manbpopmanus Kuapu 1 tuna) (Bostwick 2019; Morison 2023; Rouxel 2022; Timberlake
2023).

B Cyaoporu

VY HekortopbIx nereit ¢ CDKI3-accounupoBaHHBIM CHHAPOMOM HAOJIIOJAI0TCs CyJOPOTH (BHE3AITHOE U HEOXKHJAHHOE
H3MEHEeHHe dJIeKTpruieckoi aktuBHocTH Mo3ra) (Hamilton 2018; Morison 2023; Rouxel 2022). B 3aBucumocty ot
MOPaXXCHHBIX YYaCTKOB MO3T'a CUMIITOMBI MOT'YT pa3jin4yaTbCs, HO OOBIYHO BKJIIOUAIOT BPEMCHHYIO AC30PUCHTALINIO,
HEKOHTPOJIMPYEMBIE TTOJICPTUBAHMS M OTEPIO CO3HAHMS MM SICHOCTH MBIIIICHNUS. DnekTposnnedanorpadus (331) u
BuzeoreneMeTpus (Buneo-231") — 3T0 MEANIIMHCKIE HCCIIEAO0BAHNS, KOTOPBIE UCTIONB3YIOTCS ISl U3MEPEHHUS U 3aIHCH
JNEKTPUYECKON aKTUBHOCTH MO3ra. B coueTaHuu ¢ ApyruMH UCCIEI0BAHUSAIMU OHM TOMOTAOT ONPENEIUTh TUIT
CyIOPOKHBIX MPUCTYIOB.

Cy,I[OpOFI/I MOTYT BbI3bIBATb CHUJIIBHOC 0ECITOKOMCTBO y ceMel u BBITJIAACTD ITyTraromic, HO B OOJIBLINHCTBE CJIy4acB OHU
yCOeumHO NoAAarTCA MEAUIITMHCKOMY JICUCHUIO. Ecmm Y BalICro pe6eHI<a npousoluia cyaopora B HCpBBIﬁ pa3, BaXXHO
y6paTL OIIACHBIC MPEAMCTBI H06HI/ISOCTI/I, 4TOOBI OH HE MOT NOPAaHUTHLCA, U 06paTI/ITLC$I K Bpayy.

CyIecTBYIOT CIEAYIOIINE BHIBI CYI0POT:

Manblii SIuIenTHYeCKUI npUumnagoK: H3menenne NOBCACHMS, IIPU KOTOPOM pC6eHOK KakK 6y)_'[TO «BBIKJIFOYaCTCA» .
I/IHOFI[a COIMMPOBOKAAIOTCS HCIIOABUKHBIM B3ITIAA0M, IOACPTUBAHUEM BCK WJIKM UMOKaHUCM Fy6aMI/I. Mauere
STMUJICIITUYCCKUC TTPUTTaIKA 00BIYHO KPaTKOBPEMCHHBI 1 4aCTO MJIATCA MCHEC TpUALIATH CECKYHI.

I'enepann30BaHHBIC TOHUKO-KIOHUYECKHE MTPUCTYIIBL: B Hadase mpucTymna B 000X MONyIIapHuax TOJIOBHOTO MO3Ta
BO3HMKAET IaTOJIOTHYECKast JJICKTpHUUECKasi aKTUBHOCTh. Takue NPUCTYIIB BKIIOYAIOT (pa3y COKpaIIeHNUs MBI TeJa,
3a KOTOPOH CIEeAYIOT CYyJOPOTrH.

['eHepasr30BaHHbIC MHOKIIOHHYECKHUE Cymoporu: [IpencTaBisor coboit
HEMPOU3BOJILHOC U BHE3AITHOC COKPAIICHHUEC MBIIIIT BCETO TEJI1A, OOBIYHO PYK WJIA HOT.
Kaxap1if 13 MHOKJIOHHYECKUX MIPUCTYIIOB JUTUTCS JIOII0 CEKYHABI, MAKCUMYM —
CeKyH/Y.

B Cayx

BonbImmMHCTBO 1eTel ¢ JaHHBIM CHHAPOMOM HE MMEIOT HapyIIeHus ciyxa (Morison
2023), omHaKO y HEKOTOPHIX JIETeH MOTYT OBITh KOHIYKTHBHAS TYTOYXOCTb, IIPH
KOTOPOH 3aTPyJHEHO IIPOBEACHUE 3BYKOBBIX CUTHAJTIOB BO BHYTPEHHEE YXO, UIIH
HEWPOCEHCOPHAs TYTOYXOCTb, IPU KOTOPOI MOTYT OBITh HapyIIEHbI (hyHKIIUH
BHYTPEHHETO yXa, YJIUTKH MM CIIyXOBOTO HEpBa (3TOT HEPB MEPeNacT 3BYKOBbIE
CUTHAIIBI B MO3T). Bo3MOHa KOMOMHAITHS KOHTYKTUBHOM U HEHPOCEHCOPHOH
TyTOYXOCTH.

Jlist yiydineHus ciiyxa MOTyT IPHUMEHSITHCS CITyXOBbI€ anmnaparhl. Takixke AeTH ¢
CDK 1 3-acconnupoBaHHBIM CHHIPOMOM YacTO IOJIBEPKEHBI YITHBIM HH(DEKIHAM,
KOTOpBIE MOTYT CTaTh IIPUYMHON IIOTEPH CIIyXa, T0ITOMY HE0OXOMMa peryisipHas
nposepka ciryxa (Morison 2023). Takke BayKHO CIIEUTH 38 Pa3BUTHEM PEUH U A3bIKa — €CJIM POAMUTEIH 3aMeYaroT 4TO-
TO HEOOBIYHOE, HY>KHO KaK MO>KHO paHbIlIe 00paTUTHCS 3a MOMOIIBIO M HayaTh TEPAITHIO J0Ma WIIH B IIIKOJIE.




YV HEKOTOPBIX JIeTel BO3HUKAET SKCCYAATUBHBIN CPEIHUI OTUT («MOKPOE YX0»), IPH KOTOPOM 3a OapabaHHOMN
NIEPETIOHKOM CKaIIMBACTCs )KUAKOCTh. JIaHHOE COCTOSTHUE MOXKET yCyTyOUThCS U3-3a CIUIIKOM Y3KHX Hapy X HBIX
CIIyXOBBIX ITPOXOJIOB MJIM U30BITKA YIIHON CEePhbl B HUX. DKCCYAaTHUBHBIN CPEHUI OTUT — 3TO TUI KOHIYKTUBHOM
TYTOYXOCTH, KOTOPBII JICYUTCS TOCPEICTBOM BBEJICHHUS a9PAIMOHHBIX TPYOOK (TpyOOK JJIsi BEHTHISALIUK CPEIHETO yXa)
B OapabaHHbBIC NEPETIOHKH. B HEKOTOPBIX CiIydasx MOXKET MOTPeOOBaTHCS HOBTOPHAS OTEPALIHSL.

He Bcerna BO3MOKHO BOCCTAHOBHTH CIIyX ITyTE€M adpalliy MPOCTPAHCTBA 3a OapabaHHBIMU MIEPETIOHKAMU (CpeHee
yX0), TO3TOMY, XOTb ¥ JOBOJIBHO PEIKO, B KAYECTBE BPEMEHHOM WIIM IOJITOCPOYHOI MEPBI MOTYT HCIOIb30BATHCS
CITyXOBBI€ anmaparsl.

VY Unique ectb oTHenbHAs OpOMIfopa, MOCBAMICHHAS CIIYXY.

B J103BOHOYHHUK

HekoTtopble 1eTH pOXKAAIOTCS ¢ HCKPUBICHHEM O3BOHOYHHKA, WM OHO pa3BUBACTCS IO3IHES. BBIIeNA0T CKOIHMO03
(MCKpHBIIEHHE B CTOPOHY), k()03 (MCKpHUBICHIE HAPYKy) M KUPOCKOIM03 (couetanne obonx cimydaes) (Bostwick
2019; Bostwick 2017; Morison 2023). Takoe HCKpHUBIICHHE TOAACTCS JICUCHUIO TOCPEICTBOM (PH3UOTEPAITHH,
ne4eOHON QU3KYIBTYpHI, HOIICHUS KOPCETa WM, IPH HEOOXOJUMOCTH, XUPYPTrHYeCKOr0 BMEIIATEIbCTBA.

Taroke MHOTTa HAOMIOJaeTCs CaKpalbHAs sIMKa (IMOYKa WIIH YTIyOJIeHHE B KOXKE HaJl KPECTIOM). SIMKa MOXeT OBITh
Herry0oKoi, ¢ 0003puMbIM 1HOM. IToka peOeHOK He HayYHTCsl XOAUTH B TyaJleT CaMOCTOSITENIBHO, B SIMKE MOXKET
CKaIlIMBaThCs KAJIOBAasi Macca, TI03TOMY BaKHO COOJIIOIaTh TUTHEHY B 3TOW 00JacTH. B HEKOTOPBIX cilydasix sMKa
MOXET OBITh I'TyOOKOW M COCANHSITHCS C LIEHTPAIbHBIM KaHaJIOM CIIMHHOTO MO3Tra WM TOJCTOW Kumkoi. [Tpu Hammymu
OIACEHU, KacaloIuXcsl JaHHOW 0cOOeHHOCTH, MOXeT ObITh poBeaeHo Y3U nnu MPT no3BoHouHHKa pedeHKa.

H AHOMAJINHU CYCTABOB

XapakrepHoit ocobeHHOCTEI0 CDK ] 3-accOMUPOBAaHHOTO CHHAPOMA SIBIIIOTCS aHOMAIIMHU CyCTaBOB, M3-32 UET0
Ha0JI01aeTCs OrpaHMYEHHBIH JUaNa30H ABHKCHUH (KOHTPAKTyphl CyCTaBOB, 0COOCHHO B 00JIaCTH LU U
MO3BOHOYHHKA), [IOATOMY Y JIeTell MOXKeT HaOJIo1aThesl Ype3MepHo BeirHyTast cnuHa (Bostwick 2019; Van den Akker
2018).

B KoxHble 3200/1eBaHus

VY muOTHX Aeteit ¢ CDKI3-accommupoBaHHBIM CHHIPOMOM HaOIIFOIAI0TCA KOXKHBIC 3a00JI€BaHNUS, B YACTHOCTH SK3EMa,
KOTOpast MPOSIBJISIETCSI B BUJIE TIOKPACHEHHH, 3y1a 1 Bocnanenus koxu (Morison 2023). Jleyamuii Bpay MOKeT
MIOPEKOMEHIOBATh CPEJICTBA JJISl yXO0/1a 33 KOXKEH, SMOJIEHTHI U IPYTUE METOBI TePaNuu Al OOJIETYCHHUS CUMIITOMOB.

B 3y6nI

[TpoGnems! ¢ 3y6aMn 04eHb 4acTO HAOIIOAIOTCS Y JIETeH ¢ XpOMOCOMHBIMU CHHApoMaMu. Pourenu oTMedaioT
TSDKEJbIE CTOMATOJIOTHYECKHE TIPOOIIEMBI, ITUPOKOE MEK3yOHOE IMTPOCTPAHCTBO MM 3yObl HENIPaBUIEHON (GOpMBI
(octpele, kosbimkoobpasubie) (Morison 2023). B takux citydasix, IETSM U B3pOCIBIM MOT'YT OTPeOOBaThCS YCIyTH
CTOMATOJIOTOB-CIEUATICTOB 1 JIEYEHHE MO OOIIM HAPKO30M.

VY Unique ecth OTEIbHBIC OPOIIIOPHI, MOCBSIICHHBIC TUTHEHE TTOJIOCTH PTa PEOCHKA M CTOMATOJOTHYCCKUM
3a00JIEBAHUSAM.

B I'pbrkn

HexoTopble HOBOPOXXKJCHHBIE JETH UMEIOT TPBIKH — YUACTKHU TENa, B KOTOPBIX BHYTPECHHUE OPTaHbI U )KUPOBAs TKAHb
BBIMSTYUBACTCS Yepe3 ¢1aboe MECTO B MBIIIIAX WM CoequHuTeIbHON TKaHu (Morison 2023). Hare Bcero cpeau aereit
¢ CDK13-acconnnpoBaHHBIM CHHIPOMOM PETHCTPUPYIOTCS CIydau TPBDKY B 00IACTH Maxa (TmaxoBas rpepka). B
OOJIBIIMHCTBE ClIy4aeB TPeOyeTCst XUPYPruiecKoe BMEUIaTebCTBO.

B Héoo

VY mHorux gereit ¢ CDK3-acconunpoBaHHBIM CHHPOMOM BCTpEYaeTcs BBICOKOE I apKooOpa3Hoe HEOO (BepXHsis
CTEHKa IOJIOCTH PTa). AHOMAJIMH Pa3BUTHA HEOA MOTYT BBI3BIBATH TPYTHOCTH IIPH KOPMIICHHH, HAPYIIATh CIIyX,
IpoLecc IPOPE3bIBAHUS 3y00B U OPMUPOBAHHE PEUN.

B [louku ¥ MO4€eBOii My3bIPb

HexoTopsbie neTH UMEIOT BPOXK/ICHHBIE aHOMAIIMH TIOYEK, CPEJ KOTOPBIX OTMEYAIOTCS: YBEJIMUECHHBIC B PE3yIbTaTe
CKOIUIEHHS MOYH TTOYKHU (THAPOHE(PO3), HATMYKME IPH POXKICHUH BCETO OJJHOM MOYKH, KUCTHI B MOUEBOM ITy3bIPE U
noakoBooOpa3Has mouka. [TonkoBooOpa3Has moyka oOpa3yercs, KOrJa 1Be OOBITHO OTCIIbHBIE IOYKU COEAMHSIFOTCS
HIDKHUMH TTOJIIOCAMH B OJTHY, M3-3a Yero moiy4aercs ¢popma B Buje JatuHcKoi OykBel U mmn moakoBs! (Bostwick
2017; Hamilton 2018; Morison 2023; Van den Akker 2018).

B HapymeHue pa3BUTHSI OJOBBIX OPTraHOB

He3naunTenpHbIE OTKIOHCHHS B Pa3BUTHH MOJIOBBIX OPTaHOB HAMOOJIEe YacTO HAOMIOAAr0TCS Y MATBYHKOB ¢ CDK 3-
aCCOIMMPOBAaHHBIM CHHAPOMOM. K HanboJiee pacpoCTpaHCHHBIM OTHOCSATCS THIOCHAnus (OTBEPCTHE
MOYEHCITYCKATEIBHOTO KaHala, KOTOPOE B HOPME HAXOIUTCS Ha FOJI0BKE, CMEIICHO BHH3) M HEOIMYIICHHUE STHUCK
(xpunrropxusm) (Morison 2023). MHOTHe U3 TaKUX aHOMAJIMA BCTpedaroTes U 'y neteit 6e3 CDK13-accomupoBaHHOTO
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CUHApPOMaA, HO OHH HC BbI3BIBAIOT CEPHE3HBIX HpO6J'I€M. B GonbiinHcTBE CJIy4acB BO3MOKHA KOPPECKIUA
XUPYPIUICCKUM ITYTCM. v JACBOYCK aHOMAJIMU BCTPEYAIOTCA Iropa3ao peixe. B PCAKUX Ciiydasax Ha6J'IIO,HaIOTC${
HU3MCHCHHUA (pOpMLI HJIA pacCloJIOKCHUS OJIOBBIX Fy6

Hackoubko pacnpocrpanen CDKI13-accoumupoBaHHbIH CHHAPOM?

CDK3-accollupoBaHHBIN CHHAPOM BCTpeuaeTcs KpaitHe peako. B
Hacrosiee Bpems (2024 r.) B MEIUITMHCKO TUTEpaType 3aperuCTPUPOBAHO
Menee 100 cirydaeB moei ¢ JTaHHBIM CHHAPOMOM, OJTHAKO W3BECTHO, YTO
3TOT IMArHO3 BCTPEUAETCs Y Topasno Ooipmiero yucia Jroaei. BosMoxkHo,
KOJIMYECTBO JUATHOCTHPOBAHHBIX CIYYaeB YBEIMIUTCS C POCTOM
OCBEIIOMJICHHOCTH H JOCTYITHOCTH F'€HETHUECKUX MCCIICTOBAaHHH.

ITouemy Tak nmpoucxoaut?

[Ipu 3agatnu pebenka reHeTnyeckuii Matepuai pogurenei (JJHK)
KOIMPYETCs B ANLEKIETKY H CIIEpMATO30M [, ITPH CIUSIHUH KOTOPBIX
oOpazyercst s3MOproH. MexaHu3M KONMPOBAaHUS TEHETHYECKOro MaTepuaia
HECOBEPIICHEH, I03TOMY MHOT/J]a B TEHETHUECKOM KOJIe A€TEeH BO3HUKAIOT
ciydaiiHble MyTanuu, kotopsix HeT B JIHK poxureneit. Takue u3MeHeHus
€CTECTBEHHBI U HE CBS3aHBI C MUTAaHHEM POAUTENCH, OKPYIKAIOLIeH cpeloi HiIu 00pa3oM >KU3HH. BolbIIMHCTBO
myrauuii B crpykrype JJHK He nmerot oueBnanoro BiusiHus. Ho B peakux ciryyasx OHM MOTYT IPHUBECTH K IIpodiieMam
€O 37I0pOBbEM HJIM TTOBIIUSATH Ha pa3BuTHe pebenka. Ecnu Takas cinydaitHas Mytanus Hapyiiaet ¢pyHkuuto rena CDK/ 3,
TO pebeHok poxnaercs ¢ CDK13-acconnupoBaHHEIM CHHIPOMOM. [104TH BO BCeX CITydasix, BRIIBICHHBIX K
HacrosmeMy BpeMenH (2024 rox), TeHeTHYECKHEe H3MEHEHUsI OBbUTH CITydaifHBIMU (MIIH «de novo»). ITo 03Ha4YaeT, 9To B
ceMbe HaOJIF01aeMOro MAIMEeHTa MyTalys IPOM30IILIA BIEPBHIE. B penkux ciydasx y 0JHOTO U3 POJUTENCH MOXKET
OBITH MyTanus (MM BapHUaHT IIEPECTPONHKH) TEHOB B HEKOTOPBIX SIMIIEKJICTKAaX WIN CIIepMaTo30uaax. B mpormecce
3a4aTHs 3TH U3MEHEHUs NepeaayTcsi peOCHKY (TaHHbBIM (PeHOMEH TaK)Ke M3BECTCH KaK FepMHHAIIBHBIN MO3aUIIN3M).
OpHaKko BayKHO MOHMUMATh, YTO MBI HE MOKEM HHMKOT'O yIpekaTs B Haauuuu BapuanToB JIHK, u Hu onun u3 poaureneit
He BUHOBAT B u3MeHeHuu cTpykrypsl J{HK nx pebGenka.

MoxeT JiM 3TO MPOU30MTH NPH cJaeayloleil oepeMeHHOCTH?

BeposiTHOCTD pOXKACHUS CIIEAYIONIEro PeOeHKa ¢ PEIKUM I'CHETHYECKUM 3a00JIEBAHUEM 3aBUCHUT OT T€HETUUECKOTO
koxa poauteneil. Ha cerogusaurauii nens (2024 rox) moutu y Beex narueHToB ¢ CDK/ 3-acCOMUPOBaHHBIMU
paccTporCcTBaMH '€HETHYECKHE U3MEHEHNUS BO3HUKIH de novo (dn), 9To MOKET 03Ha4aTh, YTO HU Y OJJHOTO POJUTEIS
He ObUIO0 OOHApY)KeHO Takoi sxe MyTaruu B rene CDKI3, kak y ux pedenka. Takum o0Opa3om, BEpOSTHOCTh POXKICHUS
elIe 0JTHOro peOeHKa ¢ 3TUM 3a00JIeBaHUEM OOBIYHO cocTaBiseT Meree 1%.

OI[HOI>'I 13 BO3MOKHBIX IMPUYUH HOBTOpHOﬁ nepegain ﬂaHHOI;‘I MyTalu MOXKXET CTaTb PECAKOC SBJIICHUC — FepMHHaJILHLIfI
MO3aulr3M, O KOTOPpOM YIIOMHUHAJIOCH BBIIIIC. B sTtom CJIydac poaUTECIIb SABJISICTCSA HOCUTCIIEM TeHEeTHYEeCKOMU MyTaluu,
OIHAKO OHa OrpaHn4cHa TOJIbKO HCKOTOPBIMHA ﬂﬁHCKﬂeTKaMH WJIK CriecpMaTo30uiaMu. Ilo sToit MNPpUYIUHE MyTallutoO
HEBO3MOKHO BBIABUTH C IOMOIIBIO dHAJIM3a XpOMOCOM M3 KPOBH pO,I[PITCJIeﬁ.




VY Unique ectb kpaTkas OpoIIropa mo Mo3aulu3My, OCBEIIArOIIAs TaHHbBIH (eHOMEH.
KiuHuueckuii reHeTHK MOXKET IIOMOYb PACCUUTATh KAKI0M CeMbe BEPOSTHOCTh POXKICHUS MMOCIEAYIOIIUX IeTeH ¢
CDK13-accouuupoBaHHBIM CHUHIPOMOM.

Y Unique ecTh OT/ENBHBIC OPOLIIOPHI, MOCBAIICHHBIC UIAHUPOBAHUIO CICAYIONICIO PeOCHKA, IPEHATATbHOMY
TCHETUYCCKOMY TECTHUPOBAHUIO U TUATHOCTHUKES, KOHCYJILTAIMH C KIMHUYCCKUM FCHETUKOM M HMOJJICPIKKE
POJICTBEHHUKOB JIETEH C PEIKUM F€HETUYECKUM 3a00JICBAHUEM.

Mo:KHO JIM 3TO BBLJIEYHTH?

Breuteunts CDK 1 3-acconnnpoBaHHBIA CHHIPOM HEBO3MOXKHO, IIOCKOJIBKY H3MEHEHHE TeHa MTPOUCXOTUT BO BpEMS
(dopmupoBanus U pa3BuTHs 11o4a. OnHAKO, 3Has JUArHO3, CHEHUATICTH MOTYT ITO100paTh MOAXOAAIIEE
o0cne1oBaHNE M MEIUIIMHCKYIO TIOMOIIb.

PexoMeHganuu mo MEAUIUHCKOMY OﬁcHeHOBaHI/IIO

Hetu ¢ CDK3-acconnnpoBaHHBIM CHHIPOMOM JIOJDKHBI HAXOAHUTHCS 101 HaOII0IeHHeM MHOTOIIPO(GUIEHON KOMaHIBI
CHELHUATKCTOB. B ee cocTaB MOMKHBI BXOAUTh T€HETUK U TIEJHATP, KOTOPbIE CMOTYT OTCIICKHUBATh PA3BUTHE U
HU3MEHEHHMS B MMOBEJCHNH PeOeHKa, a TAK)Ke HA3HAYATh U KOOPJAUHUPOBATH HEOOXOMUMbIE BH/IBI TEPAITHH:
JIOTOTEIMIECKYIO TIOMOIIIb, IPTOTEPAIUi0, GU3MOTEPAIHUIO, TIPU HEOOXOAMMOCTH, MOBEICHUYCCKYIO TEPAITHIO.
B03MOKHO, IOMOJHUTEIBHO, IIOHATO0UTCS 00CIICIOBAHIE Y HEBPOJIOTA, SHAOKPHHOJIOTa, KapauoJiora, opTaapMoIiora,
ayuoJsiora, TacCTpodHTepoJora, yposora u Hedposora (Bostwick, 2019; Morison, 2023).

HUcciaenoBanus B 001aCTH HOBBLIX METO/10B JIeYEeHHS

I'eHernueckoe n3MeHenue, Boi3biBatoiiee CDK [ 3-accolMupoBaHHbIi CHHIAPOM, BIHSET Ha (GOpMHUpPOBaHKE TOJIOBHOTO
MO3Ta U JIpyTuX YacTeH Tema eme 10 poxkaeHus. [lo3ToMy, MoHOe n3nedeHne MaJIoBEPOSTHO JaKe B OyayIeM, Tak
KaK K MOMEHTY ITOCTaHOBKH AMarHo3a Mo3r yxe ycrneeT chopmupoBatscs. Tem He MeHee, ceidac MpOBOAATCS
HCCIICIOBaHMS, HATIPABIICHHBIC HA COBEPIICHCTBOBAHNUE JICUCHUS Pa3IMIHBIX TposiBieHNH CDK [ 3-accOnMUMpPOBaHHOTO
CHHIpPOMA — HallpUMep, ayTH3Ma.

CembH pacCKa3bIBalOT...

«B 6 mecsi1ieB Hala 104k COBCEM HE MOTJIA YIIPABIATH JIEBOU pyKoii. [lociie MHOTOUYKMCICHHBIX 00palleHuil K Bpady y
Hee OOHapY KUK TeMUMNapeTuueckui repedpanbpublii napanud. B 1 ron MPT nmokasaio maxurupuio B JOOHO-BUCOYHOM
oTJelNe, KOTopast cTajla MPUYMHON remunapesa. Mbl yxe 3HaJIH, 4YTO 3TO ObUIO FeHETHYECKOe OTKJIOHEHHE, HO TI0Ka eif
HE UCIIOJHHUIIOCH 2 TO/ia, He OBbUIO U3BECTHO, B KAKOM T'eHe Ipoun3onuia Mytanus. st MeHst ObU1o 00JIerdyeHreM y3Harh,
YTO OHA HE yHAcJea0Bala 3TOT T'eH OT HacC, HO B TO e BPeMsI MBI UCTIBITAJIH IIOK, OCOOCHHO KOT/Ia YCIIBIII AN O
HEKOTOpBIX Npu3Hakax CDK3-accouMnpoBaHHBIX paccTpoicTB. Halla 704b OTIIMYHO CIIpaBiisieTcs, C BO3PAcTOM OHa
BCE Yalle MoJIb3yeTCst JIEBOH PyKOH, OHA YK€ ITOYTH HaydHIIach XOJUTh, MBI IIPOCTO paboTaeM Haj €e PaBHOBECHEM H
YBEpEHHOCTHIO B cebe. OHa rOBOPHT M MOJHOCTHIO BCE MOHUMAET, M MBI TaK TOPANMCS €10 M KK0H MEJIOUbI0,
KOTOPYIO OHA JIENAeT».

«KOFIIa HAIII CBIH OBLI MaJICHbKUM, HUKTO HC MOI' CKa3aTb HaM HABCPHAKA, CMOXKET JIM OH XOAUTb, TOBOPUTD. Kute B
HEM3BECTHOCTHU OBLIO cltoxkHee Beero. C TMOMOIIBIO PAHHETO JICUCHUA (BpFOTepaHI/II/I, (bHBPIOTepaHI/II/I, HOFOH@HH‘ISCKOﬁ
TepaHI/II/I) OH IMPCB30LICI HAIIN OXKUAAHUS. Ham ceia IpOAOJIKACT ACJIATh YCIIEXHU U TOCTOSAHHO YAUBJIACT HAC. On
PAa3BUBACTCA U IPOXOAUT BAXKHBIC 3TAIlbl B cBoOCH JKHU3HHU, U 3TO a0COJIFOTHO €CTECTBEHHO).

«Kaip, 4TO, CTAB MOJIOJION MaTEPhIO, sl HE JOBEPsIa CBOMM MHCTHHKTAM, BEJJb BCE MEJIOYH, KOTOPHIC 5 3aMevaa,
Ka3aJIMCh MHE CTPaHHBIMH. S 4yBCTBOBaJIA, YTO BpayuH, APY3bsl K CEMbsl OT MEHsI OTMaxuBaioTcs. MHe roopuin: «OH
HEJIOHOUICHHBIH», «OH elie TOTOHUT ApyTrux». 5l 3Hana, 4To 3TO HeYTO OOJIbIIee, HO YyBCTBOBAJIA ce0sl MaTephlo-
HEBPOTUYKOI.

«MBpI Beeria CTpeMIITUCH J1aTh HAallleMy CBIHY T€ jK€ BO3MOXKHOCTH, KOTOPBIE €CTh Y €0 CBEPCTHUKOB M MJIA/IIIETO
Opara. C roamMu oH cTai 6osee yBepeHHBIM B cebe. OH peaKo OTKa3bIBaeTCs YTO-TO MPOOOBATh, HO XOPOIIO TIOHUMAET
CBOU BO3MOXHOCTH, TIO3TOMY BCEr/ia O4eHb OCTOpOKeH. OH OUeHBb OOLIUTEINILHBIH, JIIOOUT MMPOBOANUTH BPEMS C CEMbEH
1 JIpy3bsiMU. YacTo TOBOPHT, UTO JIIOOUT HAC, BCE CIIE JICPKUT HAC 32 PYKH — OH OYeHb J00smunil. OH CHIbHBIN 1
CTOMKHIA, ¥ MBI OUYCHb UM TOPAUMCS».
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https://rarechromo.org/media/information/Other%20Topics/Mosaicism%20QFN.pdf
https://rarechromo.org/media/information/Other%20Topics/Planning%20your%20next%20child%20FTNW.pdf
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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

IIpumeyanus

Bpomrtopa conepkut nHDOPMAIHIO U3 OITyOJIMKOBAHHON METUIIMHCKOM JTUTEPATyPhI,  TAKXKE CBEICHUS, TOJTYUYCHHBIC
OT y4acTHUKOB rpynmbl Unique. B 2024 rony B rpymnne Unique 6su10 14 yaactarkoB ¢ CDK 1 3-accouupoBaHHBIM
CHUHIPOMOM.

[To uMeHM TIEPBOTO YKA3aHHOT'O aBTOPA M JaTe MyOJUKAI[MH MOYKHO HAWTH aHHOTAIMH WIA OPUTHUHAIIBI CTaTeil B 6a3e
JTAHHBIX MEIUIIMHCKUX U Onoyornueckux myonukanuii PubMed (https://pubmed.ncbi.nlm.nih.gov/). BonemmuaCcTBO
cTaTeil MOKHO HallTH Ha caiite Unique.
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Nudopmanus 1 noaaepKka

\ I'pyrima moAnepKKU ceMell ¢ PeKMMH XPOMOCOMHBIMH H3MEHEHUAMHU
Anpec: The Stables, Station Road West, Oxted, Surrey, RHS, 9EE, UK,
Ten.: +44(0)1883 723356
info@rarechromo.org | www.rarechromo.org

UnidUe

Understanding Chromasame & Gene Disorders

Hpucoennusiitech K cooduecTBy Unique, 4T00bI MOJTYYUTH JOMOJHUTEIbHYI0O HH(pOPMALIHIO, HEOOXOAMMYIO
MOMOIIb, 2 TAKIKE BO3MOKHOCTh CBSI3ATHCSI € CeMbSIMH, B KOTOPBIX BOCIIMTHIBAIOTCS J€TH C XPOMOCOMHBIMHU
HU3MEHECHHUSIMU:

https://rarechromo.org/join-us/

Unique — 310 GaroTBopuTelibHasi HErocyAapcTBeHHas opranusanus. GuHaHcoBas MOIePIKKA OCYIIECTBIISIETCS 3a
CUeT I'PaHTOB U MOXKEPTBOBaHUM. [loskepTBOBaHNHE MOKHO cieNaTh Ha O(HUINAIBLHOM caiiTe:

https://rarechromo.org/donate/ Crniacu00, 4TO MOMOTaeTe HaM IOMOTaTh!

I'pymma B Facebook*:
CDK 13 — XpomocomHoe m3MeHeHue https:// www.facebook.com/groups/121545531684772

*[Ipunaonescum opeanusayuu Meta, komopas 3anpewena 6 PP

[IpencraBnennas B Oporrtope HHGOPMALHS He 3aMEHseT NPO(eCCHOHAIBHYI0 MEANIIMHCKYTO KOHCYIbTanuio. [1o
BCEM BOIPOCAM, KaCAIONIUMCS TeHeTHUECKUX U3MEHEHHUH, Tepaniy 1 3J10pOBbsI, HEOOX0AUMO
MPOKOHCYJIbTUPOBATHCS CO ClIeHaIncToM. CBe/IeHHsI O TEHETHYECKUX U3MEHEHHSIX OUYeHb ObICTPO OOHOBJISIFOTCSL.
[TosTOMy, HECMOTpSI Ha TO, YTO MPEACTABICHHAs B OpoIIope HHPOPMAIHs CUUTASTCSl CaMON aKTyalbHOW Ha
MOMEHT ITyOJIMKaIMH, B IaIbHEHIIIEM HEKOTOPbIe (DaKThl MOTYT H3MEHHUTBCSL.

Bpomrropa noarorosieHa Jlortu Mopucon u podeccopom Anrenoit MopraH, CrieliiaIuCcTaMy M0 HAPYIICHUSIM
peun u3 JIeTckoro Hay4HO-HUCCIIeI0BATEIHCKOTO HHCTUTYTa Mepaoka 1 Menb0ypHCKOTr0 yHHBEPCUTETA
AgBcrpanun, a Takxe komannoi Unigue (AP). Version 1 (AP)

[lepeBo BEITOIHEH B paMKax MeXIyHapOIHOTO CTyIeHYeCKOro BojoHTepckoro nmpoekTa Unique. Kyparop
nepeBoadYeckoro npoexra — Haranes Bukroposhna Heuaesa, nounent xadeaps! mepesoga PITIY nm. A. U. I'epuena,
[Ipesunment Accoruanuy npemnogapareneit mepepoaa, Cankr-IlerepOypr, Poccust. MemUIIMHCKYIO peIaKIInio
BemoHmIM Onapuaa Hatansst BsgeciaBoBHa, Bpady-1a00paTOPHBIN FEHETHK JIA00PATOPUH MEIUIIMHCKOM
regetuku ®I'BHY «PHIX nmenu akanemuka b. B. TleTpoBckoroy, 3aBeayromnias 1adopaTopueil IUTOTeHETHKN
LIIM I'BY3 «MoCKOBCKHIA KITMHUYECKHI HaydHO-TIpakTudeckuit ieHTp um. A. C. Jlornnosa J[3M», Mockaa,
Poccust., u MaprembsiHoBa AHactacusi FIBaHOBHa, Ouosior slaboparopun rurorenetuky, L{IIM I'bY3
«MOCKOBCKHIA KIMHUYECKHH HayIHO-TIpakTHaeckuid ieHTp um. A. C. JlormroBa J[3M», MockBa, Poccusi.
Russian translation 2025 (EV/AP)

Copyright © Unique 2024

I'pynna noanepKku ceMeit ¢ peAKUMHA XpPOMOCOMHBIMU M3MEHEHHAMU Howmep B peectpe 61aroTBopuTeNbHBIX opranu3anuid 1110661

Opranu3anus 3aperucTpupoBaHa B peecTpe KoMIaHui AHriMu u Yanbsca Peructpanmonssiit Homep 5460413
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