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HacnencteeHHble 60n1e3Hu
COEQUHUTENIbHOU TKaHW

Cuuapom Mapdhana

OMIM: 154700

OmauvumenvHble NPU3HAKU: APAXHOOAKTUIINS, Pa300JTaHHOCTh CYCTaBOB, IO -
BBIBUX XPYCTaJIMKa, paclIMpeHe BOCXOASIILIEH a0PThI

AntyaH MapdaH, OTKPBIBIINIA 3TOT CUHAPOM
y TISTWIETHEN JeBOYKM, OMMCHIBAJI €ro Kak
JIOIMXOMOPGUIO, TO eCTh YUIMHEHNE KOHeU-
HOCTEI TI0 OTHOILIEHUIO K TYJIOBUIILY, OJTHAKO
no3xe Bukrop Mak-Kblocuk mmokasai, 94To 310
00JIE3HB BCEIl COEAUHUTEBHOIM TKaHU. Jlnar-
HO3 CTaBUTCS HA OCHOBAHUU KPUTEPUEB, MPU-
HATBIX B 1996 1. [IpennaraeTcs pa3nndyaTh 0CO-
00 BaxKHBIE JIJIST TUAaTHOCTUKU CUMITOMBI (X
Ha3bIBAIOT OOJILIIMMU KPUTEPUSIMU) U MEHEe
BaXHbIe CUMIMTOMBI, MPUCYTCTBUE KOTOPBIX
CUYMTAIOT JIMIIb BOBJICUEHUEM TOW MM WUHOM
CHCTeMBbI OPTaHOB B 60J1e3Hb. Eciii ceMeitHbIit
aHaMHe3 He OTATOILIEH, TO I MOCTaHOBKHU
MarHosa TpeOyeTcsl Haiuuue OOJIbIIUX Kpr-
TEpHEB IO ABYM CUCTEMaM OPraHOB M BOBJIE-
yeHue TpeTbell. Ecii B ceMbe yke ObLIN CITy-
yau IoJo0HOro 3aboysieBaHus, TO IS TTOCTa-
HOBKH JMarHo3a A0CTaTOYHO OJHOTO FeHeTH-
YeCKOro KpUTepust U OJHOTO OOJIBIIOTO Kpu-
TepUsl B KaKOW-HUOYIb CUCTEME OPTaHOB C BO-
BJIeUEHUEM IPYyTroii cucTeMbl. [TopaxeHune cke-
JleTa CUMTAIOT OOJBIIMM KpUTEpUEM, KOraa
UMEIOTCS XOTSI Obl YEThIPE U3 BOCBMU TUITAY-
HBIX TIPOSIBIIEHUI. [IJIsT IpYyTuX CUCTEM Opra-
HOB JIOCTaTOYHO OHOTO XapaKTepPHOTO Iopa-
JKeHUST, YTOOBI OHO CUMTATIOCH OOJIBIINM KPU-
TepreM. BbICOKMIT pOoCT Npy AMarHOCTUKE He
VYUTBIBACTCS.

YacTbie CMMNTOMbI

Poct. Kak npaBujio, 60JIbHbIE BHICOKOPOCIIbIE,
C INTUHHBIMY TOHKUMU KOHEUHOCTSIMHU, CJ1a00

Ppa3BUTON MOJAKOXHOM KJAETYATKON 1 MbILLIEY-
HOIi TUIIOTOHUEH. Y MaJIbYNKOB CPEIHSISI ITH -
Ha TeJia MpU POXAEHUN — 53 CM, OKOHYATE b~
HbIl pocT — 191 cM; y neBouek — 52,5 cm u
175 cm coorBercTBeHHO. [IMK ycKopeHUs
pocTa y MaJbuMKOB OTMevaeTcs Ha 2,4 rona,
a 'y JeBoyek — Ha 2,7 roma paHblie, YeM y
cBepCcTHUKOB. CpeaHMIi BO3pacT MEHapXxe —
11,7 rona.
Ckener. Cocmasasiowue 6016UL020 Kpumepusi:
KWJIEBUIIHAS UM BOPOHKOOOpa3Has rpyaHasi
KJIeTKa, TpeOyrolasi onepaTuBHOTO JICUCHMS;
npeodJsiafaHue IJIUHBl HUXHEH 4acTu Tesa
HaJ JJIMHOM BEPXHEW UM OTHOLLIEHUE pa3Ma-
Xa pyK K pocTy Bbiiie 1,05; CUMIITOM 3amsICThs
(cmocoOHOCTh 00XBATUTh 3aTSICThe OOJIbIIUM
MaJIbLIeM U MU3UHIIEM TaK, YTOObI UX TUCTAITb-
Hble (pajJaHTX MEPEeKPHIBAINUCh) U CUMIITOM
0O0JIBIIOTrO MaJiblia (KOHYMK CXKATOTro B KyJlake
0OJTBILIOTO TMaJblia BHITJISIBIBAET HAPYXKY); CKO-
J1103 6osiee 20° MM CIOHAWIONMCTES; HETIOJ-
HOe pa3rubaHue B JIOKTEBOM CycTaBe (Me-
Hee 170°); miaockKocTorue; MpoTpy3ust BepT-
JIY>KHOU BraiHbl. Mansie kpumepuu: yMepeH-
HO BbIpaxK€HHasi BOPOHKOOOpa3Hasi TpyaHasi
KJIeTKa; pa300JITAaHHOCTb CYCTaBOB; Y3KOE Bbl-
COKO€ HebO U CKYYEHHOCTh 3yOOB; XapakTep-
HOE «IITUYbe» JIMIO (BBITSIHYTOE U Y3KOe 3a
cyeT nonnxonedannu U Helopa3BUTHUSI CKYJIO-
BBIX KOCTEH, ¢ 9HODTATbMOM 1 AHTUMOHTOJIO-
WIHBIM pa3pe3oM IJ1as).

0 6o6aeueHUU cKenema 2080psam, ecauy 00.1b-
HOoeo umeromcsi xoms Obl 08a NPOSGACHUS, CO-
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CcmMasaAfgowux 060abuol Kpumepuii, Aub0 00HO
nposigaeHue, OMHocsaUeecs K 60AbUoMY Kpume-
DU, U 08Q MANLIX KPUMEDPUSL.

[naza. boavuwioii kpumepuii: TOABBIBUX XpyCTa-
JIVKa, KaK MPaBUJIO, CO CMEIIIEHEM BBEpX U C
neheKTOM ITMHHOBOW CBSI3KU. Manvie kpume-
puu: YILIOIIEHUE POTOBUIIBI; YBEIMUEHUE Tie-
penHe3anHero pasMepa ria3Horo s1610kKa; ru-
TTOTIIa3Usl Pamy KK WJIM PECHUYIHOM MBITIIIBI
¢ ocabaeHneM Mr03a.

O 6osaeueHuU 21a3 2080psm npu HAAUHUU XO-
ms Obl 08X MaAbIX Kpumepues.
CeppeqHo-cocyamuctas cuctema. Boavuiue kpume-
puu: pacliipeHre BOCXOIIIEH aopTHI (C aop-
TaJIbHOII HEIOCTaTOYHOCTBHIO MM 0e3 Hee);
pacciaunBaroliiasi aHeBprM3Ma BOCXOJSIIeH aop-
Tbl. Manvie Kpumepuu: NposIaric MUTPAIbHOTO
KJlalaHa; KaJlbIIMHO3 MUTPAJIbHOTO KOJbIla
(mo 40 net); pacimpeHue JEerouyHoro cTBoja
(mo 40 neT); pacuiMpeHue WIK paccianuBar-
11ast aHEBpU3Ma TPYIHOU WiIN OPIOLITHON aop-
T6I (10 50 11eT).

O 6osneueHuu cepOeuHoO-cocyoucmoil cucme-
Mbl 2060psamM, ecau umeemcsi A000U U3 MAanvix
Kpumepuea.

HbixatesnbHas cuctema. Boavuuux kpumepueg Hem.
Maanvie Kkpumepuu: CIOHTAHHBIA TTHEBMOTO-
paKkc; OyJUTbI B BEPXYILIKE JIETKOTO.

O 6o06aeuenuu JbiXamenvbHOll CUCEMbl 2080~
pam, ecau umeemcs xoms 0vt 00UH MAAbLi KPu-
mepuii.

HepsHas cuctema. boavuioil kpumepuii: S5KTa3us
TBEPIO MO3TOBOI OOOJIOYKM B MOSICHUIHO-
KPECTILIOBOM OTeJie (BBISIBJISIETCS C TIOMOIIIBIO
KT v MPT). Maasix kpumepues nem.

Koxa. Boavuwiux kpumepues nem. Manvie Kpu-
mepuu: CTpUM, HEe CBSI3AHHBIE C OXXUPEHHUEM;
PEUMINBUPYIOIINE WU TTOCIeOTepallmOHHbIe
TPBIXH.

O gosaeueHuU KodiCU 2080pamM, ecau umeen-
cs1 xoms Obl 00UH MaAbLil Kpumepuil.
leHeTnyeckne kputepun. Boavuiue Kpumepuu:
KJIMHUYECKU TUMArHOCTUPOBAHHBIN CUHAPOM
Mapdana y poaurensi, pebeHka, OpaTa Win
cecTphl 00JIbHOTO; MyTaLusi reHa FBN 1y 60b-
HOTO; HaJIMUMe y OOJBHOTO TeX JXe TeHeTHJe-
CKMX MapKepoB BOKpYT reHa FBNI, yto u y
POICTBEHHUKA C TOATBEPKIAECHHBIM CUHAPO-
MoM Mapdana. Maavix kpumepueg Hem.

Pepkue cMMNTOMbI

bosbIive yimm; KaTapakTa; OTCJIOKa ceTyat-
KU; TJlayKoMa; Kocorjasue; aHoMaiuu ped-
pakuuu; auadparmaibHas Tpbika; KITMHOBU/I-
Hble MMO3BOHKMU; KOJOOOMa paiy>XKHu; paciiie-
JIMHA Heba; He3aBepIIEHHbINA MTOBOPOT KUIIIEY -
HUKA; XEeTYJI0YKOBbIE apUTMUU; KAPAUOMUO-

MaTusl; aHeBPU3Mbl BHYTPUUYEPETTHBIX apTepUid;
aItHod BO CHe; mm3odpenus. Takke BcTpeda-
J0TCSl TICUXOHEBPOJOTUYECKUE HApYIIEeHUS,
BKJIIOYAsl CHUKEHHYIO0 00y4aeMOCTb U CHUH-
JIPOM HapyllleHUsi BHUMaHUsI C TUTIEPaKTUB-
HOCTBIO: TIO TaHHBIM OIHOTO MCCIETOBAHUS,
OHU UMeUCh Y 42% 13 19 GoIbHBIX B BO3pAcTe
oT 5 1o 18 1eT, HecMOTpst Ha HOpMaTbHBI [Q.

TeyeHune n nporHo3

JeTsiM 1 moapocTKaM HeoOxoauma Ipodu-
JIaKTUKa cKojimo3a. CepaeuHo-CoCyIUCThIe OC-
JIOXKHEHUST MOTYT BO3HUKATh Ha JTIOOOM 3Tare
KU3HU OOJBHOTO, OT BHYTPUYTPOOHOIO 10
CTapyecKoro, U BBICTYNAIOT OCHOBHOW Tpu-
yuHOI cMepTu. [TepBbIM OOBIUHO MTOpaXKaeTcs
MUTPAJIbHBIN KJ1alaH, TaK 4yTo e111e 0 CUJIbHO-
TO PacUIMPEeHUs] A0PThl MOXKET MOTPEOOBATHCS
orepaiusi o MOBOAY MUTPATbHOW HeaocTa-
TOYHOCTH. JloKa3aHo, 4YTO MpUeM P-aapeHo-
0JIOKATOPOB YMEHBIIIAET YacTOTy pacluupe-
HUSI A0PTHI U CBSI3aHHBIX C 3TUM OCJIOXKHEHUH,
MO3TOMY MX PEKOMEHIYIOT Ha3HauaTb BCEM
OOJILHBIM Cpa3sy e Mocje MOCTAaHOBKU uar-
Ho3a. Ilepen M00BIMM CTOMATOJIOTMYECKIMU
BMeNIaTeIbCTBAaMU TpeOyeTcss aHTUOMOTUKO-
npoduiakTuka. et ¢ HeGOMbIIUM pacIlIm-
pEeHUEM BOCXOJSIIE aOpPThl HE HYXKIAIOTCS B
OrpaHUYeHUU (PUBNIECKOIT aKTUBHOCTH, XOTSI
TSIKEJbIX Harpy3ok, B TOM YHCJIE ydacTus B
CTMIOPTHUBHBIX COPEBHOBAHMSIX, BCE XK€ CIIEAYET
n3beratb. B0O3MOXHO pa3BUTHME BTOPUYHON
[JIAYyKOMbI, 0COOEHHO MPU CMELIEHU U XpYyCTa-
JIMKa B MepeHIon KaMmepy mia3za. Haubonee
BBICOK PUCK paccjauBaHUs aQ0PThI Y XKEHIIUH B
TPEThEM TPUMECTPE OEPEMEHHOCTH, B IIEPUO]T
POJIOB U NEPBbIIi MecsiL rociie poaoB. Ceitvac,
Onaromapst paHHe# NMpoduIaKTUKE OCIOXHEe-
HUi, MPOAOJIKUTENBHOCTD XU3HU OOJbHbBIX
npubKaeTcs K ooenonyasiiimoHHoit. Cy-
LIECTBYIOT PEKOMEHAAIIMY O HAOIIOAEHUIO U
JIeYeHUI0 OOJIbHBIX HeTel, pa3pabdoTaHHbIE
AMepuKaHCKOI akaaeMue meauaTpuu.

Jtuonorus

Bosne3nnb HacnemyeTcst 1o ayTOCOMHO-JIOMU-
HAHTHOMY TUIY W TIPOSIBISIETCS] BechMa pas-
HOOOpa3Ho, TaK YTO ee ObIBAET CIOXKHO 3aI0-
JIO3PUTH Y OOJIbHBIX C HEOTSTOLIEHHBIM Ce-
MEWHBIM aHaMHe30M. B ee 0OCHOBe JIeXKUT My-
Tauus reHa FBNI u3 cermenra 15q15—q21.3.
[MponykT aToro reHa, 6emok GuOpMIIUH-1,
MpeaCcTaBisieT co00W MIMKOMPOTEU I, BXOMIS-
LW B COCTaB MUKPOMDUOPUIUT DJ1aCTUUECKUX
BOJIOKOH, KOTOPbIE CBSI3BIBAIOT IEPMY U IIH-
JEPMIUC, a TAKXe 00pa3yloT LIMHHOBY CBSI3KY.
Y Bcex 00JIbHBIX HapylllieHa BbipaboTka ¢huod-
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pwiIMHa-1, OMHAKO AaJieko He BCEe Hapylle-
HUS TIPUBOIAT K pa3BUTHIO Oojie3Hn. MyTta-
1IMM Pa3HOOOpa3HbI, MO3TOMY MOJEKYJSpP-
HO-TEHETUYECKOE MCCIIe0oBaHUEe HE MPOBO-
JIATCST, 32 UCKITIOYEHUEM CEeMEIHBIX CTydaesn,
Koraa TpebyeTcsl BIABUTh HOCUTENEl neheKT-
HOTO reHa.

Mpumeyanue

ToueuHble MyTAalLlMU WIM MEJKHUE OEICLIUU,
MOBPEXKAAIOIINE CPEIHION TPeTh (UOPUILIN-
Ha-1, BBI3BIBAIOT TsKENyI0 (hOpMY CUHIpOMA,
MIPOSIBIISTIONIYIOCS Y2Ke B IIepBhIe 3 MeCsIIa XK13-
HU. Y 80% Takux 00JbHBIX UMEIOTCS TSKEJIbIE
IMOPOKU cepalia (B YaCTHOCTH, MPOJIAIIC MUT-
paJIbHOTO KJIallaHa, MUTpaJbHas HEIOCTaTOY -
HOCTb U pacllIMpeHNe BOCXOISIIEH a0PTh), ay
64% — BpOXIEHHBIC KOHTPAKTYPhI KPYITHBIX
cyctaBoB. YacTo BCTpeyaloTcsl «IITUYbe» JIU-
110, Joiuxoliedanusi, y3Koe BbICOKOe Hebo,
HIDKHSISI MUKPOTHATHS, pa300JITaHHOCTD CyC-
TaBOB, apaXHOAAKTWINS, TUIOCKOCTOINE, [e-
dopmanuu rpyaHOI KJIETKH, MeTaJoKOpHea,
TO/IBBIBUX XPYCTaIMKa, TPOSIBIISIFOIIUIACS UPU-
nomoHe3oM. [Toutn 14% Takux geteit TMOHYT
Ha IepBOM T'OY KU3HMU.
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PucyHok 15.1. Cungpom MapcpaHa. A—B.
JIBa GosibHBIX MasiburKa 9 1 13 jieT u3 pasHbIX
cemeii. OOpaiaT Ha ce0s1 BHUMaHUE JUTMH-
Hble TOHKME KOHEYHOCTU, BOPOHKOOOpa3Hast
rpyaHast KJIeTKa, «[ITUYbe» JINIO U HEMOJHO-

CTBIO PAa30THYTBIE PYKH.
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PucyHok 15.2. Cunpgpom Mapdpana. A. PazdonranHocTs cyctaBoB. B. CuMnTOM 00JbIIOTO
najbla — KOHYMK CXAaTOTO B KyJIake OOJIbIIIOrO Majbla BEICTyNaeT Hapyxy. B. Cummnrom 3armsi-
CTbsT — OOJIBIIION TMajiell 1 MU3WHEIl 00XBaThIBAIOT 3aITSICThE IPYTOM PYKU TaK, YTO UX AUCTAITb-
Hble ananru nepekpoiBatored. I'. [Tnockoctonue. JI. Ctpun Ha crinHe u 6eapax. (A—T my6u-
KyloTcs ¢ paspelieHust joktopa JInnH bépa u3 erckoit 6onbHUILI B CaH-/I1ero.)
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PucyHok 15.3. Cungpom MapdpaHa. A 1 b. PebeHok ¢ Tskenoit hopmoii cuHapoma Mapdana.
(ITybmukyetcs ¢ paszpeweHust foktopa CtuseHa bpangoka 3 Muccypuiickoro yHuBepcuTeTa,
Konymb6us.)
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