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* Or10 3a00€BaHus, D10 3a60JIEBAHMS,

BO3HUKHOBCHUC U O6YCJ‘[QBH€HHLI€
pPa3BUTHUE HapyIICHUAMHU B |
KOTOPBIX CBSI3aHO poneccax
C ne()eKTaMu B XpaHEHNH, ‘
IIPpOIrpaMMHOM repeaayu u
allIraparc KJICTOK, peaﬂngaul;ln
repeaaBacMbIMU reHeTHYEeCK

I10 HACJICJICTBY nHd pMaIl%‘H-‘:
yepe3 raMeThl.
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IIPUYHAHBI HACAEACTBEHHBbBIX
SABOAEBAHHMN:

My Taimu - (or nar. mutatio — U3MeHEHHE, IEpEMEHa) —
3TO CTOMKHME CKauKOOOPA3HBIE N3MEHEHHUS B
HACJIEICTBEHHOM aIIapare KJIeTKH, He
CBSI3aHHBIE C OOBIYHOM PEKOMOMHAIIUEH

I'CHCTHUYCCKOI'O MAaTCpHaJId.




- 3TO U3MECHEHHUS YHCIIA
U/

MO CJIEIOBATEIbHOCTH
HYKJICOTHJIOB B
crpykrype JJHK
(BCTaBKH, BbITAJCHUS,
epeMENICHUS,
3aMEICHUS
HYKJICOTHJIOB) B
npeaenax OTACIbHBIX
T€HOB, PUBOASIINAEC K
U3MEHEHUIO
KOJIMYECTBA WU
KauyeCTBa
COOTBETCTBYIOIIUX
OEIIKOBBIX ITPOIYKTOB

- —— ——

- 9TO MyTalluH,
KOTOPBIC IPUBOAAT
K 100OaBJICHUIO
0o yTpare
OJIHOM, HECKOJIbKHUX
WJIM TTOJTHOTO
raruIONIHOIO
Habopa XpoOMOCOM

- 3TO
IIEPECTPOUKH
XPOMOCOM.

Y4yacTku |
XPOMOCOM MOTYT
U3MEHUTH CBOE
MOJIOKEHUE,
MOTEPATHCA UIIU
YIIBOUTHCA.
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3TO OOJIbIIIas rpyIna 3&60H€B3§[—{I/II/I&‘ 4
BO3HMKAIOIIMX B PE3yJIbTaTe 5

MTOBPEXKICHUS I[HK Ha ypOB
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[IpyurnHaM¥M T'€HHBIX MyTallUA SBIAIOTCS HAPYILIECHUS TIPH
PACXOXKICHUU XPOMOCOM.

KpaTHbIEC N3MEHEHUS (B HECKOJIBKO
pa3, HarpuMmep, 12 — 24). Y
KUBOTHBIX HE BCTPEYACTCS, Y
PACTEHUM NIPUBOJIUT K YBEIMYCHUIO
pasMepa.

U3MEHEHUS HA OHY-JBE
xpomocombl. Hampumep, onna
JIIIHAA ABaJaTh II€pBas
XpPOMOCOMAa IPUBOAHNT K CHHHpcﬁj’

JlayHa (1ipu 3TOM 00I111€e€e l
KOJIMYECTBO XpOMOCOM — 47 ) -
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reHEeTUYSCKHU-HACIIEACTBEHHOE, KOTOPOE BIIMSET Ha BCE KICTKH
HEPBHOI'O T'PEOHs 0€3 UCKIIFOUCHHUS: IIIBAHHOBCKHUE KIICTKU,
JIEMMOIIUTBI, MEJIAaHOLIMTHI U YHJOHEBpaIbHbIE PHOPOOIIACTHI.

B pe3ynbrare pa3sMHOKEHHUS UX KICTOYHBIX 3JIEMEHTOB BO
BCEM OpraHuszMe o0pa3yeTcs OIyxoJib. boiie3Hb
HeMpoduOpoMaro3 SIBISICTCS NPUUUMHON HAPYIICHUS
(YHKIIMOHMPOBAHUS, MEIAHOIIUTOB YTO MPUBOIUT K
MOSIBJICHUIO OCCIIPUYNHHBIX TUTMEHTHBIX ISATEH U APYTUM
HApPYIICHUSAM B IUTMCHTAIIUHU. 'l ]
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Heiipoduodpomaros B 50% citydaeB — 3T0 3a001€BaHUE z

i o — -




IIPOCTO HE CYILECTBYET, II0OATOMY JICUEHHE HEeMpoduOpomarTosa
SIBJSCTCS CHMITOMATHYECKHUM.

CriennagncThl HA3HAYAOT Mpenaparbl, KOTOPbIE
CIIOCOOCTBYIOT HOpMaIN3alMH (XOTh YACTUYHOM ) HAPYIIIEHHBIX
0oOMEHHBIX npoleccoB. Kypc jiedeHnss 1 KOHKPETHBIA METOJ —
MTOJIHOCTHIO UHIAWBUYAJIbHbI, X 3aBUCAT OT PE3YJILTATOB
00CJIeOBAaHUI HE TOJIBKO Bpaya-reHeTUKa, HO U OPTOIIEa,
HEBPOJIOra, OHKOJIOTa, O()TaIbMOJIOra U T./I. [
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PagukanbHBIX METOJ0B TEPANUH IIPU TAKOM 3a00JI€BaHUHN ’




IMTPOPHUAAKTHKA
HEUPOPHUB30MATO3A

B kadecTBe npoduiaakTuku 00jie3HU HeMpopruOpomarosa
PEKOMEHIYIOT MPOBEJCHUE MEAUKO-TeHETUYECKUX
KOHCYJIbTAI[U M.
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BpPOXKJICHHOE 3a00J1€BaHue, IPHU .‘. opoM
HapYIICHUE Pa3BUTHS XPAIICBOM ‘r amy {,
IPHUBOJIMT K HG,Z[OCT&TOILHM I
KOHequcTy: ;




AXOHJpoIIa3us 3TO reHeTHYeckoe HapylieHrue. OHo 00yCIOBIICHO n
myTanusaMmu B rene FGFR3, n Haxoaurcs B yetBepTon xpoMocome. [Tpu atom '
yraeraetcs poct xpsuie. FGFR3 konupyer 0enok, HazeiBaeMblid Daktop PocTa
®uopo6acToB 3. DTOT OCJIOK ABISAETCS OTBETCTBEHHBIM 3a POCT KOCTEH
opranusMma. [Ipu axonapormmazun FGFR3 He MoXkeT 1eMCTBOBATh JOKHBIM
00pa3oM, U POCT KOCTEH, XpsIeh 3aMeIIeTCs. DTO NPUBOJUT K KOPOTKUM
KOCTSIM, aHOMaJIbHOM (hOpME KOCTEM, M1 HU3KOMY POCTY.

i

['eH axoHapOIIa3UX MOKET MEPEABaThCS OT OJHOTO MOKOJICHUS K JIPYyTOMY.
Ecnu poauTenbs MeeT JaHHOE pacCTPOUCTBO, cyliecTByeT 50% BeposATHOCTH
nepeiayy reHa axoHIpoIia3uu NOTOMCTBY. B OosnbmmHCcTBE ciydaeB (80%
-90%) axoHapoIuiazus SBISETCS PE3yJIbTaTOM CIIOHTAaHHOW MYTaIluH

(BHE3aITHOTO TEHETHYECKOTO Ae(eKTa), ¥ MPOUCXOAUT B Pa3BUBAIOIINXCS
AMOpHOHAX. i




K coxaiieHnro, B HACTOSIIEE BPEMSI HET METOAWK, KOTOPBIE
MOTYT BBUJICUUTh axXOHAPOILIa3nto. [I0CKONbKyY TENEph N3BECTHO,
4YTO aXOHJPOILIa3us BbI3BaHA OTCYTCTBUEM peleNTOopa (hakTopa
pocta FGFR3, yuenble uccieayoT CriocoObl CO3AaHMs
JAOIOJHUTENIBHBIX (PAKTOPOB POCTA, KOTOPHIE MOTYT OOOMTH
HEIOCTAIOIIAMN PELENITOP ¥ MPUBECTH K HOPMAIIBHOMY POCTY
KocTel. Takoil MeTOJI JICUEHHUSI BO3MOKHO, IMOSIBUTCS B OyAYyIIEM.
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[Ipuem nexapcTs:

JIeueHue yeaoBeUECKUM TOPMOHOM POCTA UCIIOIB3YETCS YKe
OoJiee ASCATH JIET U HEMHOTO YBEINYHUBAET TEMIIbI PoeTa ko b
10 KpaifHeW Mepe B IEPBHIN rof :KU3HU. Be110 HpOBGI[G :
HECKOJIbKO HCCJIEIOBAaHUM, B KOTOPBIX JETH, rxpoxoz[ﬂmn > JIeue
TOPMOHOM POCTa JOCTUIIN OOJIbIIETO (MU HOpMaJIBHC;FO) poc
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Xupyprus:

CnusiHuE MMO3BOHKOB - OIlepallysl, ITO3BOJISIONIAs COSAUHUTD OTACIbHbBIC ’.’
mo3BOHKH. Onepanus nmokasaHa Jjis HallMeHTOB CO 3HAYUTEIbHBIM CIIUHHBIM ‘
KH(DO30M. '

JIaMHUHAKTOMMS - OIIEpallsl pacCeUeHUs CIIMHHOIO KaHajia, YTOObl OOJIETUYNUTh
JaBJICHUE JABJICHUS HA CIIMHHOM MO3T OT CIIMHAJILHOIO CTeHO03a. CIIMHAIbHBIN
CTE€HO3, CY)KeHHE CIIMHHOIO KaHaJjia, sIBIISIETCS CaMbIM CEPhE3HBIM OCIIOKHECHHEM

l
aXOHAPOILIA3H1H. i

OcTeoTOMMSA - KOCTH HOTH Pa3pe3ar0TCs U 3aKPEIUIAIOTCS B IPABAIBHOM
aHaTOMHUYECKOM ToJokeHuu. [Iponenypa nokaszaHa i NAlUEHTOB C TIKEIOU
nedopmarireit KOJIEHHOTO CyCTaBa Ui UCKPUBJIECHHBIMI HOTAMHU.

B To BpeMs KaK 0CTEOTOMUS MPEXKE BCErO UCIIOIb3YETCs, YTOObI HCIPaBUTh
nedopmarnuu, B MOCIEAHNUE IOkl UCITOIB3YIOTCS MPOLIETYPHI s szJH/IHeHI/I;I
KOCTEW JIJIs IETe C HU3KUM POCTOM, BKJIHOYasi OOJIbHBIX aXOH/IpOIIa
[Ipouieaypsl SBJISIOTCS JIIUTEIBHBIMA U TPABMaTUYECKUMMU. Pacnp
OCJIOKHEHUSI, MHOTA OYE€Hb Cephe3HbIC. B K0M6HHau@I C TOPMOHON
MPOLIEAYPHI MOTYT B HEKOTOPOM CTENEHU YBEJIUYUTH POCT. f




K XpoMOCOMHBIM OTHOCSTCSI 00JI€3HHU, 00YCIOBICHHBIC
T€HOMHBIMH MYTAaIUSIMH WA CTPYKTYPHBIMU U3MEHEHHUSIMU
OTJICIIBHBIX XPOMOCOM. XPOMOCOMHBIE OOJI€3HU BO3HUKAIOT B
pE3yJIbTaTe MyTallMi B MOJOBBIX KJIIETKAX OJHOTO M3 poauTeneu. 13
MIOKOJICHMS B IMIOKOJICHUE TepeaaroTcsa He 0onee 3—5 % u3 HuX.
XPpOMOCOMHBIMHU HapyIICHUSIMH 00yCJI0BICHBI IIpuMepHO S0 %
CIIOHTAHHBIX a00pTOB U 7 % BCeX MEPTBOPOKICHUH.




CHHAOPOM IIATAY

ITO XpOMOCOMHOE 3a00JICBAHUE YETTOBEKA, KOTOPOE
XapaKTEPU3YETCS HATMYHUEM B KJIETKAX JTOTOJTHUTEIbHON
XpoMocCoMBI. JlonmosHuTENbHASA 13 XpoMOCcOoMa HapyIIaeT
HOPMAaJIbHBIN X0 pa3BUTHUSI pE€OCHKA, @ UMEHHO BOBHUKHOBEHUE
nedekToB cepaua u nmovek (oosee 80% nereit ¢ cuaapomoM Ilaray
YMHUPAIOT B TEUCHUE NIEPBOTO MECSIIA )KU3HN).




B OonbIIMHCTBE Cly4yaeB NPUUMHOM MOSIBICHUS CHHAPOMA '
[Taray sBisieTcst TpucoMus 13, KOTopast 03HAYAET, YTO KaXKIas
KJIETKA TeJIa UMEET TPU KOMHUM 13 XpOMOCOMBI BMECTO OOBIYHBIX
IIBYX.

JlaHnHoe 3a00JIeBaHNE MOXKET TaK)Ke BO3HUKATh, KOIjia 4yacTh 13
XPOMOCOMBI TIPUBA3BIBAETCA K IPYTOH XPOMOCOME '
(TPAHCIOKYEThCS) 10 WJIM B MOMEHT 3a4aTusl. ‘

Cunapowm Ilaray MoxeT ObITh YHACJICAOBAH B CBSI3H C
TPAHCJIOKALIMEN. 3MOPOBBIM YEITOBEK MOKET HECTH U3MEHEHHbBIN
TCHETUYECKUN MaTeprual MeXay 13 u IpyrumMu XpoMOCOMaMH.
JTa NepecTporKa Ha3bIBAETCS COATAHCUPOBAHHOM ] wj
TPAHCJIOKAIIUEN. .
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HepBHaga cucrema:

- OTKJIOHCHHSI TICUXWYECKOTO ¥ MOTOPHOTO Pa3BUTHS;
- MuKkportedanus;

- rosionipo3sHuedanus (HapyiieHue GopMUPOBAHUS MOTYIIAPUA MO3Ta);

- CTPYKTYpHBIE AS(DEKTHI T71a3, B TOM YUCie MUKpodTampMus, anomanus [lutepca, karapakra,
KOJIOO, THMCIIa3Hsl WJIM OTCIIOCHHE CETYATKH, CCHCOPHBIA HUCTArM, MpoOKOBas MOTEPIO
3peHHS ¥ THUIOTUIa3Hsl 3pUTEIIbHOTO HEPBA,;

- MEHUHTOMHUEJIOIIENE (CTMHHOMO3IOBOM J1e(PEeKT)

KocTHO-MBIIIIEYHbIE U KOXKHBbBIE:

-IIOJIMAAKTHUIINA (((J'II/IHIHI/IG HaJII)HI)I»)

- HU3KO MOCAKEHHBIE U Je(POPMUPOBAHHBIC YIITHBIE PAKOBUHBI; r

- BBICTYTAIONIas MATKA; ! ’
- neopmaliysl HOTH, CTONA BBITJISAAUT KaK Kades; t

- oMdaronene (OpromrHoi aedekt, mynodHas rpbbka);

- aHOMAaJIbHBIN BUJI KUCTH;

- IEPEKPHITHE MaJIbIIaMU OOJIBIIIOTO MaJIbIA; y
- BDOKTTEHHOE OTCVTCTRUE KO (OTCYVTCTRVIOT VHACTKU KOXKY / ROTTOC) ™+ o T T——
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MenunuHCKOE JICYCHUE IeTEeN ¢ TpucoMuen 13 turaHupyercs B
KaXJIOM KOHKPETHOM CJIy4ae€ OTJEIbHO U 3aBUCHUT OT
WHIWBUIYATIBHOIO COCTOSIHUA ManueHTa. Jleauenue cunapoma Ilaray
COCPEIOTOUYNBACTCS HA KOHKPETHBIX (PU3UYECKHUX MTPOOIeMax, ¢
KOTOPBIMH pOKAaeTcs peOeHOK. MHOTME 1eTH OOPIOTCS 32
BBKHBAHUE B NEPBBIC HECKOJIBKO JHEW WJIM HEAECIb CBOCH KU3HU
yepes TshKeJble HEBPOJIOTHUECKHE IPOOIEeMbl MU CI0XKHBIE AS(PEKThHI
cepana. Xupyprus MOKeT ObITh HEOOXOAUMOM JIJIsl YCTPAHEHUS
ITIOPOKOB CEP/IIa, 3as4bei I'yObl M BOTYbEeH HacTu. /s peaau3anun
CBOEI0 MOTECHIIMAIbHOIO Pa3BUTHS MAllUEHTaM HEO0X01ruMa OMOII]
Jorornenaa, a Takxke pu3ndeckas u npodeccuoHaabHas Tepariusl.
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