PasBuTtue

| ®dusmnyeckoe passutne

Jns mHorux aeret ¢ PUF60 accoluvpOBaHHBIM CUHIPOMOM
XapaKTepHa YMEpPEHHAs 3aJiepyKKa PU3HMICCKOTO Pa3BUTHSL.
Tem He MeHee, OONBITUHCTBO JIETeH HAYJaTCs XOIUTh U
OCBOST JIPYTUE HABBIKU, HO OyIyT pa3BUBATHCS HEMHOTO
MeEJJICHHEE, YeM UX POBECHHUKH.

u OGyueHue

IToutn y Bcex nerelt ¢ PUF60 accoruupOBaHHBIM
CHHIPOMOM €CTh HE3HaYHUTEIbHBIE IPOOJIEMBI C O0YYCHUEM.
Y HeKoTOpBIX OHM OoJiee BhIpaXKeHbl. briBaer, uTo mpobiem ¢
o0y4yeHreM He HaOIoAaeTcsi BOBCE. Y HEKOTOPBIX MOT'YT
OBITH BecbMa clielupUIecKue MpodsIeMbl, TPEOYIOIHX
JIOTIOTHUTENBHBIX 3aHSTHH C TIEAaroroM.

| MoBeneHune

Y HEKOTOPBIX JIETeH C ITUM CHHJPOMOM OTMEYAIOTCS
OTKJIOHEHHS B TIOBe/IeHNH. PeOCHOK MOXKET caM NPUYUHUTD
ce0e TeJleCHbIE MOBPEXACHUS: YKYCHTh WIH YIapPUThCS
ronoBoil. Bo3MO)KHBI BCIBIIIKY THEBA, CTEpPUKH. T1o
CPaBHEHUIO C POBECHUKAaMH PEOCHOK BesieT ce0si He3pedo.
OpHaKO HapYILIEHHUS IOBEJICHUS €CTh HE Y BCEX.

u Peub
Bo3moxHa 3anepaxka pedeBoro pa3BuTus. Jleth HauMHAoT
pa3roBapuBaTh HECKOJIBKO MO3KE CBOMX CBEPCTHUKOB.

| PocT

Jlromu ¢ PUF60 accouupOBaHHBIM CUHIPOMOM OOBIYHO
HIDKE, YeM OCTaJIbHBIE. PasHuiia ObIBaeT Kak
HE3HAYUTENbHOM, TaK U CyLIECTBEHHOU. Pazmep ronoBel
TAK)Ke MOXKET OBITh 3HAUYUTENHEHO MEHbBIIIE HOPMBIL.

PekomeHaaumu no meguLMHCKOMY
obcnepoBaHUIO

Ons onpeaeneHns AnarHo3a MoXeT NOHaA06UTbLCA:
[IpoBeneHne reHETHIECKOr0 TECTUPOBAHMUS U MEUKO-
TEHETUYECKOe KOHCYIbTHPOBAHNE
OKI (1m3MepeHne 3IeKTPUIECKOi aKTUBHOCTH CEpLa)
n OXO-KT (ynbTpa3zBykoBoe 00CIEeI0BaHNE CEPALIA)
IIpoBepka ciyxa u 3peHust
PeHTren no3BoHOYHNKA, B TOM YHUCIE MIEWHOrO OTAEHA
Y3U nouex

Ecau 1naruo3 y:ke noctaBuiu, HeodXoaumo:
[ocTostHHOE HaOMIOAEHNE Y TTIEANATPa
OrieHKa 3/10pOBBSI IJ1a3 U OCTPOTHI 3PEHUS
HaGmonenue y cOOTBETCTBYIOMINX CHEUATIMCTOB,
eci 00HapYKEHBI HApYIICHUsI B CEp/Le WIN ITOYKaxX
MPT ronaoBHOro Mo3ra npu HEBPOJIOTHYECKHX
paccTpoiCTBax WU Cy0porax

Pogutenu ro BOPAT...

“Ha doTorpacmm c 06noxkmn Hall CbiH BECENUTCS C
apysbamu! Y Hac cHacTnmBbIN COpBaHeEL, C
OTJIYHBIM YyBCTBOM toMopa. OH HacnaxagaeTcs
Xn3Hbto! Y Hero nobsime cectpbl, 4pY3bsi U CEMbS,
KoTopble Bceraa nogaepxat. Mbl roBopuM emy, 4YTo
OH MOXET AOCTMYb MoOLIX BbICOT, rMaBHOE —
BepuTb B cebsl!”

Moppepxka n nHpopmaumsa \
Rare Chromosome Disorder Support Group,
I'pynna noanepxku cemeil ¢ peaKuMu
XPOMOCOMHBIMH OTKJIOHEHUSIMHU

The Stables, Station Road West, Oxted, Surrey
RH8 9EE, UK

Tel: +44(0)1883 723356

email: infol@rarechromo.org
www.rarechromo.org
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Understanding Chromosome & Gene Disorders

C Unique BbI Oyere ocTaBaThesi B Kypce NOCJIeAHHX OTKPBITHI B

reHeTHKe, a TAKKe CMOKeTe MOJYYHTH MOIIePKKY U CBA3aTHCS ¢
ceMbSIMHU, KOTOPbIE 0KA3aJUCh B AHAJIOTHYHOI CUTYaIlMH.
Unique — 310 611aroTBOpHUTENbHAS HErOCYAaPCTBEHHAS OpraHH3allHsL.
A 3T0 3HAUUT, 4TO U3 OFO/PKETA Ha HAIIM IPOEKTHI CPECTBA HE
BBIJICJISFOTCS, U MbI pa00TaeM, TOJIBKO €CIIU HaM ylaeTcs IONTy4UTh
I'PaHT WIK IOXCPTBOBAHMS OT HEPaBHOMYIIHBIX Jtoziell. Eciii Bam He
0e3pa3iyeH Halll [IPOEKT, U Bbl FOTOBBI MO/IIEPKATh HAC
MaTepHANILHO, CHIEIaTh 3TO MOJKHO Ha caiTe: www.rarechromo.org.

[agaiite momorars aApyr Apyry!

B 6pomrtopax Unique MOTYyT IIPHBOIUTHCS CCHUIKM Ha CAWTBI APYTHX
OpraHH3alluil ¥ IpodYHe TeMaTHIeCKue coo0mmecTBa u pecypchl. OnHaKo
Unique He IpHHUMAET Ha ce0s M He HECeT OTBETCTBEHHOCTH 3a KaueCTBO U
JIOCTOBEPHOCTh pa3MelIaeMoi Ha HUX HH(OPMAIIUH.

Hacrosimast Oporrtopa He 3aMeHsIeT KOHCYJIbTAIHI0 Bpaya. [1o Bcem
BOIPOCAM O JMATHOCTHPOBAHHBIX T'€HETHIECKUX OTKIOHEHHUAX, CHMIITOMAX 1
JICUCHUH HEOOXOAMMO 00pamaThes K crenuanicraM. Ha MomeHnT
myOIMKAIMK HACTOSIIEH OPOIIIOPBL, IPEACTABICHHAS B Hell MH(opManus
akTyanbHa. OIHAKO COBpEMEHHAs TeHETHKA Pa3BUBACTCS OYCHB OBICTPO,
MODTOMY IO Mepe MPOBEICHHS HOBBIX HCCIIEI0OBAHIN HEKOTOPbIC TaHHBIC
MOTYT MeHsThcs. I'pynma nogaepsxku Unique cTapaeTcst ObITh B Kypce
MOCIEAHUX HAYIHBIX U3MEHEHUH U IIPA HEOOXOAUMOCTU OOHOBIAET
omybamKkoBaHHBIE Oponmopsl. bpommopa cocraBiaena nokTopoM Kapen Jloy
(cenuanucT B 001aCTH KIMHUYECKOH TeHETHKH) U 0100peHa JJOKTOPOM
Capoii CMuTCOH (TeHeTuk, padotaer B OTaeNeHNH KIMHUYECKON TeHETHKU
YHUBEpPCUTETCKOM OOJIBHUIIBI TOpoaa bpucrons).

IepeBoz BEIMONHEH B PAMKaX BOJIOHTEPCKOrO MEPEBOIIECKOr0 IPOEKTa
Unique xadenps nepepona PTTIY um. A. U. T'epuena, Cankt-IlerepOypr,
Poccus. MenunuHcekyio pefakiuio ocymectsuia 3asesa Ennzasera
EBrenbeBHa, Bpad-reneruk, [ bY3 MO "MockoBckuit obnactaoit HUN
aKymepcTBa U ruHeKoxoruu, Mocksa, Poceust.
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PUF60
ACCOUMPOBAHHBIN
CMHIPOM



http://www.rarechromo.org

JlarnHast Opomropa cocTaBiIeHa T TOrO, YTOOBI IIOMOYb
momsM ¢ PUF60 accouuipOBaHHBIM CHHIPOMOM, a TAKXe UX
CeMbsIM U JIeHaluM BpadaM. B Hell BBl HalieTe MH(OPMAIIHIO
0 NPUYMHAX BO3HUKHOBEHMS JaHHOTO CHHAPOMA, €ro
TIOCJIE/ICTBHSX, A TAKXKE PEKOMEHIAIINH 110 yXO1y U
MEIMIMHCKOMY Ha0JIIo/IeHnI0. bponrropa moAaroTosieHa Ha
OCHOBE KJIIMHIYECKOI'0 OMBITa U MATEPHAIOB,
OITyOJIMKOBAHHBIX B MEAWIIMHCKOH JIHTEpaType.

Yro Takoe PUF60 accounmpoBaHbIi CUHOPOM?
Bnepsrie PUF6() acconunpoBaHHBIN CHHIPOM OB ONMCaH
COBCEM HEJIaBHO, U 10Ka y HEero HeT Ha3BaHusl. [Jist ero
0003HaYEHHMS UCIIOIB3YETCSl UMSI COOTBETCTBYIOLIETO reHa
(Dauber 2013, EI Chehadeh 2016, Low 2017, Santos-Simarro
2017). CuHApOM BO3HHMKAET, KOTIa OJ[HA U3 JIBYX KOMUI reHa
PUF60 paboraer HenpaBuibHO. [IprurHa c60st — HEOOIbIIOE
U3MEHEHHE B TeHETUYECKOM KOJIe B OTHOM M3 JIBYX
umeronuxcs xonuit rena PUF60.

B OpraHMu3Me IrcHbl BbITTOJIHAIOT d)yHKLU/IIO CKHUHCTPYKIUN,
KOTOpasi ONpe/IeNsIeT, Kak OH OyIeT pacTH U pa3BUBATHCSL.
I'eHBI caenaHbl U3 CI0XKHOTO XUMHYECKOTO BEIIECTBA,
HazbiBaeMoro JIHK, 1 BKIIOUEHBI BMECTE CO MHOTUMU
JIPYTMMU T€HaMH B OPraHU30BaHHbBIE CTPYKTYPHI,
Ha3bIBaeMble XxpoMocoMaMu. ['er PUF60 pacrioioxeH Ha §
xpomocome. PUF60 urpaet BaxHyIO pOJIb B IEPEBOJIE
reHeTHYeCcKOoi HH(POPMALUK C JPYTUX TEHOB U3
«uHcrpykumn» (JJHK) B «aetictBue» (6enok). ['oBopst
TOYHEE, ITOT T'€H YUaCTBYET B «CIUIAHCHHTE)» — CI0KHOM
npotecce oovenunenust yqactkos JJHK B npaBuibHO#
rocJeioBarenbHOCTU. [Ipy BOSHUKHOBEHUH «OIIMOKU B
KOJI€» MPOUCXOINUT HENPaBUIBHOE BBHIIOJIHEHHE
«uHCTpyKIuii». Takas omrbka MOXKET OTPa3UThCs Ha
(YHKIIMOHUPOBAHUM MHOTHX YacTell opraHnm3ma. B nanHbIit
MOMEHT IPOBOISITCS] HCCIIEIOBAHMS, YTOOBI TOYHO
OIIPEETINTH IPUYHHY TOSBICHHUS CHMIITOMOB.

Brepsrie PUF60 accormupoBaHHBIN CHHAPOM OBLT OIHCAH Y
omHoro enoBeka B 2013 roxy. B 2016 roxy yxxe nmenrch
nmauable o 20 gromsax. [To mepe pa3BUTHS TeHETHYECKOTO
TECTUPOBaHMs OyIyT BBISBISTHCS HOBBIE Cirydan. Tem He
MeHee, OYEBUTHO, YTO 3TOT CHHPOM OCTaHETCS PEIKOCTBIO.

OCHOBHbI€e NMpPU3HaKn

Hwuskuit poct w/wmu pa3Mep TOIOBBI MEHBIIIE CPETHETO
TpynHocTH B 00y4eHHN

3aboeBanus cepana

3aboeBaHus IIOYEK

3aboneBanus 11a3 (B TOM YMCIe KOI0O0Ma)
[Ipobnemsl ¢ TO3BOHOYHIUKOM

YT0 Takoe cuHApPOM MUKpogeneuuun 8g24.3,

M KaK OH cBsizaH ¢ PUF60 accoumMnpoBaHHbIM
CUHOPOMOM?

[posiBnenus cunapoma Mukpoaenenmu 8q24.3 (cunmpom
Verheij) u PUF60 acconnupoBaHHOTO CHHAPOMa BO MHOT'OM
CXOXKHU. DTO OOBACHICTCSA TEM, UTO Y JIFOACH ¢ MUKpOAEIenei
8924.3 oTcyTCTBYET 4acTh TeHETUUECKOr0 MaTepuaa Ha 8
XpOMOCOME, KOTOpast HEpeJKO BKIIFOYAET B ce0sl 4acTh WJIH BCIO
xonuto reHa PUF60. Tem He MeHee, JONOIHUTEILHO
OTCYTCTBYET TaKKe JIpyrasi 4acTh T€HETHIECKOr0 MaTepHasa.
[osTomy y mozeit ¢ mukponenernueii 8q24.3 moryr ObITh Ooitee
Cepbe3HbIE TPYAHOCTH B OOYYEHHH M 33JIEPIKKE Pa3BUTHSL, YEM
y moaeit PUF60 accollmMpOBaHHBIM CUHIIPOMOM.

Moyemy 3To npousowno?

Bo BpeMst OII010TBOPEHUS SHIIEKICTKH CIICPMATO30H,I0M
TCHETHYCCKUE MAaTCPUAIIbl 000MX POTUTEIICH COCIMHSIOTCS
BoeuHO. [Iporiece mepeaayn reHeTHUECKOW HHPOPMAIIUU HE
HICAJICH, ITOOTOMY MHOTJa B TCHECTUYECKOM KOJI€ BO3SHUKAIOT
ciyyaitHble MyTanuy, kotopbix HeT B JIHK pogureneit. Oto
O3Ha4aer, 4to, ecnu red PUF60 OyneT n3MeHeH BO BpeMs
OIUIOZOTBOPEHUS, OOJICH OyeT TOJIBKO PEOCHOK, HO HE €ro
poautenu. B Tom ciydae, eciau cam ponutens umeer PUF60
ACCOIMMPOBAHHBIN CHHAPOM, BEPOSITHOCTh POXKICHHUS y HETO
pebeHka ¢ ATUM ke 3aboneBanueM cocrasiseT S0% s
KaXk10i1 6epeMeHHocTH. Takoe HacIe0BaHUE HAa3bIBACTCS
ayTOCOMHO-IOMUHAHTHBIM. OHAKO B MEAUIIMHCKOMI
JUTEpaType Ha JaHHBI MOMEHT HE ONHCAaHbI CIydan
3a00eBaHMs OJIHOBPEMEHHO y POIUTENs U y pedenka. [lon

pe6eH1<a HE BJIMACT Ha BEPOSITHOCTH BOZHUKHOBEHHSA CUHApPOMaA.

MoxeT nu 3TO NPON30ONTU CHOBA?

Ecmu y pebenka ects PUF6(0 acconnrpOoBaHHBIN CHHAPOM,

a'y poOMTeNed ero HeT, BEPOSATHOCTh TOr0, YTO IIPU HOBOU
OepeMeHHOCTH cOOH B KOJIE TIOBTOPUTCS, COCTaBIISIET MEHEE
1%. OmgHAKO TEOPETUIECKH PUCK POXKICHHUS €IIIe OTHOTO
pebenka ¢ PUF60 accomuupOBaHHBIM CHHAPOMOM OCTAETCH.
[IprunHO# TOMY SIBIISIETCS pEKOE SBICHHE 11O HA3BaHUEM
TOHAJIHBIN MO3annu3M. B 3ToM citydae MyTaiyst pucyTCTByeT
TOJBKO B HEOOMBIIOHN YacTH SHIEKIETOK WK CIIEPMAaTO30H/I0B,
MOATOMY OHA HE ONPEAENAETCS P aHATM3E KPOBH POTUTEIIEH.
Uro06b! OnpenenuTs BEpOATHOCTH TIOBTOPHOT'O BO3HUKHOBEHHS
CHHIpOMa, HEOOXOJUMO OOpATHTHCS K Bpady-TCHETHKY.

NMpo6nembl co 340pOBbLEM

3abomneBaHus cepamna — Hauboee pacmpoCTpaHeHHAS
npobGiiemMa co 3710poBbeM Yy Jroneit ¢ PUF60
ACCOLMMPOBAHHBIM CHHAPOMOM. B 1enom s1u siroam uMeroT
XOpolllee 370POBbE.

| Cepaue

Jlety ¢ 3TUM CHHAPOMOM MOTYT UMETh IPOOIEMBI C CEPLEM.
WHorna BpoXkJEHHBIE TOPOKH CEPALIA MOT'YT 3aMETHUTh Ha
Y3U Bo Bpemst OepeMEHHOCTH, HO 3TO IPOUCXOIUT HE BCET/IA.

YV MHOrUX HaOmogaeTcs NeeKT MEeXKEeTyT0YKOBOH
MEPEropoaKH (OTBEPCTHE MEXKAY PABBIM U JICBHIM
Kemynoukamu). Tarke Bpad MOTYT BBISIBUTH CICAYIOLINE
npoOeMbl: Tetpaaa Pao (CoueTaHnue YeThIpeX CTPYKTYPHBIX
neeKTOB B cepare), KoOapKTalust a0pThI (Cy’KEHHE aopThl) HIIN
ATPHOBEHTPUKYJIAPHBII Te()eKT meperopoaku (OTBEpCTHE B
MIEPEropOIKaX MKy MPENCEPIUIMH U KETYTOUKaMH).

| Mouku

Jlet MOTYT POIHUTHCS C 3a00JICBAaHUSIMHU MOYEK, HHOTIA UX
OOHApY)XHBAIOT yXKe BO BpeMs OepeMeHHOCTH. CyIecTBYIOT
HECKOJIbKO BHJIOB BO3MOKHBIX MATOJNOIHI: OTCYTCTBHE MOYKH
(areHe3us1) WM ee HempaBUIbHAs GopMa (YIBOCHHAS UITH
MOJIKOBOOOpa3Hast). BaykHO OTMETHTH, YTO 3a00JIEBAHUS TOYCK
BCTPEYAIOTCSI IOCTATOYHO PEIKO.

n nasa u 3peHue

Y HEKOTOpBIX AeTel MeeTcst KoiToOoMa — Te)eKT TOM MU
WHOM YaCTH TJIa3HOM 000I04KH. Yalre Bee jKe BCTPeYaroTes
JIANTbHO30PKOCTh HJIH OJIM30PYKOCTh U KOCOTJIa3He.

n Mo3BOHOYHMK M KOCTU

Y HEKOTOPBIX JIF0/Ieit MOT'YT BO3HUKATh MPOOJIEMBI C
ITO3BOHOYHHKOM U IMO3BOHKAaMH, YTO Tpe6yeT JUHAMHUYECKOI' O
HAOJIIOICHUS, HO YaIlle BCEro HE MPUYHHACT CHITBHBIX
HeyznoOcTB. J[pyrast pacnpocTpaHeHHas nmpodieMa —
HCKpPUBJICHHE TI03BOHOYHHKA (CKOIMMO03). Takxe
3apErUCTPUPOBAH HEOOJBIION MPOLICHT JACTEH ¢ HAINYUEM
JIMIIHET O MaJIbla.

u CycTaBbl

XapakTepHa THIIEPMOOHIBHOCTH CYCTABOB. DTO MOKET
MPUBECTH K BBIBUXaM. VI3BECTHO O HECKOJBKHX CIydasx
BBIBHXa Oe/ipa y JIeTeu.

u KopMneHue

B pannem Bo3pacte y geTel 4acTo BO3HUKAIOT TPYAHOCTH IIpU
KOPMJICHUH, HO Y OOJNBIIMHCTBA OHH MPOJOKAOTCS] HEOMTO.
u Cnyx

Y HEKOTOPBIX JeTel MOT'YT OBITH MPOOIIEMBI CO CITYXOM. DTO
MOXKET OBITh CBSI3aHO C TIOPAXKEHHEM CIIyXOBOTO HEpBa,
CKOIICHHEM >KHIKOCTH 32 OapaOaHHON NEepPEeTOHKON
(3KCCyIaTHBHBIN CPETHII OTUT) WK 3aKYIIOPKOH YITHON
CepoH B Y3KOM CIIyXOBOM ITPOXOJIE.

n YepTbl NULIa N 0COGEHHOCTU Tena

Hern ¢ PUF60 accormupOoBaHHBIM CHHIPOMOM HE UMEIOT
XapaKTEePHBIX OCOOCHHOCTEH BHEITHOCTH. TeM He MeHee, Y
HEKOTOPBIX OTMEYAIOTCsl aCHMMETPHSI JIMIA, TOHKAsi BEPXHSS
ry0a, n30BITOYHBIN POCT BOJIOC HA JiIE. Takke y HUX MOTYT
MOSIBUTHCS] HEOOIBIIIE TIONNIBI HITH SIMKH Ha JIUIE, IIEH 1
BOKDYT yHIEH.

[ | HepBHasa cuctema

YV HeOOonbIIOro YKca AeTe UMEIOTCS CYI0POTH HITH
0COOEHHOCTH CTPOCHHS T'OJIOBHOT0 Mo3ra. OnHaKo y
OOJIBIIMHCTBA CEPHE3HBIX HEBPOJIOTMIECKUX POOIIEM HET.



