ITouemy ke Tak COy4YHIOCH?

I'en KIF'1A conepxut HHPOPMAIHIO, HEOOXOAUMYIO IS
HOPMAIIHOTO DPAa3BUTHSA KIETOK TOJOBHOTO MO3ra M
HEpBHBIX BOJNIOKOH. [eH KIFIA ydacTByeT B
npousBoncTBe Oenka KIF1A. JlaHHBIH OellOK ympaBiseT
MEPEHOCOM MUTATENIbHBIX BEIIECTB W JAPYTUX MOJIEKYN
Me)X Ty HEpBHBIMHA KJIETKaMH M BJIOJb HEPBHBIX BOJIOKOH.
VYV kaxaoro yemoBeka UMEKTCS ABe Komuu reHa KIFIA,
OJIHa HAacJIeqyeTcs OT OTLa, BTOpas — OT MaTepu.
BcenencrBue onpenenéHueix n3menenuid B JIHK rena
KIF1A4 Genok KIFIA mnpuoOperaer CBOHCTBO JIETKO
CIHEIUIATHCS ¢ OSNIKOM, IPOU3BOAMMEIM reHoM KIF1A, He
MOJIBEPTIIAMCS MyTalud. Takue HM3MEHEHHsS B Oelke
KIFIA w™moryr OBITh YHACIEAOBaHBI OT OJHOTO W3
poauTesei, MO0 BO3HUKHYTH BIIEPBBIC y MAI[HCHTA C
HeBposornueckuMm cuagpoMoM KIF1A. TTo umerommmest
JaHHBIM 0 CHUHIpOME KIF1A MOJABJISIONIEE
OonplIMHCTBO MyTanuid B TeHe KI/F/A BO3HUKIO
BIIEPBEIC (de novo) y ManueHTa ¢ JaHHBIM CHHIPOMOM, a
He OBLJIO YHACJIEOBAHO OT POAUTEIICH.

MoskeT Ji 3TO IPOM30HTH CHOBA?

Ecnu ananu3 kpoBU poguTene MOKa3bIBa€T OTCYTCTBUE
y HUX MyTanuu reia KIF1A, To BepOATHOCTb
MTOBTOPEHUSI 3TOTO CHHAPOMA y €MI€ OTHOTO peOEHKA B
3TOH cembe KpaliHe Mania. Ho oHa He paBHa HyIIO U3-3a
TAKOTO SIBJICHUS, KAK «TOHAJIHBI MO3aULI3M». ITO
03HAYaeT, 4TO OJJUH U3 POJUTENIEH MOXKET UMETh
MyTauuio reHa KIF1A4 B sHUEeKIeTKax uiu
CIepMaTO30MIaX, ¥ 3TO HEIb3s1 OOHAPYKHUTH C IIOMOIIBIO
aHanmu3a KpoBU. COOTBETCTBEHHO, BO3MOYKHO TIOSIBIICHUE
Ha CBET BTOPOTO peOEHKA C JAaHHBIM HApPYIICHHEM.
[Tompo6HYI0 KOHCYIBTAIHIO II0 3TOMY BOIIPOCY
HE00XOIUMO TIOJTYYHTH B METUKO-TCHETHUECKOM IICHTPE.
Ba)XHO OTMETHTBH, YTO CYIIECTBYET HapyIIECHHUE,
BBI3BAHHOC MYTALUSIMH B 00enXx Komusx reHa KIF1A4,
YHaCJIETOBAaHHBIX OT 00OUX POJAUTENEH, KOTOPOE
BBI3BIBAET CUMIITOMBI, CXOKHE C ONTMCAHHBIMU B
HacTosIIeH OpoIIope, HO B 3TOM CIIydae pHUCK
MTOBTOPEHUS 3a00JICBaHUS y APYTUX JETECH B 9TOH CEMbe
CYILIECTBEHHO BBIIIIE.

Nudopmanus u nmoaaepxka

\ ['pynma noaaep:kku cemeit ¢
PEAKUMH XPOMOCOMHBIMHU
OTKJIOHCHUSIMH

The Stables, Station Road West, Oxted,

U H Surrey RH8 9EE, UK
n| e Ten./daxc: +44(0)1883 723356
info@rarechromo.org
www.rarechromo.org

Understanding Chromosome & Gene Disorders

http://www.kifla.org/ - opranu3arsi, ocCHOBaHHas
POIMTEISIMHA JIeTEH, CTPAJAIOIINX OT HEBPOJIOTHIECKOTO
paccTpoiicTBa, aCCOIMUPOBAHHOTO ¢ reHoM KIF 1A —
PEIKOro HacleICTBEHHOTO 3a00IeBaHuUSI.
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Xapakrepucruka cuaapoma KIF1A

Cunnpom KIF1A npencrasiser coboi
HEBPOJIOTHYECKOE 3a00JI€BaHME,
BEI3BaHHOE MyTauusmMu rena KIF1A.
CuHzIpoM 0OBIYHO HAYMHAET
MIPOSIBIIATBHCS B IETCTBE MIIM pAaHHEM
MOJIPOCTKOBOM BO3PACTe.

OCHOBHBIMU NIPU3HAKAMH JJTaHHOTO
3a00JIeBaHuUs SIBISIFOTCS C1a00CTh U
TYTOMOABIXHOCTh B HOTax. JTO Tak
Ha3bIBa€MBbIH CIIACTUUECKUI Mapamnapes,
WM CIACTUYECKas Maparierus
(«cmactTudeckuity 03HaYaeT «Tyroi»,
«I1apay — «HOTH», a «Iape3/TUIErus»
TIepeBOANTCA KakK «cialObiit»). Jlroau,
CTpaJarolye OT ITOT0 HapyIIeHuUs,
TaKXKe 4acTO HCIBITHIBAIOT IPOXKAHNE
(TpeMop) pyK, UTO Ha3bIBAETCS aTaAKCHEH.
BonBIIMHCTBO NALIMEHTOB C
HeBpostorndeckuM cuaapomom KIF1A
HMEIOT 3aJIEPKKY B Pa3BUTHH (TO €CTh
OHHM MEJIJICHHEE OBNIAJIeBAIOT HOBBIMHU
HaBBIKAMH B CBOEM pa3Butun). [Ipn
JTAHHOM COCTOSIHMHU TIOPaXKaeTcs TOJIBKO
HepBHas cucTeMa (TOJIOBHON MO3T,
CIIUHHOM MO3T, nepudepHuecKue
HEPBBHI), Apyrue GyHKINN OpraHu3Ma He
cTpanaoT. B psge ciydaes netu ¢
JTAaHHBIM CHHIPOMOM CHavaJia
HaOJII0IAl0TCs BpadaMH B CBSI3H C
3a1ep’KKOW pa3BUTHS, & MO3XKE Y

HUX HOSBISIIOTCS MPU3HAKU CIIACTUUECKOW Maparieruu.
IIpoGJieMsbl co 310poBbeM

Cnacruueckasi napamjierus
[porpeccupyromas ciadbocTh U TYTroONoJBHKHOCTh HOT
MIPUBOJNT K TPYJHOCTSIM B IEPEABHKEHUU. DTO
NIPOSIBIISIETCSI TMOO B HEJIOBKOI MOXO/IKE TallMEeHTa, 00 B
HEOO0XOIUMOCTH OTIOPHI MPH X060€ (B CIIydae TSKEITBIX
HapyIIEHNH — UHBAINIHON KOJISICKH).

KoHTpakTypbl HUKHMX KOHEYHOCTEH M IIPOJICKHU
OrpaHudueHNE IBIKCHUH MOKET IIPHUBOANTD K PA3BUTHIO
KOHTPAKTyp B HIKHUX KOHEUHOCTAX (M3-3a MOCTEIIEHHOTO
YKOPOUCHHS MBIIIIL MJIH CYCTaBOB) M/MJIM IPOJICKHEH
(ToBperkIeHNE KOXKH U MATKHX TKaHEH B pe3yiabTaTe
HENpPEPHIBHOTO AABJICHUS).

Kopotkoe
(p) ruieuo

JmHHOE
(q) rueuo

I'en
KIFI1A4

Xpomocoma 2

Haubosee pacipocTpaHeHHbIe MPU3HAKHU:

Cmactrdeckas nmaparuierus (ciabocts U
TYTONIOABMKHOCTb HOT'), HHOTJ]a COIIPOBOXKJaeMast
aTakcuel (HapylieHUue KOOPMHAINY BY>KSHUN WIN
TpeMop)

ITanueHTsI cO cracTHUECKON Maparierueii, Takxe
MMEIOT CHIDKEHHBIN YPOBEHb MHTEIIEKTA, 3aJICPIKKY
PEUYEBOTO U IICUXHYECKOTO PA3BUTHA.

Jpyrue BO3MOXKHbIE IPU3HAKU:

OnunenTHyecKre MpHUIagKku

ATpodust 3pUTEITHHOTO HEpBa

KoHTpakTypbl HOr

IIponexuu

HckpuBrieHne MO3BOHOYHNKA, B YaCTHOCTH CKOJIHO3
i Kugo3

Pacctpoiicta aytudeckoro crekrpa (PAC)

nuiencus
Onwuierncus pa3BUBAcTCs y HE3HAYUTEIBHOM YacTH
MAIMEeHTOB ¢ HeBpojoruyeckum cuaapomoM KIF1A. B
MEIUIIMHCKOH JIUTepaType ONMHUCAHO TOIBKO HECKOIBKO
ClTy4aeB pa3BUTHUS SMUJIETICUH Y TALIUCHTOB C JaHHBIM
CHHIPOMOM: MaJIbYHK, C IISITHA/IATH JIET UCIIBITHIBABIIHN
TeHepAIN30BaHHbIE TOHUKO-KJIOHMYECKHE CYIOPOTH
(Hotchkiss 2016); miecTHaALATUIETHUIH TOJPOCTOK, Y
KOTOPOTO OBIIIM ANarHOCTHPOBAHBI T€HEPATM30BaHHbIC
TOHHKO-KJIIOHUYECKHE CYI0POTH; IIECTUIICTHUI MalIbUUK,
CTpaJaBIINK OT pepaKTEPHBIX MHOKIOHUYECKHX,
TOHHYECKHX U TeHEPaITN30BaHHBIX TOHUKO-KIOHHYECKUX
cynopor (Nieh 2015); getsipe ciydast cymopor
HeycTaHoByeHHoro tuma (Lee 2015; Kun Cheon 2017).

ATpo¢us 3puTeJILHOr0 HepBa
V vactu nanuentoB ¢ curapomoM KIF1A mpu ocmotpe
3aHEeH 9acTH IIIa3HOTO A0JI0Ka MOYKHO YBHIIETH aTPOMHIO
(TMIOIUTa3HI0) 3PUTEFHOTO HEPBa, OTBEYAIOIIETO 32
riepeiauy 3puTeNIbHOM nH(pOpManny B TOJIOBHOK MO3T. DTO
COCTOSIHHE YpeBaTO MpoOIEeMaMH CO 3pEHUEM.

HckpuBienne mo3BOHOYHNKA
VY yacTtH nereii 1 B3pOCIBIX MAIMEHTOB HaOMoaaeTcs
CKOJHO03 (DOKOBOE UCKPHUBIICHHUE TO3BOHOYHHKA) MIIH KU(O3
(uckpuBieHHe, MpHUBOIsIIEee K 00pa3zoBaHuIo ropoa). Takue
HapyUICHHsI NOJIAI0TCS JICYSHHUIO TOCPECTBOM (PH3MIECKOM
Tepanuy U GU3KyIbTYpbL. [ BBIIPSMIICHHS TIO3BOHOYHHKA
MOJKET ITOTPeOOBATHCS OPTONEINUECKUN KOPCET, B TSKENBIX
Clly4asix — XMPYpru4eckoe BMeIaTelIbCTBO, HallPaBJICHHOE
Ha BBINPAMIICHHE TTO3BOHOYHHKA C IOMOIIIBIO
METATMYECKUX CIINLL.

Pa3Burue

Pocr
OKpY>KHOCTb TOJIOBBI HIKE CPEIHEI HOPMBI.

3aepxkka pa3BUTHA Y AeTeil
YV MiajieHIIeB u AeTel HaOoaaeTcs 3a1epiKKa
(hopMHpOBaHUS HOBBIX HAaBBIKOB, B TOM YHCIIE
MIPHOOPETEHNUS CIIOCOOHOCTH TIEPEBOPAYUBATHCS, CHICTD,
JIBUTATBCS U XOJUTb.

Cnoco0HOCTH CHETH, ABUTATHCHA U XOAUTh
YacTb ManyeHToB ¢ HeBpojoruueckum cuaapomom KIFIA
HE MOTYT XOAUTH CAMOCTOATENBHO. Jpyrum Tpedyercs
MOMOLIB TP X0/1b0€, TM00 OHU MOTYT IepeMeNIaThCs
TOJIBKO Ha KOPOTKHE paccTosiHus. Heboubimas gyacTh mronei
¢ cuaapomoM KIFI A uMeroT OTHOCHTENIEHO HOPMAJIBHYIO
MOXOJKY.

Peun
BonbIIMHCTBO MAIIMEHTOB C HEBPOJIOTMYECKUM CHHIPOMOM
KIF1A uMmeroT pa3nuuHylo CTENEHb 3a1€pP>KKU PEYEBOTO
pa3BUTHSL.

Oo0yuenue
BonbIIMHCTBY MAIIMEHTOB C 1aHHBIM HapyIIeHHUEM
TpebyeTcsl MoceleHNe CIIeHaIN3UPOBAHHOM IKOJIBI, JTM00
JIOTIOJTHUTEIbHAS TIOMOIIb B yué&0e.

IloBenenue
He ycTanoBneHo 4€TKOM B3aMMOCBSI3U C ayTU3MOM HIIU
MHBIMH [TOBEJICHUECKUMHU MTpobieMaMu. TOIBKO Y OZHOTO
marrenTa ¢ cuaapomoM KIF1A rabmomancs aytuzm/
CHHJIPOM Jle(UIUTa BHUMAHHS U THIIEpaKTUBHOCTH. OTHAKO
JI0 CHX MOP HEMOHSTHO, BbI3BaH Jin oH cuHapomoM KIF1A
WM KakuM-11100 uHbIM dakropom (Tomaselli 2017).

Oco0eHHOCTH MEIUIUHCKOT0 HAOJIIOACHHUS:
®  HalGnroaeHne HEBPOJIOTOM TSI JIEYSHUST CTTACTUIHOCTH
U IpYTUX HEBPOJIOTMYECKUX MPOSBICHUN.

®  DnekTposHinedanorpamma (331 -uzmepenue
ANEKTPHYECKON aKTHBHOCTH MO3Ta) MPH MOJA03PCHUU
Ha SMMAJICTITUICCKUEC TITPUTTaIKHA.

®  HaOnroeHue MeAUATPOM C IETBI0 KOHTPOIISA pOCTa U
pa3BUTHUSA

L Duznyeckas Tepanusd CIIOCOOHA YaCTUYHO OCIa0UTh
TYTOIIOJABHUKHOCTH HOT'.

.HOI"OHCI[I/I‘IGCKEIH TOMOUIb IpH HCO6XO,Z[I/IMOCTI/I.

OnpeneneHue OCTPOTHI 3PEHUS U CITyXa.

KOHCYJ'ILTaIII/ISI Bpada-reHeTruKa 1mo Bornpocam,
KacCarImMrMCs TCHETHICCKOTO HAPYIICHU.



