Understanding
chromosome
disorders

Unidue

Heaemusa 13¢g

rarechromo.org



HcTounnku

" CCBLIIIKH
TekcT copep:kut
CCBIIKH Ha
CTaThH,
OITy0JIMKOBaH-
HbBIE B
MeEIUIIMHCKOM
JUTEepaType.
Mwmsa aBTopa u
Jata
myOIuKaIu
yKa3aHbl IS
TOMCKa
OpPHUTHHAIIHHBIX
CTaTeH MIIM X
aHHOTAILIMHA Ha
caiitre PubMed.
IIpu xenanun
BBI MOJKETE
03HAKOMHTBCS C
AHHOTAIUSIMH U
KJIIOUEBLIMHU
CTaThsIMH Ha
caitre Unique.

Hctounuku u3
0a3bl JaHHBIX
Unique u
OIIPOCHI, B
KOTOPBIX
Y4acTBOBAIIU
cembu Unique,
IIOMEYEHBI KaK

U.

Heneuus 13q — 370 penxoe reHeTHuecKoe oTkiIoHeHHe. OHO O3HAYaeT,
9TO OBUI yTpaueH TeHeTHIECKHH MaTeprall B OJJHOU U3 46 XpOMOCOM.
Kaxk npaBuiio, morepst reHeTHYECKOT0 MaTepralia YBeIIMUHBaeT PUCK
BO3HUKHOBEHHS TaKUX MPoOIeM, KaK BPOXKACHHBIE TOPOKH U 33AEPXKKA B
pasButuu. B ciyuae genenun 13q B OCHOBHOM Bce 3aBHCUT OT TOTO,
CKOJIBKO MaTepHaia ObUIO HOTEePSHO U M3 KaKOH YacTH XPOMOCOMBI.
Cexsenunponanue JIHK u uccnegosanue 13-i XxpoMoCoMBl,
ony0sukoBanHsle B 2004 roay, mokasaid HU3KYIO OOIIYIO INIOTHOCTh
T€HOB, 0COOEHHO B ABYX 00JIACTSIX, COOTBETCTBYIOIIUX ydacTkaM 13q21
u 13q31.

XPOMOCOMBI — 3TO MUKPOCKOITMYIECKH HEOOIBIIINE CTPYKTYPHI B sApE
KJIETOK OPraHU3Ma, KOTOPbIE HECYT TeHeTH4ecKyIo nHpopmaruo. OHH
OBIBAIOT PAa3HBIX pa3MEPOB U, KPOME MOJIOBEIX XpoMocoM (nBa X y
neBodek ¥ X U Y y MaJbuMKOB), OHU IIPOHYMEPOBaHsI OT 1 10 22
MIPUMEPHO 10 pa3Mepy OT HaubobIleH 10 HanMeHbIeil. Kaxnas
XpOMOCOMa UMeET KOpoTKoe (p) u auHHOoe (q) mwievo. [Ipu nenennu 13q
TeHETHUYECKUI MaTepHan yTpadnuBaeTcs N3 JUIMHHOTO IUIeda OTHOI U3
IByX 13-x xpomMocoMm.
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[Ipumevanust mo aeenuu MexIAy y4aCTKaAMU
13q12 n 13q14.1

Coo01manock 0 IATH MJIaJCHIaX ¢ HeOOIbIION MoTepel TeHEeTHYECKOTO
MaTtepHuaiza MeXIy HEeHTPOMepoii (TOUKOH, B KOTOPOI BCTpEUaroTCs
KOPOTKHE H JJIMHHBIC IIJIEYH XpOMOCOMBI) 1 yyacTkoM 13q14.2, rme
pacnonoxeH reH RB 1, KOTOPBIi 3aIIUINACT OT PETHHOOIACTOMBI —
3JI0Ka4ECTBECHHON OITyXOJIM CETYaTKU IJ1a3a. Y 3THX Jitofel red RBI He
TIOBPEXIEH, IOATOMY OHH HE ITOJIBEPIKECHBI PHCKY Pa3BHTHS
PETHHOOIACTOMBI WITH OITyXOJIEH B IPYTUX YacTAX Tena
(octeocapkoma). OHAKO €CIT TOYKa pa3pbiBa HAXOAUTCS PAIOM C
reHoM RB1, M ciemyeT peryisipHO oOcie10BaThCs Ha IIpegMeT
HaJIMYHSl pAaHHUX IPU3HAKOB POCTA OIYXOJIH.

W3 noctynHOl orpaHnYeHHON HHPOPMALIUE MOXKET MOKA3aThCs, YTO Y
JIIOJEH ¢ Aenenued XpOMOCOMBI HET MOBBIILIEHHOI'O PUCKAa aHOMAJIUH,
3aTparuBaroOIIMX IJIABHBIE OPTaHbl, BKIIOYask CEPLE, JIETKHUE U MOYKH.
OpHako y omHOTO pebeHKa ¢ Mo3anyHoH nenenueit mexay 13q12.1 u
q12.3 6p1na ruaponedanys, I30BITOYHAS JKUAKOCTH B MO3Te; Y peOeHKa
¢ nenenueit 13q12.1-q14.1 6pu1a MuKponedanys, HeOOBIMHO MaleHbKas
TOJIOBA M MO3T.

B Teuenne GepeMeHHOCTH BCe MOKa3aTeH ObUIM B IIPeiesiaX HOPMBI, 1
BeC peOeHKa MPH POXKACHUH B CPOK TaKKe OBLT B TIpefieax HOPMBL, OT
3150 r no 3656 r. B nocieponoBoii nepuos y IByX AeTeil pa3Buics
Mapany JIMIEBOT0 HEPBa, a Y OJHOM IeBoUKH ¢ Aenenueit 13q12.2 6p11
oOHapyxeH cuHApOM MEbnyca — OKU3HEHHBIA apajiiny JUIEBOTO
HepBa, KOTOPBII MeLIaeT AETSIM HOPMAJILHO COCATh WM ITUTAThCS, &
B3POCIBIM — YIIBIOATHCSl MIIH XMYPHUTECS. [IpH4nHOi 3TOMy MOXKeT OBITh
HE0Pa3BUTHE ABYX BaKHBIX HEPBOB — IIECTOTO M CEABMOTO YEPEIHBIX
HEPBOB.

OpiHa IeBOYKa, y KOTOPO#i OblIa IMarHOCTHPOBAHA JAENEIHs Ha y4acTKe
13q12.1-14.1 6puta HU3KOTO pocTa. [lpyras geBouka ¢ aeienuei Ha
yaactke 13q12.1-12.3 6puta HOpManbHOTO pocta. [IpobiaeMsr ¢
KOpMJICHHEM OBUTH BBISBIICHBI Y 000MX JAE€BOYEK C INIOXUM COCAHHEM
rpyan. Y OJHOMH U3 HUX TPYAHOCTH C IUTaHUEM YCHIIMBAJINCH U3-3a
MAaJICHBKOH YeITIOCTH, SI3bIKa M BBICOKOTO HeOa. Y 0JHOTO pedeHKa
TPYIHOCTH IPH KOPMIIEHHHX OBLIN PEIIEeHBI C IIOMOIIBI0 BBEICHHS
racTPOCTOMUYECKOH TPYOKH IJIsl IPSIMOTO MOIAAaHUs €/IbI B JKEIYIOK.
Wndopmarmu o mporecce pa3BUTHS JeTel HEMHOTO, HO Y IBOMX JeTEH-
y4acTHHKOB Tpymnsl Unique Oblna BBISIBICHA 3aepXKKa pa3BUTHL. UTo
KacacTCsda NOABUXKXHOCTHU, AE€TU HAYUHAIN IEPEBOPAYUBATLCA B 5-6
MecsiIeB, cuieTh B 7-10 Mecsies, a oauH peOeHOK Havyaia XoIuTh B 20
MecsIeB. Y ofHOTo pebeHKa Oblna THarHoCTHPOBAaHa THIIOTOHNS,
MBIIIEYHAs! BAIOCTh. YTO KacaeTcst oOmmeHns, ouH pedeHOK ¢ aenennent
Mexay yuactkamu 13q12.3 u q14.1 npousnec cBou nepBbie cnosa B 18
MECSILIEB, a K YeThIPeM T0JIaM ero CJIOBapHbI 3armac COCTaBHII
HECKOJIBKO coTeH cioB. O rofoBaioM pedeHKe ¢ JeTeliei Mex Iy
13q12 1 q14.11 coo6m1anock, 4To OH 00JIaIaeT KOTIHYHBIMHA HABBIKAMU
OOILICHUS.

(Palmer 1987; Slee 1991; Drummond-Borg 2002; U)

IIpumeuanue o gesennn 13q Ha yyactke ¢ q14.3
no q21

VY mozeit ¢ Takoit nenenueit yamie Bcero MEKTCS MPOOIEMBI C
00y4eHHEeM TOJIBKO JIETKOHM WM YMEPEHHOW CTENeHHU, He3HAYUTEIbHbIC
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BPOKAEHHBIC Ne(heKTHI U 3aiepKKa pocTa. HemaBHO OBIIH MOTydeHbI CBECHUS O
MIPaKTUYECKU 30POBOM pEOEHKE ¢ TaKOil Jeerueil: B IETCTBE Yy HEro 0TMEYaoch
OTCTaBaHUE B (PU3HUECKOM Pa3BUTHHM, HU3KHH MBIIIECUHBIH TOHYC M IPOOIEMBI C TUTAHUEM.
Ero ocHOBHEBIE STambl pa3BUTHS IPOXOAMIIN C 3aJIep>KKOH, HO OH Havall IIepeBOpaunBaThes B 4
MecsI[a, CaMOCTOSITETEHO CAIUTECS B 8 MecsIeB U XomuTh B 22 Mecsa. [Ipu obcnenoBanuu
ObLIa BBISIBIICHA MaJICHbKAsI JIeBas IIOYKa, HO Pe3yIbTaThl APYTHX UCCIECIOBAHH ObLIN B
npezenax HopMbl. ETo yMCTBEHHOE pa3BUTHE U pedeBble HABBIKK OBLIN TAKOKe B Ipeenax
HOpPMBEI, U K 4 ronaMm ero 1Q coctasmn 120. [IpuunHON HOPMAIBHOTO Pa3BUTHS 3TOTO peOeHKa
CTaJIo TO, YTO €r0 XPOMOCOMHAsI JIeEIMs, BBIIBICHHAsI IPH aHAIN3€ C UCTOIb30BaHUEM
HOBBIX MUKPOUHIIOB «CBEPXBBICOKOTO pa3pelIeHus» o] HazBaHueM ROMA
(perpe3eHTaTUBHBIIN aHAIN3 C MCIIOIBb30BaHUEM OJUTOHYKIICOTHIHBIX MUKPOYHIIOB),
OKa3ajlach He HENPEPBIBHOM, a COCTOSIILCH U3 IBYX OTJCIbHBIX JEJICIHUNA B «T€HHOMU ITyCTBIHE)
Ha XxpoMocoMe 13q. FI3BeCTHO TOJIBKO, YTO OH MOTEPSUT LIECTh NACHTU()UIMPOBAHHBIX TEHOB,
U HU OJIMH U3 HUX HE MMEeT KaKOro-JIH00 M3BECTHOTO KIMHUYIECKOTO 3HAUCHNSI.

(Nielsen 1977; Brown 1993; Dunham 2004; Jobanputra 2005; U)

“ Vcaax oueHb OCTPOYMHBIH U TBOpUecKuil. OH yMeeT KaTaThCsl Ha BEJOCHIIe e, OeraTh U
urpathb B pyr00I1, €ro MOTOPHBIC HABBIKHM Pa3BUTHI HOPMAJILHO, HO OH HEMHOTO OoJiee
HEYKIIIOXKUI, YeM Jpyrue IeTH ero Bozpacta. Ero mMenkas MOTopHka pa3BuTa HOpMajibHO, U
OH MOXET MPOU3HOCUTH N0 OyKBaM U MUcaTh cBoe UMsA. OH MOXKET CKJIaIbIBaTh HEOOBIIE
qHciIa U paccykaartb. Hanpumep, eciii OH He MOXKET MPaBIIBHO IPOU3HECTH CIOBO, OH
CKaXeT «5 He BbICTIAJICS IPOLLION HOUbIOY. » _ 4 200a

IIpumeuanue o gesennu 13q ¢ q21 mo q22

O¢unuansHOro 0030pa Aenenyn Ha yyactke 1392122 He mpOBOAMIOCH, HO B MEAUIIUHCKOMN
JIMTEpaType UMEeeTCs IeBATh OTYETOB, U B Unique eCTh BOCEMb y4aCTHUKOB C JeNelUeil YacTH
WM BCEX ITUX Y4aCTKOB, TAKUM 00pa3oM, BCEIO HaM U3BECTHO O CEMHALATH TaKHX CIydasX.
B03MOXXHBIX pa3IM4uii 10BOJIBHO MHOTO, M Y HEKOTOPBIX JeTel, 10-BUANMOMY, IPOOIEMBbI
MPOSIBISIIOTCS B HE3HAUMTEILHOM CTENEHH, OHH CHIIBHBI U 3I0POBBI. DTO OTHOCHTCS U K TEM
JIETSIM, YbH CIIy4aH OITHCAaHbl B MEIUIIMHCKOM JIUTEpaType, B KOTOPO HabmoaaeTcs
€CTECTBEHHBIH YKIIOH B CTOPOHY JieTel ¢ GoJiee TSHKeIbIMH CUMITOMAMH. DTH Pa3iIMuus,
BMECTE CO CBEACHUSMH U3 MyOIMKAIMH 110 HOJHON MOCIEA0BATeILHOCTH 13-if XpOMOCOMEI, B
KOTOPOI#1 moka3zaHo, 4To 13q21 — y4acTok ¢ 0ueHb HeOOIBIINM KOJIMYECTBOM T'€HOB,
MO3BOJIMJIM MIPEJIIIOJIOKHTb, YTO JIeIEIMs Ha yuacTKe HauuHas ¢ 13q22 BbI3bIBaeT Oonee
CEePbE3HBIC TOCIIE/ICTBHSI.

VY nByX B3pOCTBIX JIIOAEH ¢ Aenenuei Ha ygactke 13q21 He ObLIO 3aMEYeHO HUKAKHX
OTKJIOHEHHMI1, KpOME YacCTOTbI BBIKMBIIICH ITPU MOTBITKE 3aBECTH JICTCH. Y OJHOTO YeIoBeKa C
Mo3anyHo# aenenueit 13q21.2q22 (HopMasbHbIE KJIETKH COCYIIECTBYIOT € KIETKaMU C
nernenueit 13q) equHCTBEHHOI aHOMaueit ObLIO YABOCHHE MOYKH, APEHAXKHAS CHCTEMA [OYeK
BCTpEYaIach B ABYX DK3EMILLIPAX.

Cpenu oCTalbHBIX JACTEH BEC MPH POKICHUH, KaK MPABHJIO, OBLT HU3KUM, 32 HCKITIOYCHUEM
OJIHOTO ClTy4asi, KOTJla BeC B HOPMaJIbHOM JIHala30He UMEJ MECTO TOJIBKO B TOM ClIydae,
Korza Habop XpoMOCOM ObLUT MO3aUYHBIM (KJIETKH ¢ HOPMaJIbHBIMH XPOMOCOMaMHU
COCYIIIECTBOBAJIHM C KJIETKaMH ¢ aenenuerd 13q). 3atem 1eTu 00bIYHO pOCiIy U IPUOABIISUIH B
BECC MCJICHHO, TaK YTO B UTOI'C pOCT 6])1.]'[ HEBBICOKHM, Halll€ BCETO OHU BXOOAT B TPHU
MPOLEHTa CAMOT0 HU3KOTO HACENICHHUS 10 POCTY.

Cpenyt onHMCaHHBIX 3a00JI€BaHUH Yallle BCEr0 BCTPEYAOTCS PELHIMBUPYIOIIIE
peCIUPATOPHBIC HH(I)GKLIPIH. MHorue MJIQJICHIIBI UCTIBITBIBAIOT TPYAHOCTHU C COCAHUEM U
IIOTaHUEM U ITOABEPIKECHBI aCHHpauHOHHOﬁ IMTHEBMOHUH. Y HEKOTOPBIX ﬂeTeﬁ pecnupaTopHbIC
3a0071€BaHUs yCYTyOISIOTCS TEM, YTO FOJIOCOBBIE CBA3KHU U / MU JBIXaTEJIbHOE FOPIIO
IPE3MEPHO MSITKHE H CKIIOHHBI K KOJUTATICY (JIApHHTOMAIISIHS, TPAXEOMAISIH). Y OJHOTO
pebeHka - ygacTHHKA Tpynisl Unigue Oblna MeMOpaHa TOPTaHH (TOHKAs IUICHKA,
COEUHSIONIAS TOJIOCOBBIE CBSI3KH B TOpTaHu). JBa Mainsimia u3 Unique Hy>KIaIuCh BO
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BPEMEHHOH TpaxeocToMHH (TpyOKe, BCTABICHHOH B ABIXaTEIBHOE TOPII0), YTOOBI BO3MYX U
KHCIIOPOJ] MOTJIH TIOTIacTh B JIETKUE. Y OJHOMN JEBOUKH Tpaxes (JbIXaTelbHOE Topiio) ObLIa
OYEHb MaJIEHbKOH, HO K YETHIPEM I'0J]aM OHA HOPMAJILHO JbIIIaia 0e3 TpaxeoCTOMUUECKOH
TpyOKH, HECMOTpS Ha acTMy. Y Ipyroro pedeHka, KOTOPBIH Hy>KIaJICS B TPAXEOCTOMHUH, OB
KOJUIAIIC JIETKOTO.

YV HekoTophIX fereil ¢ aenenueli 13q Obl1a 0OHAapY)KeHa aTpe3usl IBCHAALATHIICPCTHON
KUIIKH (TIepBast 9acTh TOHKOH KHIIKK HE Pa3BUIACh JODKHBIM 00pa3oM, IOITOMY
COIEPKHUMOE XKeTyKa He MOXKEeT IIPOHTH depes Hee). Y NeTel ¢ aTpe3nei
JIBEHAALATUIIEPCTHOM KUIIKK ObLIa Takxke oOHapyxkeHa 0ose3ns [ upmmpynra. [Tpu Oone3suu
T'upmmnpyHra HepBHBIE KIIETKH, KOTOPBIE OOBIYHO KOHTPOIUPYIOT JBHKEHHE TUTATENbHBIX
BEIIIECTB Yepe3 KHIICYHHK, OTCYTCTBYIOT B OIIPEIENICHHBIX OT/eax. M3 ceMHaanaTy 4eIoBex
¢ nenernmeit 13q21q22 y Tpoux OblIa aTpe3ust IBEHAaINATHIIEPCTHOW KHIIKH.

VY nereii ¢ neneuneit 13q MOTyT BO3HHKHYTH IPOOJIEMBI €O 3peHHEM. B 3Toii rpymme yuig
YaIe BCero HabIro[aoch HeMpaBUIbHOE BEIPABHUBAHNE 3PUTENIBLHBIX Ocel (cTpabu3Mm,
Kocoryasue). Y omHoro pebenka c nenernuei 13q21.2q22 6bimn c1abo pa3BUTHI 3pUTENIBHEIC
HEpBHL. B Takux cirydasx 3putensHas QyHKIHS BapbUPyeTCs OT HOPMaIbHON 10 HApyIIEHHOH
BILIOTH JO HECIIOCOOHOCTU BOCIIPHHUMATH CBET. Y IBOMX A€Tel ObLIa 3HAUUTENIbHAS OTEePs
CllyXa, IOTOMY M HEOOXOAUM CITyXOBOI1 ammapar.

K 3aboneBanunsiM, BCTpeyaromuMcsl Y HEKOTOPBIX A€Tei, OTHOCATCS CYOPOKHBIH CHHIPOM H
KOCOJIATIOCTh JIETKOH cTeneHH (aedopmanus cTomsl). YacTo HaOIr01aeTCs MAaTOIOTHIECKUHA
HPHUKYC, a TAKXKE JTUITHNE WIH HEJOCTAIONIHE 3yOBl.

Yro kacaercst HOBECHNS, TUIICPAKTUBHOCTD SIBISIETCS] CAMOW paclpoCTpaHEHHOH yKajIo000H.
Ilo maunnsIM Unigue, HOBOPO>KAEHHBIE MOT'YT UCIIBITHIBATh TPYAHOCTH C MUTaHUEM,
cocaTebHBIN pedIiekC MOKET OBITh HETOCTATOYHO PAa3BUT WIHM MOKET HaOIIOAThCS €To
HoJHOE OTCyTCTBHE. J[eTsaM ¢ racTpodsodareaabHBIM pedIIoKcoM TpeOyeTcsl BBEICHHE
HazoractpansHoii (HI') mimu racrpocromudeckoit TpyOkH (CHenuanbHOM TpyOKH,
MO3BOJIAIONIEH OCYIIECTBIATH KOPMIIEHHE HANPSIMYIO Yepe3 CTOMY B JKEIyZIKe) B IEPHOJ
minagendectBa. OnHa geBouka ¢ aenenuei mexnay 13q21.1 u 13922, xotopoit TpeboBaach
HI tpyOka, K ceMu rogam CMOrJia MUTAThCs caMa.

Yro Kacaercs pa3BUTHsI U CHOCOOHOCTH K OOYUSHHUIO, OZMH MOJIOJION YEJIOBEK U €ro MaTh C
JIeNenreii Maroro KOJIM4ecTBa FTeHETHUECKOT0 MaTepraia Ha ydactke 13q21q22, ciayuan
KOTOPBIX ONHMCAHBI B MEAUIMHCKOI INTEepaType, OTBEYaIN BCeM IapaMeTpaM HOPMaJIbHOTO
pa3BUTHS, a y IBOMX AeTel ¢ nenennerd 13q21q22 Habmoganock aumb HeOOIbIIOE
orcraBanue B pa3Butuu. CeMbu Unigue cooOImaroT 00 OTCTaBaHWU B pa3BUTHH Ha 1-2 rofa,
P 3TOM HaBBIKM YTEHHUS U MTCbMa HOSBISIIOTCS HA PAaHHUX 3Taax MIKOJIBHOTO 00yYeHHS
(mexnay 6 u 8 romamu). B Gonee panHel MeANIIMHCKOM JIUTEpaType, B KOTOPOit OBLIO MPHUHATO
MPUBOJUTH NOKa3aTenb 1Q, ykazaHsl 3HaueHus ot 61 no 74.

HeonnokpatHO 0TMEUanoch, uto AetH ¢ aenenueid 13q21q22 ucnbIThIBaIOT 0cOOBIe
TPYJHOCTH C YCTHOH peubio, a (POPMHUPOBAHUE IKCIPECCHBHON PEYH OTCTaeT OT YMCTBEHHBIX
UM KOTHUTHBHBIX HaBBIKOB. OTIBIT Umque ITOKa3bIBACT, YTO CYLIECCTBYIOT 3HAYUTECIIbHBIC
WHUBUIyabHbIEe PA3JINIHsi OTHOCHUTENBHO dTana ()OPMHPOBAHUS MEPBEIX CJIOB (MexIy 12 1
41 mecsimamn). Y oxHOTo pebeHka c menermeit 1392122 ucnonb30BaHUe KECTOB U
TOBOPSIIIIET0 KOMITBIOTEpA CIIOCOOCTBOBANIO Pa3BUTHIO (h)Pa30BOi pedr, OOLIMPHOTO
CJIOBapHOTO 3araca U HaBBIKOB OOIIICHHS.

Ecnm roBopuTh 0 NOABIKHOCTH, faHHBIE Unigue TIOKa3bIBAIOT, UTO Y JeTel HaOmoaaeTcs
3aj7iepKKa pa3BUTHS cpefHel crenenu. Tak, JeTH HAYWHAIOT IepeBOPadMBaTECS MEXKTy 8 1 18
MecslaMu, cueTb — Mexay 9 u 20 mecanamu, nonszat — Mexay 7 1 30 mecauamu, a
X0auTh — Mexny 16 u 36 Mecsiuamu. J{1g G0NbIIMHCTBA IeTel XapaKTepeH I'MIIOTOHYC
(TTIOHV>KEHHBIM MBIIIEYHBIH TOHYC, O0IIas BAJIOCTH), Y IBOUX AeTel Oblia aTakCHs H, Kak
CJIEJICTBUE, HEYCTOWYMBAs TIOXOKA.

(Noel 1976; Toomey 1978; Couturier 1985; Onufer 1987; Tranebjaerg 1988; Dean 1991;
Kotzot 1991; Khong 1994; Jobanputra 2005; U)



IIpumeuyanus no aenenun 13q mexkay yuyacrkamu 13q31 u 13q34
Hukakoro opuIHaibHOT0 UCCIETOBaHMs JIFOIeH ¢ OTHOCUTEIFHO HeOOJIbIIOH Aenenneit
XPOMOCOMHOT'0 MaTepHaja y KOHLA JUTHHHOTO Iuieya 13-if XpOMOCOMBI HE IPOBOJUIIOCE.
OpHaKo B MEAUIMHCKOM INTEpaType OIICAHO CeMb TAKHX CIIydaeB, 8 HA MOMEHT
COCTaBJICHMS JaHHOI Oportops! B Unique 3apeTHCTPHPOBAHO CEMb YIaCTHUKOB C JJAHHOH
Jenennei, caMoMy ctapiemy u3 KoTopbix 10 et. B o0mieii ci10)KHOCTH, Yy MATEPHIX YEeTOBEK
Habmronanace aeneuns Mexay 13932 u q34, y I1BOUX TOUKa pa3phiBa HAXOIUIACH MEXIY
13933 u q34; y ocTanbHBIX IeTeH TOUKU pa3phIBa OBUIN B APYTUX MECTax.

B pamxax maHHOM IpYyNIBI U3 YETHIPHAIATH YEOBEK HAOIIOAAIUCH CYIIIECTBEHHbIE
pas3nuuns, 0cOOEHHO B TOM, Ha KaKU€ OPTaHbl MOBIMsNA JeTelys. Y HOBOPOXKICHHBIX HE
HAOJFOTAJIOCH HUKAKUAX MPOOJIEeM ¢ Cep/IleM, OJJHAKO Y OJTHOTO pedeHka ¢ aenenpeid 13q32-34
TIPY POXKAECHUN OBUIO OTKPBITO OBATEHOE OKHO MEX/y BEpXHUMH KaMepaMy cep/ria, KoTopoe
BIOCIIECTBHH CaMO 3aKpBUIOCh. JIeTKHe Takke OBUIH 3J0POBbI, MHOTHE PECTIHPATOPHbIE
nH(EKIMY, THIHYIHBIE IS IETeH C APYTUMU XPOMOCOMHBIMH OTKJIOHEHUSIMHU, OTCYTCTBOBAJIH.
Hukakux naToyoruii B mouykax 1 MOYEBBIICIUTEIBHON CHCTEME BBISIBIICHO He OBLIO, HO Y
onHoro pedeHka ¢ nenenueit 13q33-34 madbnronancs pediokc (00paTHBI TOK MOYH U3
MOYEBOTO ITy3bIPsI B IOYKH) U YacThle HHG)EKINH MOYEBBIBOASAIINX ITyTEH.

AHOMaJIMH MO3Ta BCTPEYAJINCh Yallle U OBUIN BEISIBICHBI y CEMEPBIX JeTeil (KaXJ0ro BTOporo)
BHE 3aBHCHUMOCTH OT TOYKH pa3pbIBa B XpOMOCOMe. Y JIBOMX HOBOPOIKJCHHBIX OTCYTCTBOBAJIO
MO30JIICTOE TET0, KOTOPOE COSAUHSET [BA MOMYIApHs MO3Ta; elle y ABOUX ObliIa
JMarHOCTUPOBaHA ceMHUII00apHas roIoNpo33HIedays, MOPOK Pa3BUTHS TOJIOBHOTO MO3Ta,
IIPY KOTOPOM J[Ba ITOJIyIapHs pa3/iesicHbl He TI0JTHOCThI0. Y JIBOMX JieTeil Haburonanach
ruapornedanis, XapakTepH3yIOIascsl CKOIUICHHEM CITHHHOMO3TOBOH JKHUAKOCTH B TpeOyromas
LIYHTUPOBAHUS; Y OAHOTO peOeHKa onrcaHa aTpodust TIOOHOH 0K TOJIOBHOTO MO3Ta, eUle y
OJJHOTO — HapyIIeHHEe KPOBOCHA0XKEHUs MO3ra. Y OJJHOTO U3 AeTeil Obuio sHuedanonene, npu
KOTOPOM YacTh TKaHeH Mo3ra BBICTYIIAaeT Hapy)Xy 4epe3 oTBepcTHe B ueperne. CunTaercs, 4to
Ype3BBIYAHO MAITBIX Pa3MEPOB TOJIOBA M MO3T SIBISIOTCS TUIIMYHBIMU JUTS JIETEH, POKICHHBIX
C IeNenusMH Y KOHITa XpOMOCOMEI 13q, 11 OHU ObITH OOHAPYKEHBI Y YETBEPHIX IETEH; OJJHAKO
pa3mMep roJIoBHI y ABOMX JeTel (0e3 ruapouedanuu) mpuoImkaIiuch K BEpXHeH TpaHHIe
HOPMBI.

Y Manp4mKoB ¢ Aeennei y KoHna 13q HHoT/1a BOSHUKAIOT aHOMAJIMH Pa3BUTHS T€HUTAINH.
CornacHO CBEICHUSIM U3 METUIINHCKON JINTepaTyphl, TAKUE aHOMAIMH BCTPEYAIOTCS y TPEX U3
IISITH MAJTBYUKOB. CHEKTP aHOMaJIMH TOBOJIBHO IIMPOK: OT HEOMYIIEHUS SUYEK MPU POXKICHUN
JI0 TeHUTANNH HeompeaeneHnHoro tuna. OJHako HHU y OHOTO U3 YETBEPHIX MAIUUKOB,
3aperUCTPUPOBAHHBIX B Unique, He ObUTO0 00HAPYKEHO aHOMAJIMI Pa3BUTHS TCHUTAINH, U,
BO3MOJKHO, OI[EHKH YacCTOTHI IAHHOTO SIBICHUS B MEJMIIMHCKOI JINTepaType SBISIOTCS
HECKOJIBKO MPEAB3STHIMU.

ATpesns aHyca WM CTEHO3 3aHETO IPOX0/ja BCTPEUAIOTCs y AeTell ¢ yTepeil KoHIa
xpomocoMmsl 13q, 1 ObUTH OTMEUEHBI y 0JJHOTO pebenka ¢ nenenueit 13q32-34. YV nBounx
JPYTUX JieTeil aHanbHOe OTBEPCTHE ObLIO PACIION0KEHO HEOObIYaiHO OJIM3KO K HepeaHei
CTOpoHe Tena. B maHHOM cirydae y neTei, 3aperucTpupoBaHHbIX B Unigue, Takke HIYETO
MoTI0OOHOTO 3aMeUeHO He OBLIO.

V nereit ¢ nenenueit 13q yacTo HabMOAIOTCS MaJIeHbKHE MIIM OTCYTCTBYIOIIHE OOIbIINE
NaJblibl, OJHAKO 1'[0]106H]>Ie AHOMAJIMHM 3aME€YCHBI TOJIBKO B Cl1ydasX, OIIMCAaHHBIX B
MEIUIMHCKON JIUTeparype: y onHoro pedenka ¢ menenueii 13q31-32 u y apyroro ¢ genernuei
13q31.2-34. Jleteii, 3aperucTpupoBaHHbIX B Unique, TaHHas aHOMAIHS TaKkXKe HE 3aTPOHYJIa.

PasBurtue

IMoTepst y4acTKOB XpOMOCOM OKa3bIBaeT Hanboiee cTolkuii 3¢ ekt Ha pa3BuTHe pedeHka. Y
BCeX JieTel ObLIM 0OHAPYKEHBI 3a/IeP>KKU B PA3BUTHH PA3HOI CTEIIEHH BBIPAKCHHOCTH, XOTS
y onHoro pedenka-yuactauka Unique ¢ neneuueii 13q33.2-34, KOTOpBI Hauall XOOUTh B
Bo3pacTe 16 Mecsues, 3aepKKa MOTOPHOTO Pa3BUTH ObUIa HECYIIECTBEHHOH. lpyrue netu
YK€ MOTJIM CHAETH KO BpEMEHH CBOETO IEPBOTO JHS POXKICHHS ¥ HAYMHAIN XOJUTh K Hadyary
JOIIKOJIBHOTO BO3PAcTa, XOTS 3TO HaOIIOAJIOCH HEe BO BCeX Cirydasx. YeTkol cB3n
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MeXIy 00beMOM IOTEPSIHHOTO I'EeHETHYECKOT0 MaTepuala i MOTOPHBIM Pa3BUTHEM HE
MIPOCIISKUBACTCS, TAK KaK Y JBOHMX JETeH ¢ Upe3BBIYAHO CXOKUMHU MEXKIY co00i TOUKaMH
pa3pbIBa XpOMOCOMBI TT0Ka3aTeIl MOTOPHOTO Pa3BHTHS HAXOMIINCH Ha PAa3HBIX KOHIAX
crekTpa. Y mATH JieTeil Obliin 0OHapy)KeHBI HapYLIEHHS TOHYCa MBIIIL, Y YETBEPBIX U3 HUX —
BSUTOCTb (MBIIICYHASI TUIIOTOHKS ).

V nereii Taxoke HaOMIOAANNCE 3aJICP)KKU B OOYUEHUH, H, XOTS UX MacIITad CIOXKHO ONMHUCATh B
TOYHOCTH, B OCHOBHOM OHH OBIIH IOBOJIGHO 3aMETHBIMH. Pa3BuTne peun Taroke ObUIO
3aMEJUICHHBIM: JIETH HAYMHAJIN FOBOPHTH OTACIbHBIMH CJIOBAMHU TOJIBKO K IIEPHOLY PAHHETO
oOyuennst. Kak MUHUMYM OZIMH peOEHOK ¢ CYIIeCTBEHHOH 3a/Iep)KKOH peueBOro pa3BUTHS MOT
O0OBSCHATH )KECTaMH, YTO eMy HY>KHO.

VY nereii ¢ genenueit 13q oObIYHO He HAOMIOJaETCS HAPYLICHUH CiTyXa, HO y OJHOTO peOeHKa C
norepelt yuactka 13q31-33 6b110 00HAPY)KEHO HApYILICHHUE CIyXa TSDKEJIOW CTENEHH C
aHOMaNVSIMU Pa3BUTHS YIUTKU B 000UX YIIax; y APYroro — KOHIXYKTHBHAs TYTOYXOCTb,
KOTOpast OOBIYHO SIBJISIETCS CJISICTBUEM ITOBTOPHOTO 3apakKeHUs! YITHOW HH(EKIeH y nerel ¢
XPOMOCOMHBIMH OTKJIOHEHUSIMHU WK 6€3 TAKOBBIX.

Y GoNBIIMHCTBA JeTel ObIII0 HOpMalTbHOE 3pEHHE, OJJHAKO Y TPOUX HAOJIOJaINCh 3aMETHbIE
HapymeHus 3penus. CeTdaTka 000UX T1a3 OAHOTO U3 JieTel Obu1a fedopMHUpoBaHa, 4TO
IPHUBEJIO K CIIENOTE; y IPYroro pedeHka He HalIo1aIoch CTPYKTYPHBIX aHOMAJINIT T1a3a, HO
MO3T HE BOCIIPUHUMAJI 3pUTENbHYI0 HHMopMalmio. TpeTuii peGeHOK poJuiIcs ¢ rIa3aMu
HeOOJIBIIOro pa3Mepa 1 1eGeKToM pa3BUTHS PagyKKH (IIBETHOM YacTH Ii1a3a). Y KakIoro u3
9THX JeTeil ObLIa enelys, HadyrHaroImasncs Ha yuactke 13g31.

KopM.nelme U NMUIICBAPECHUE

HekoTopsle AeTH poKIaloTes ¢ HeI000pOM Beca, XOTS 3TO HaOII0AaeTCs He y BeeX.
BonbmmHCTBO ieTeit ¢ XpOMOCOMHBIMH OTKJIOHEHUSIMH HCIIBITHIBAIOT TPYIHOCTH C TUTAHUEM:
MHOTHE ceMbH coolmmamu Unique o cnaboM cocatelbHOM pediiekce, HU3KOM anIeTuTe U
pedirokce (0OpaTHOM TOKE COAEPIKIUMOTO KeJyAKa B mUmIeBon). OTpaHUueHHbIH TpHeM
I He TIPUBEN K HU3KOPOCIIOCTH, a TIOKa3aTelI POCTa y BCEX AeTeil 3HAUUTENIBHO
Pa3InyYaIItCh.

Onna Manpurk ¢ penenueid 13q32.3-33.2 cTpagan oT OCTPHIX 3a0pOB, KOTOPBIE YCUIIHIIHCH C
3aBEpLICHUEM I'PYIHOTO BCKapMIIMBaHus. MeAUIHHCKOE 00CIe10BaHne TI0Ka3alo, 4To y
pebenka Obua Gone3Hs ['upmnpyHra, 3aKkIro4aromasics B HapyILIeHUH HHHEPBAIMN TOJICTOM
KHUILIKY U IPUBOJSIIAS K 3aIIOpaM.

IloBenenue

JlaHHBIX O OBEJCHUH HEAOCTATOYHO JAJISI TOTO, YTOOBI CAEATh OOIIKE BBIBOIBI, OJJHAKO Y
OJIHOTO peOeHKa ObUT IUATHOCTHPOBAH ayTH3M, & Y TPOUX OOHAPYKUJIACH MTOBBIIICHHAS
CKJIOHHOCTH K IIPUCTYITAM THEBA.

(Carakushansky 1979; Emanuel 1979; Juberg 1984; Bottani 1991; Brown 1993; Bartsch 1996;
U)
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['pynna momaep:KKu ceMeii ¢ peIKAMH XPOMOCOMHBIMH OTKJIOHEHUSIMH
The Stables, Station Road West, Oxted, Surrey RH8 9EE, United Kingdom

Ten.: +44(0)1883 723356
info@rarechromo.org | www.rarechromo.org

[MpucoennuuTech K coodiectBy Unique, 4TOOBI MOTYYHTh JOTOTHUTEIBHYIO
uH(pOpPMAINI0, HEOOXOAUMYIO TOMOIIb U KOHTAKTHBIC JAHHBIE CeMeH C aHAIOTHYHOM
npoOIeMoil.

Unique — 3T0 6JaroTBOpUTEIbHASI HETOCYAaPCTBEHHAS opraHu3anus. @uHaHcoBast
MOJIZIEPKKA OCYIIECTBIISIETCS 32 CUET TPAHTOB U MOKEPTBOBAHUN. BbI MOXxeTe
c/IesaTh MOKEPTBOBAHUE HA HAILICM O(HIIMAILHOM caifTe:
http://www.rarechromo.org/donate

IToxanyiicta, moMoruTe HaMm MOMOYb Bam!

I'pynnbi B Facebook no 13-ii xpomocome
www.facebook.com/chromosome13
www.facebook.com/groups/chromo13family
a TaKiKe

www.chromosomel3deletion.com

Unique paccka3biBaeT 00 3JIEKTPOHHBIX JOCKaX 00BSABICHUH 1 BeO-caliTax APYTHX
OpraHM3anunii, 9TOOBI TOMOYb CEMBSIM HAHTH HYXXHYIO0 HHPOPMALUIO. DTO HE O3HAYAET, YTO
MBI 0100pSIEM HX COIepKaHME MIIN HECEM KaKyI0-JIM00 OTBETCTBEHHOCTSH 3a HETO.
JlaHHas OpolIopa He MOXKET 3aMEHHUTb NPO(ECCHOHATBHYIO MEIUIIMHCKYIO KOHCYJIBTAIHIO.
ITo BceM Bompocam, KacaroLUMCs 3J0pOBbs, FEHETUUECKUX OTKIOHEHNH 1 MX JICUCHHS,
CeMBbsIM HEOOXOMMO NIPOKOHCYIBTHPOBATECS y CIIeNHaIcTa. B reHeTnke nHbOpManust
MEHSETCSI OYeHB OBICTPO, ¥ €CIIM Ha MOMEHT ITyOJIMKAI[Y STOH OPOIIIOpPHI IIPeICTaBIeHHAS
nH(bOpMAIMS ABISETCSA CaMOM NEPEeIOBOH, TO TI03XKe HEKOTOPbIe (haKThl MOTYT H3MEHHUTHCS.
Unique cTapaeTcs OBITh B Kypce IOCIeTHIX H3MEHEHUH 1, IT0 Mepe He00XO0IMMOCTH,
IepecMaTpUBaeT OITyOIMKOBaHHbIE Oponropsl. bpomropa cocrasnena ¢ponxom Unique mox,
pykoBojicTBOM JlopoTn YopbepToH, nmpodeccopa KITMHHYECKOH FEHETHKH U Pa3BUTHS B
Konym6uiickom ynusepcurere, Hpro-Hopk, CILA, 1 r1aBHOT0 MEIUIIMHCKOTO KOHCYJIbTaHTa
Unique Mait XynsTeH, npogeccopa penpofyKTHBHOI T€HETHKH Y OPHKCKOTO YHUBEPCUTETA,
Bemxo6puranus. 2006 rox (PM)
IepeBo BEITIOJIHEH B paMKaX BOJOHTEPCKOro MepeBogueckoro npoekra Unique kadenpbt
nepeBoga PI'TIY um. A. U. I'epuena, Cankr-IlerepOypr, Poccus. MequmuHCKYIO peIaKiiuio
ocymectBmia 300koBa ["ayxap KOpseBHa, Bpau-TeHETHK, aCIUPAHT Kadeapbl MEAUIIMHCKOH
renetuku PMAHIIO, Mockga, Poccust
Russian translation 2019 (EV/CA/KP)
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