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AHEBPHU3MA U PACCJIOEHHUE I'PYITHOI'O OTOEJIA AOPTbBI, OBYCJIOBJIEHHBIE
XPOMOCOMHBIMHUA AHOMAJ/INAMMW U HACJIEONCTBEHHBIMHA CUHIOPOMAMMUA
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AHHOTanusi. AopTa SIBISeTCS TJIaBHBIM COCYOM HAIIIEeTO0 Tejla, C TOMOIIbI0 KOTOPOTO KPOBh
Pa3HOCUTCS IO BCeMY OpraHu3My. JIToOble TTaTOIOTHYECKNE U3MEHEHUS B €€ CTPYKTYPE BHI3BLIBAIOT
Ccephe3HbIe TMOCIIEeICTBUS U MOTYT MIPUBOOUTD K JI€TaJIbHOMY MCXONy. B maHHO#M cTaThe KPaTKO
OIMCAaHbl CUHIDPOMEI, BEI3BIBAIOIINE aHEBPU3MEL M PACCIIOEHHUS I'PYOHOM a0PTH, 00YCIOBIIEHHEIE
XPOMOCOMHEIMY MYTaIlUSIMHU.

KnioueBBIe CI0OBa: aHEBPH3Ma aOpPThI, aHEBPU3MBI ¥ PACCJIOEHUS TPYIHON a0OpPThI, TEHETUYECKHE
3ab01eBaHUSA QOPTHI.

CuHndpom TepHepa

B ocHoBe cuHgpoMa TepHepa JIeXKUT YaCTUYHAasI WU ITOJIHass MOHOCOMUS X XPOMOCOMEBI (KapuOTUI
45X0). [2] ¥V xKeHIIMH, UMEIOIINX TaHHOe 3a00JieBaHHe, OTMeYaeTCs HU3KOPOCJIOCTh, Pa3/IMUYHbBIE
BPOKIEHHBIE CepAeYHbIe medeKTh, aHOMAaJIMK aOpPThI, a TaKXkKe MeTab0oInYecKre U TOPMOHATbHEIE
W3MEeHEHUs, BeOylllue K 0KNPEHNI0, HapYIIeHUI0 TOJI€PaHTHOCTH K T'JII0KO3€, TUIIePINIUAEMUU U
ouchYHKINYU SUYHUKOB. ApTepruanbHas TUIIEPTEH3Us U BhIpakKeHHbIe Pa3yinyus yPoBHEN
apTepUabHOTO AAaBIEHUS MEXIY BEPXHUMU U HUKHUMU KOHEYHOCTSIMU MOTYT OBITH 00YCJIOBJIEHEI
KOapKTalliel aopThl, KOTOpasi AUarHoCcTupyetrcs B 12 % cnydaes. [IByCcTBOpYaTHU aOpTalIbHBIN
KranaH BeIsiBnseTcsa y 30 % nauueHTOB, aHOMAJIUM CEePOEeYHO-COCYOUCTOU aHaTOMUM — B 75 %
cnydaesB. [1] MozxkeT HabGmomaThCsl PacIInpeHre MaruCTPaIbHBIX COCYA0B, B YaCTHOCTH, aOPTHI,
IIJIeYeBBIX U COHHBIX apTepuii. AHeBpHU3MaTuiecKoe IopaxkeHre HanuboJiee 4acTO BCTPeYaloTCs y
KOpHS aopThl. [2] TakTuKa BefeHUs IPU CUHIPOMe TepHepa B OCHOBHOM 3aBUCUT OT JaHHBIX
Bugyanusupyomux Metonos (TT 9xoKI' u MPT rpynHoro oTmena), a TakKe OIpPeaensieTCcs
KaTeropueu KapauoBacKyJIapHOro pucka. Ciaengyet npoBoaouth 1T 9XoKI' kaxpsie 3-5 net
naireHTaM HU3KOro pucka, MPT rpygHoro otaerna Kaxabsle 3-5 JIeT y IMallieHTOB CPeIHEro PUCKa, B
TO BpeMS$ KaK ITPU HaJIMYWU BHICOKOTO PUCKA He0OXoauMo BhItoTHeHue MPT ekerogHo uiu KaXKable
6 mecsnes. [1]

CuHdpom Mapdganua

Cunppom Mapdana sBisieTcss HauboJjiee YaCTHIM HaCJIeICTBEeHHBIM 3a00IeBaHeM COeqUHUTEITLHOMR
TKaHU. [lepenaomuiica ayTOCOMHO-IOMUHAHTHO, CHHOAPOM Map@daHa cBA3aH C MyTallusIMU reHa
FBN1 [3], koTopsiit KogupyeT ¢pubpusinH-1. ITocnegHu# IBISI€TCSI OCHOBHBIM KOMITOHEHTOM
M30JINPOBAHHEBIX UJIU 3JIaCTUH-aCCOMUPOBAHHBIX MUKPOodubpu. [1] Haubonee vacTeiMu
OCJIOXKHEHHUSIMU CUHOPOMa co CTOopoHbl CCC gaBiseTcs:
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e AHeBpHU3Ma aOPTHI;
¢ PacxoxpgeHUe CII0eB aOPTHI
e [Ipomamc MHUTPANIbHOTO KilamnaHa [2]

CuHOpom Iaepca-Iauasoca mun IV

Cunpgpom Onepca-Iaunoca tum IV (EDS IV) ssBnseTcs pegkKuM CUCTEMHBIM 3ab0JjieBaHUEM
COEOUHUTEJILHOU TKaHU C ayTOCOMHO-IOMUHATHLIM TUIIOM HacJiefOBaHUs, KOTOPOE BbI3BAHO
myTanyeit reia COL3A1 [3], kogupylomero o6pa3oBaHue npokosnareHa III tuna. 3abonesanue
MO2KeT IIopaXKaTh BCe OTHEeNIBl COCYAUCTON CUCTEMBI U Cepplla, 4acTo (GOPMUPYIOTCS
BepeTeHooOpa3Hble aHeBPU3MEI. COCYIUCTRIE OCJIOKHEHUS MPEUMYIIIeCTBEHHO PAa3BUBAIOTCS B
KPYIIHBIX ¥ CPEOHUX apTepPUIX, C BOBJIeUeHUEM I'PYIHOT0 U abIOMUHAIBHOT'O OTHEJIOB a0PTHL.
Hcnonp30BaHMEe XUPYPTUUECKUX METONOB JIEYEHUST OTPAaHUYEHO B CBSA3U C PUCKOM IIOTEHITHAIbHO
(aTanbHBIX OCIIOKHEHUY BCIENCTBHE IOBLIIIEHHON XPYIIKOCTH TKaHe!, CKIIOHHOCTH K
KPOBOTEYEHUSIM U HapyLIeHUs 3aKUBIEHUS paH Ipu Hanuuuu cuuagpoma EDS IV. [1]

Cundpom Jlotieca—Tumua

Brepsrie onucanubil B 2005 1. cungpoMm Jloieca—[Iutna (CJII) ssBIsieTCA ayTOCOMHO-
OOMHHAHTHBIM CHHOPOMOM, OOBEIMHSIONIUM TPUALY CUMIITOMOB — U3BUTOCTh apTEPUN U
QHEeBPU3MEI apTePUaAIbHON CUCTEMBI, TUIIEPTEIOPU3M U paclilensieHre HeOHOro S3bUKa . B
HeKOoTopsIX popmax CJIII meMoHCTpupPyeT cuibHOe nepekpriTue ¢ EDS IV tuna. CJII, BO3HUKaeT Ipu
MyTallusX B JIIOOOM U3 TeHOB, Kogupyomux perenTtopsl K TGF-B I unu II Tunos. Hawmbonee gacTto
9KCTPEMaJIbHBIE KIIMHUYECKUE POSBIIEHUS M OCJIOKHEHUST HaOII0HaloTCsA V IeTel C BUOUMBIMU
4YepenHOo-ITUIeBEIMU U3MEeHEHUSIMU (BOTUbS ITaCTh, KPAHHOCUHOCTO3, PETPOTHATHS, PAaCXOoslieecs
KOCOTJIa3ue M 3K30(TaIibM), CBI3aHHBIMU C 00jIee CEePhe3HBIMHU MTOPAXKEHUSIMHU a0PTHL. ATPEeCCUBHOE
XUPYyPTUUECKOe JIeueHHe aHeBPU3M y maumeHToB ¢ CJI]l accomuupoBaHO C OTHOCUTEIBPHO HU3KOU
BEPOSITHOCTBHIO OCJIOKHEHUM B OTCYTCTBUE JIOMKOCTHU TKaHEM.

CnemyeT OTMETUTh, UYTO MyTaluu B reHe TGFBR2 HabmiomaioTcs TakXke Y 60IbHBIX C GEHOTUIIOM
Mapdana [3], y KOTOPBIX HET YePEITHO-IUI[EeBLIX aHOMaIUN TN ITUPOKO PACIpPOCTPaHEHHOU U
arpeccuBHOM apTepuonatuu, uMmelomierica npu CJII. [2]

CuHOpom apmepuaibHolU uzeumocmu

CunppoMm aptepuanbHoi ussutoctu (CAN) aBNsgeTCs 04eHb PEJKUM ayTOCOMHO-PEIeCCUBHBIM
3aboieBaHNEM, CBSI3aHHBIM C MyTanusaMmu B reHe SLC2A10, KOTOPHIM KOOUPyeT (haKyTbTaTUBHBIN
TpaHcnopTep rioko3sl GLUT10 [3]. CHUA xapakTepu3yeTcs apTepuaibHOM U3BUTOCTHIO,
VIOJIMHEHUEM, CTEHO30M M aHeBPU3MOU KPYITHBIX U CPeOHUX apTepuil. Tak:ke MoxKeT HaOIiogaThCs
JIOKAJIbHBIM CTEHO3 JIerOYHOM apTepUU U aOPTHL. Y IIaIlMeHTOB UMEIOTCSI U3MEHEHHbIEe YePTHI IUlIa, a
TakKXKe pa3nuyHbie 60Jiee 00IIMe TPU3HAKY MOPAXKEHUS COEIUHUTENIPHON TKAHU KOXKM (MsATKas,
BBICOKOpPACTAXKMUMas Ko¥a) U CKejleTa (apaxHOOaKTUNIUS, HedopMalusa Ipyau, TUIIEPMOOUIIbHOCTD
CYCTaBOB U KOHTPaKTYpPhl) TOJoOHEIE TeM, KOTOPHIE HAOII0gaoTCa npu cuaapome Mapdasa. [2]

Heo6xonmumo mpoBefeHNe UCXOOHOM BU3yalnu3allid BCEr0 COCYAUCTOTO pycila Ha MPOTIXKEeHUH,
IocJie 4ero fmajibHelIas TaKTUKa 3aBUCUT OT CTEIIeHU IPOTPEeCCUPOBaAHUS ITOPaXKEHUsI, a TakKxkKe
ceMeMHOro aHaMHe3a B OTHOIIeHUH HACJIeCTBEHHEBIX 3a00JIeBaHUN COeqUHUTEIbHON TKaHU. [1]

CuHdpomM KOMOUHaAUUU aHe8pPU3Mbl aOpmbul U ocmeoapmpuma

Kom0OuHanus aHeBpU3MEL aOPTHL ¥ OCTE0APTPUTA SBJISIETCSA HEOAaBHO YCTAHOBIEHHBIM CUHIPOMOM,
XapaKTepU3yIIIUMCSA ayTOCOMHO-IOMUHAHTHLIM TUIIOM HaCJIeOOBaHUs, ¥ COIPOBOXKIAIOIINMCS
(opMupoBaHWEM OUCCEKIIMYU BOCXOMOSAIIETO OTHAEJIa aOPTHL. 3a60JIeBaHNEe aCCOIUUPYETCS C MyTaluen
reda SMAD3 [3] , KOTOpPBIY KOOUPYET BHYTPUKIIETOYHBIM MeXaHU3M Ilepefadul CUTHasa B-
TpaHcopmupyoIiero ¢gakTopa pocra. [IMarHo3 OCHOBLIBAETCSA Ha KJIIMHMYECKON KapTUHE U
BRIABJIeHUU MyTauuu reHa SMAD3. B HacTosmIee BpeMsI HET eQUHOTO0 MHEHUS 10 TaKTUKEe BeOeHUs
nmanueHToB. MoxKeT ObITh ITOJIE3HEIM Ha3dHaueHue B-07I0KaTOPOB, TaK KaK OHU IIPOAEMOHCTPUPOBAIIU
cBOI0 3G GEKTUBHOCTE Ipu cuHapoMe Mapdana u Jloica-[IuTiia, rae HabIIOIAI0TCSI CX0XKUEe
IMaTOJIOTUYECKUE U3MeHeHUus B aopTe. [1]



HecuHdpomHble cemelinble paccioeHusi u ATA

YV GonbIIMHCTBA MTAIlMEHTOB C aHEeBPU3MOM 1 PacCiioeHreM I'PyOHOM aopThl (APT'A) oTCcyTCTByeT
M3BECTHBIM T€HEeTUYECKUH CUHOPOM. Y 3THX OOJbHBIX CEMEHHBIN aHaMHe3 C IIaTOJIOTHEH Y
POOCTBEHHUKOB IIEPBOM JIMHUU BCTPeYaeTCcsd C 4acToToH 10 19%. OddekTr MyTaiuii B CIeIyIOIINX
HOBBIX TeHaxX HCAPT A ObInu uaoeHTU(GUIIMPOBAHEI CIEOYIONIUM 00pa3oM:

— myTanuuu B MYH11, KogupymooleM TsSKeIyio Iellb MU0o3uHa, o0pa3symoirnyiocs B MK,
accouuupoBaHbl ¢ API'A ¥ OTKPEITEIM apTepUasibHBIM [IPOTOKOM;

— myTanuu B ACTA2, kogupytomieM 'MK-cnenmduuHbii anbdha-aKTHH, BCTPEYAIOTCA V O0JIBHBIX C
APT A, uMeromux UIIeMUYecKyio 00Ie3Hb Cep/lla, HHCYJIBTE U O0Ie3Hb MOSI-MOS;

— MyTauuu B MYLK, KogupymolleM KUHa3y JIETKOU eI MUO3WHa, IPUBOLAT K PA C
HEe3HAYUTEJIbHBIM PaCIIMPEeHNEM aoPTH win 6e3 TaKOBOTO;

— myTtanuu B TGFB2, xopupytomeMm TGF- 2-ro Tuna, nposeisiorcs: APTA ¢ HEKOTOPEIM TTogo0uem
CUMIITOMOB IIpU cuHApPOoMe MapdaHa [j1g KOKHBIX U CKeJIETHBIX TPOSBIIEHUN;

— mytauuu B PRKG1, kogupyromieMm PKG I, unI' M®-3aBucumMyo IpoTenHKNHA3y Tuna I, Koropas
yipasiseT paccnabnenueM I'MK, nposiBIsgeTcss aHeBpU3MaMU aOPThI ¥ OCTPHIMU PACCIIOEHUSIMU Y
OTHOCUTEJILHO MOJIOLBIX JIUII.

BrissiBrieHHBIE MOJIEKYJIIpHBIEe acrieKThl HCAPT'A u reHeTndeckue gedeKThl CHHOPOMHBIX (OpPM B

HacTosIlee BpeMs obecriedynBaioT 00jiee paHHee BHIIBIEHUE NPU3HAKOB, HHUIIUUPYOmux APT'A,
CBSI3AHHBIX C HamuuueM fmedeKTa COeqUHUTEeILHOM TKaHM, CHMXXeHHOoro oopa3oBanus TGF-6eta
dakTopa unu HapylieHHo# cokpatumoctu ['MK. [2]

BbiBoa. AHeBpHU3Ma aoOpPTHI SBJISIETCSA OUYEeHb PACIIPOCTPAHEHHOM NATONOTUEN U 3aHUMAET 2-0€
MeCTO 10 BCTPeYaeMOCTH II0CJIe aTEPOCKIEPOTUYECKOI 0 IopaXXeHus. [JuarsoCTUKa U BhIIBIIEHUE
OaHHOU NaTOJIOTUM Ha PaHHUX CTaOUuAX SBJISETCSA OOHOU M3 MPUOPUTETHHIX IIeJIed COCYOUCTON
XUPYPTUU.
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