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femothunua




* ['emodunnen Ha3pIBaeTCs 00JI€3HB, PU KOTOPOU KPOBb HE
CBEPTBIBAECTCS, KaK Y OOBIYHBIX JIFOJEH, TO €CTh BBICOK PUCK THOEIIH
[MallMEeHTa OT KPOBOTECUYEHUS WU KPOBOU3IUSHUS JIAXKE IIPU
HE3HAUYUTEIBHBIX MOBPEKICHUAX.

* CeroaHs reMopuiIMg HEU3JICYMMa, HO Ha (DOHE HATUYHS PA3IMUYHBIX
penaparoB, MO3BOJISAIOIINX KOMIIEHCUPOBATh HEJOCTATOK (DAKTOPOB
CBEPTHIBAHUS, OHA IEPEIIIa B KATETOPUIO XPOHUYECKUX 3a00JICBaHHUM.

femodnnug, uro aTo?




* I'eHnl, 00yCIIOBIMBAIOIINE PA3BUTHE TEMO(PUIINH, CIICIUICHBI C MOJIOBOM X-
XPOMOCOMOM, MO3TOMY 3a00JI€BaHUE HACEAYETCS O PELIECCUBHOMY
pU3HAKY MO KEHCKOM JMHUM. HaciaencTtBeHHOM reModuineii 00aeroT
MPAKTUYCCKHU UCKIIOUUTEIIBHO JUIa MY>KCKOTO moJia. JKeHIITUHBI SBIISIOTCS
IIPOBOAHHUKAMU (KOHIYKTOpPaMH, HOCHTCISIMH ) T€HA TeMO (I,
nepearluMy 3a00J1eBaHUE YaCTU CBOUX ChIHOBEH.

* V 310p0OBOr0 MY>KUMHBI U KEHIIUHBI-KOHAYKTOpPA C OJUHAKOBOM
BEPOSITHOCTBIO MOTYT POAUTHCS KaK OOJbHBIE, TaK U 3I0POBbIC CHIHOBBA. OT
Opaka MY>K4HHbI, 00JILHOTO reMO(PUIINEH CO 30POBOM KEHITUHON
POXKIAIOTCS 30POBBIC CHIHOBBS MM T0YEPU-KOHIYKTOPHI. OnucaHbl
CAMHUYHBIC CIydYan reMO(MUINN y IEBOYCK, POKICHHBIX OT MaTepH-
HOCHUTEISA U 00JbHOI0 TeMO(pUINEH OTIIA.







* [Iporepusi — peakoe reHeTUUECKOE 3a00JIEBAHUE, XaPAKTEPUYIOIEECS
MPEXKJICBPEMEHHBIM CTAPEHUEM OpPraHru3Ma, COOTBETCTBYIOIIIMMU
M3MEHEHUSIMU BHYTPEHHUX OpraHoB. IIposBisieTcs
TUIICPIMIMEHTALIMEH, ICTOHYCHUEM U YTPATOM 3J1aCTUYHOCTH KOXKH,
MIOCEJICHUEM U BBINIAJICHUEM BOJIOC, YBEJIMYEHUEM PA3MEPOB Uepera,
YMEHBIIIEHUEM €TI0 JIMIIEBON YaCTH, SK30()TaIbMOM, pa3BUTHEM
aTepOCKIIepo3a COCya0B, HH(papKTa U (prOpo3a MUOKap/a,
OCTEO0MOpPO3a, caxapHoro auadera, GOpMHUPOBAHUEM 3JI0KAYE€CTBEHHBIX
onyxoJsen. JlnarHocTrka oCHoBaHa Ha COOpE KIMHUYECKHUX JaHHBIX,
naboparopHoM ucciaenoBanuu JJHK. JleueHnue HanpaBiieHO Ha
yCTPAaHCHUE CUMIITOMOB 3a00J1€BaHUs: MPODUIAKTUKY 1 TEPATHIO
aTepocKiIepo3a, MHpapKTa MUOKapAa, 1uadeTa, 0CTE0Nopo3a, paka.

finorepua, uTo ato?




* B ocHoBe 3a00/1€BaHuUs JIGKUT reHeTu4Yeckas myTtanus. [[pyanHoi 1eTCKoro Tuma
nporepuu spisiercs aedekt rena LMNA, koTopblii KoaupyeT 0coOblii O€JIOK JaMUH
A, BBICTpanBarOIIM 000J0UKY sijipa KieTku. Kak mpaBuio, MmyTaius MpOUCXOAUT
CIIOPAAUYECKH — BO BPEMS CO3PEBAHMUS MOJIOBBIX KIIETOK Y POJUTEIIEN WU MPU
3auarun. OJTHAKO UCCIIEAOBATENHN BBISIBUIN HECKOJIBKO CIy4YaeB MAaTOJIOTMH Y POAHBIX
OpaTheB U CECTEP, YACTh U3 KOTOPHIX BXOJIMJIAa B CEMbU C OJIM3KOPOJACTBEHHBIMU
OpakamMu. 9TO CBHACTEIBCTBYET O BO3MOXXHOCTH HACJICIOBAHUSI MyTAallMU MO
ayTOCOMHO-PEIECCUBHOMY TUMY (POAUTEIIH SIBJISIFOTCS HOCUTEIISIMU J1€(DEKTHOTO
I'€Ha, HO He OOJICIOT U CIIOCOOHBI K JETOPOXKICHUIO).

* IIporepus B3pOCIbIX — HACIEICTBEHHOE 3a00eBaHne. OHO pa3BUBAECTCS MPU
Hamunu gedekra B rene RECQL2, KoTopelii OTBETCTBEHEH 32 MPOU3BOJICTBO O€Ka
WRN, nognepxuBaroniero cTabmIibHOCTh TEHOMA, [EJIOCTHOCTD U cTpYKTYpy JIHK.
[lepenaya MyTaluu MPOUCXOUT AyTOCOMHO-PEIIECCUBHBIM CIOCOOOM, OOJIE3HB
MPOSIBIISIETCS Y JIFOACH, MTOTYYUBIINX JBA J€(PEKTHBIX T€HA B OJIHOM ajuieiau (0T
MaTepu U OT OTIIA).




CUHADOM KOLLAUbEro
RINKA:




* CHHAPOM «KOIIAYbEro KPUKA» — XpOMOCOMHOE HApYIIICHHUE,
00yCJIOBIIEHHOE JIeJICIUEN (OTCYTCTBHEM) (PparMeHTa KOPOTKOIO Mieya S-0u
XpoMocoMblI. [11a4 HOBOPOXKAEHHBIX C CUHJIPOMOM «KOIIIAYbEero KpUuKay 1o
3BYKY HAIIOMUHAET KOIIaYbh€ MSIYKaHbE, YTO U MOCIY>KUJIO Ha3BAHUIO
narosiornu. Kpome 3Toro, y neteil iMeeT MecTo MUKpoledaus,
JYHOOOpa3HOE JIUI0, KOCOMIa3ne, aHOMaJInK NPUKYCa, pa3JINnYHbIE
BPOXKJCHHBIE TIOPOKH, TPy00€ MHTEIUIEKTYaJIbHOE HEIOPA3BUTHE U T. ]I.
CHHIPOM «KOIIAYbEero KpUKay JUArHOCTUPYETCS Ha OCHOBAHUHU
COBOKYITHOCTH XapaKTEPHbIX MPU3HAKOB U IIUTOT€HETUYECKOTO
uccienoBanus. Creru@uyeckoro JeYeHUsI CUHIPOMA «KOIIAYbero KpUKay
HE CYILECTBYET; AETU MOT'YT HYKJaThCsl B XUPYPrudeCKOl KOPPEKIIMHU
TSKEJIBIX BPOKJICHHBIX aHOMAJIUH.

CUHADOM KOLLAUbEro
KDUKA, UTO 3102




* PazBuTHe CHHAPOMA «KOIIAYbETO KPUKA» CBSI3aHO C NOTepeil (hparMeHTa S-0il XpOMOCOMBI, a,
CJI€0BATEIIbHO, TeHETHUYECKON NH(DOpMaIK, XpaHsIiehcs Ha 3 ToM ydacTke. B 85-90% ciayyaeB
JeNenus KOPOTKOro Iieya o0pasyercs B pe3yJbTare ciydaitHo mytanuu, B 10-15% nacnemyercs ot
POJIUTEIICH, ABJISIIOIIUXCS HOCUTEIISIMU COalaHCUPOBAHHOM TPAHCIIOKAIUU.

* Hau0osee yacThIMU [IUTOTEHETUUECKUMU BapUaHTaAMU XPOMOCOMHOM a0eppaliuu Ciaykar yrpara
OJTHOM TPETU UJIY MOJIOBUHBI JUIMHBI KOPOTKOTO IJI€Ya 5-0h XpOMOCOMBI. [ToTeps MeHblero yyacrka
WJIA BCETO IJIeYa BCTPEYAETCA UCKIIFOUUTENBHO peAKO. [Ipu 3TOM 1151 CTENEHU BBIPAKEHHOCTH
KJIIMHUYECKON KapTUHBI CUHIPOMA «KOIIAYbEero KPUKa» BAXKEH HE pa3Mep yTEpsIHHOTO (hparMeHTa, a
OTCYTCTBUE KOHKPETHOIO Y4acTKa XpOMOCOMBI. Tak, nmpu norepe HeOOoJIbIIOro y4acTKa XpOMOCOMBI B
obnactu S5pl5.2 pazBuBarOTCS BCE KIMHUYECKUE MPU3HAKA CHHAPOMA, KPOME KOIIAYbero KpuKa;
KPUTUYECKUM JIJIs1 BOSHUKHOBEHUSI XapaKTEPHOIO KPUKA SABJISECTCS BbINAJIEHUE YYACTKA XPOMOCOMBI B
obnactu 5pl5.3.

e Hapsany ¢ mpocTo aenenuen, MOryT BCTpEUYaTbCsa IPyrue MUTOTEHETUYECKUE BapUAllUU CUHIPOMA
«KOIIIAYbETO KPUKA»: MO3AUIIN3M, KOJIbIIEBAA 5-1 XpOMOCOMA C JICJICIIMEN YU4aCTKa KOPOTKOIO IjIeya,
PELUIIPOKHAS TPAHCIOKALHS KOPOTKOTO IIeYa 5-0l XpOMOCOMBI HA JIPYTYIO XPOMOCOMY.

* HemocpeACTBEHHOM MPUYMHOM MYyTaIlid MOTYT BBICTYIIATh Pa3IMYHBIC MOBPEXKAAIONINE (DAKTOPHI,
BO3JICHCTBYIOIINE Ha TIOJIOBBIC KICTKH POAUTEIICH JTMOO HA 3UTOTY (AJIKOTOJIb, KypECHHE,
HApPKOTHYECKHE BEIECTBA, HOHU3UPYIOIIAs paanaIiys, JICKapCTBCHHBIC Mpemaparhl, XUMUKATHI U TIP.).
BeposTHOCTh TosIBIICHUS peOeHKA ¢ CHHAPOMOM «KOIIAYhero KPUKa» BBIIIC B CEMbSX, TIC YIKe
POXKIATHUCH JICTH C TI0I00HBIM 3a00JICBaHUEM.







