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Curanpom Mapdgana (CM) — ayToCOMHO-ZOMMU-
HaHTHOe 3a00JIeBaHME COeIVHNUTENBbHOV TKaHM, KOTO-
poe IIpoABJIAETCA KOMILJIEKCOM MI3MEeHEHMII CO CTOPOHBI
CepJleYHO-COCYAMCTOM, OIIOPHO-IABUTaTEIbHO, 3pU-
TeJIbHOV 1 IpyTrux cucteM. Berpeuaemocts CM cocTas-
aset 1 : 3000—5000. BayxkHO OTMETUTH, YTO IIPUMEPHO
B ueTBepTH ciydaeB CM Bo3HMKaeT B pe3yJibTaTe BHOBb
BO3HMKIINX MYyTaLMIA.

YunTeIBasg HU3KYIO BCTPedaeMOoCThb 3a00JeBaHnA
¥ HeJJOCTATOYHYIO OCBEJOMJIEHHOCTD IIPAKTUYIECKUX
Bpauell o kpuTepuax aumargoctukyu CM, npuxoaurcsa
CTAJIKMBATBLCA KaK C IMIIEPAMAaTrHOCTIKOM JaHHOTO 3a-
OoJsieBaHMA, TaK U C CUTYAIMAMM, KOT/Ia JUArHO3 He
OBLJI BbICTABJIEH BOBPEMA, YTO IIPUBOAUT K KaTACTPO-
pMUeCKUM [IOCJIECTBUAM — CMEPTU IalMeHTa OT
paccJioeHns MM pa3pbiBa a0pThL. 'eHTCKIE KpuTepnn
nuarHocturu CM (De Paepe et al.,1996), koTopbiMnu
MesKIyHapoagHOe cO00IIeCcTBO I0JIb30BAJIOCH 10 He-
JlaBHEro BpeMeH!, HeJlaBHO ObLy rtepecmoTpeHs! (Lo-
eys B. et al.,, 2010). ITenbio HacTOALIEN TyOJINKAINA
ABJIAETCA O3HAKOMJIEHNE Bpadeli-TepalleBTOB I Kap-
JVIOJIOTOB C HOBBIMU IIOAXOO0aMI, Bpra6OTaHHbIMI/I MeXX-
JYHAaPOIHBIM MEIUIIMHCKUM COOOIIeCTBOM JJIA IMa-
rHOCTUKM cuHAgpoma Mapdana.

Ncropuueckasa cnpaBka. Cuagpom Mapdana mo-
JIy41JI Ha3BaHVE B UeCThb (DPAHITy3CKOro IeanaTpa An-
toine-Bernard-Jean Marfan, kotopslii B 1896 r. Briep-
BBIE OIMCAJ Y D-JIeTHEN [eBOYKY 3a00JIeBaHNe, XapaK-
Tepu3ylollieecsd AJVHHbIMY KOHEYHOCTAMMY V1 NTAJIbIIaMA,
KOHTPAKTypaMU CycTaBoB U Kudockosmosom [1]. He-
CMOTPS Ha TO YTO, II0 MMEIOIVMCA JaHHBIM, y pebeHKa
MMeJia MEeCTO KOHTPAKTYpPHAA apaXHOLAKTUINA (CUH-
npom Buuica), coobiienne Mapdpana IoCIy K10 OCHOBa-

HMEeM JJ15 BO3HMKHOBEHUA SIIOHMMMUYECKOI'0 TEPMIHA
«cuuppom Mapdpana». B 1902 r. copaHIfy3cKmii TepaneBT
E.C. Achard, a sarem W. H. Erb gomosanian onmncanme
KJIVHIYECKNX IIPU3HAKOB.

B nanbrerieM nsmeHeHNA IPYTIMIX OPTaHOB J CUCTEM
IIpY aHOMAJIMAX CKeJleTa, XapaKTePHbIX JJIA CUHIPOMA
Mapdana, 661511 TOAPOOHO OMMCAHBI MHOTVIMY MICCJIIE-
JlOBaTEJIAMIL.

ITepBoe coob1rienne 0 BOBJIEUEHNY A0PThI TPV CUHIPO-
me Mapdgana noasmiaocsh ToJIbKO B 1943 1. [2],a B 1972 T.
ObLTa omcaHa B3aVMOCBASb AUJIATAIN A0PThI U CHUKE-
HUA TPOJOJIKUTEIBHOCTH YKMU3HN Y TUX ITalIEHTOB [ 3].
B 1990 r. 6bL11a onpenesieHa poJib pubpuimHa-1 B ma-
ToreHese 3a00JyeBaHNA [4] M yCTAHOBJIEH JIOKYC B XPO-
mocome 15q21.1 [5]. Ilocoenure naHHBIE 110 TEHETUKE
cuaapoma MapdaHa 1 poJICTBEHHBIX eMy HacJIeCTBEH-
HbIX Hapyternii coeqyanTensHoi Tkauy (HHCT) mpou-
HO cBaA3aHbl ¢ uMeHaMmu Bart Loeys u Harry C. Dietz.
JumrespHOE BpeMs CYMTAJIOCh, YTO BCE IIPOABJIEHNA
cuaapoma MapdaHa cBA3aHbI O ¢aab0CThIO COEIVIHNI-
TeJbHOV TKAaHU M3-3a MyTalmit reHa pubdbpuinmmaa-1
(FBN1). Ongrako 8T0 He 00'BACHAJIO MHOTUX IIPOABJIE-
Huit cueApoMa MapdaHa, TakMX KaK Ype3MepPHbI POCT
KOCTell, MMKCOMAaTO3HbIE IBMEHEHVIA KJIallaHOB, YeJIIOCT-
HO-JIUIIEBBIE AV3MOPQUNL.

OTBeT Ha HTOT BOIIPOC OBLII IOTYYeH IIPU U3y IEHUN
V3MEeHeHNN B JIETKMX Ha MOJIeJIV MBIIIIEeN C CMHAPOMOM
Mapdana. B mporuBoBec npenososKeHnI0, YTO MBI
OyayT POYKAATBECA C HOPMAJIbHBIMU JIETKVIMY, & MI3MeHe-
HIA B JIETKUX OyIyT pa3BMBaThCA IIOCTENIEHHO, II0 Mepe
VX B3POCJIEHM A, MBI POKIAJINCE C JIETKVMH, B KOTO-
PBIX OTMeYaJach IIOBBIIIIEHHA A BO3AYIIIHOCTE Ha (DOHE
HeJ0CTAaTOYHO CerTaluy apaabBeoJIAPHOTO MEIITKa.
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IIpusnaky BocnasieHNUs He BBIABJIANMMUCH. VIMEHHO TOr-
Jla ¥ IoABMUJACh TUIIOTe3a O HapYLIEHUAX PeryJdalun
n upeameproit aktuBanmu TGF-3[6], ogHoit 13 npuyunz
KOTOPBIX ABJIAETCA HEJOCTATOUHAS NIPOLYKIUA U He-
IIOJIHOIIeHHOCTD (pubpuinnaa-1. YyTh 11o3sxe mosaBu-
JIOCh 00'bACHEHNE IPVYMH (DOPMIIPOBAHMA MUKCOMATO3-
HBIX KJIallaHOB y Takux nanyeHToB. C. Ng u D. Judge
YCTAaHOBWJIM, YTO MYKCOMAaTO3 00y CJIOBJIEH aKTVBALIV-
eit TGF-[3, koTopasa npuBogUT K (POPMIPOBAHMIO MUK~
COMAaTO03a aTPUOBEHTPUKYJIAPHBIX KJIAIIaHOB [7].

Taxum 06pas3oM, B HacTosAlee BpeMA nnaToreHes CM
U3ydeH JOBOJBLHO IIOLPOOHO 11, XOTA B OCHOBE €r0 pa3-
BUTHUSA OEVICTBUTEJIBHO JieKaT MyTauunu resa FBN1,
v 3% nauyeHTOB TaKye MyTaluy BbIABUTL HE YOaeTCs
[11]. Kpome Toro, y psAfa NalyeHToB, KOTOPbIe II0 COorJIa-
COBaHHBIM KPUTepUAM NoanagaioT nox auarsosd CM,
IIpM TeHeTUYEeCKOM MCCJIeJOBaHNUY BbIABJIAIOTCA My Ta-
uuu penentopoB TGF-f, a Takske MyTauum gpyrux
TeHoB, Kak, Hanpumep, COL3A1, MYH11, SLC2A10,
ACTAZ2.IIpu aTom gederTos B reHe FBN 1 He oTMeda-
eTcd [14], 4To I03BOJIAET TOBOPUTH O CYLIeCTBOBAaHUN
TaK Ha3bIBaeMbIX Map(aHOIIOL00HbIX CYUHIPOMOB.

IIpesxane kaaccudpuranmuu cuagpoma Mapdana.
Cunnpom MapdaHa npezcrasiisaeT coboii 3abosieBaHne,
XapaKTepuaylolleecs IIMPOKUM CIIEKTPOM KJIMHNUYe-
CKIX IIPOABJIEHNUII CO CTOPOHBI Pa3JIMYHbIX cucTeM. IIpo-
ABJIeHM s 3a00JIeBaHNA BO3HMKAIOT B PA3JIMYHBIX KOM-
OMHaAIMAX y Pas3HBIX O0JbHBIX, KPOME TOTO, TOT WJIA
MHOI IpU3HaK (HaIlpuMep, AujIaTalns aOpThl) MOXKET
IIPOABUTLCA C BO3PACTOM, OTCYTCTBY A IIPU POKAEHUIL.
Bce sT0 3aTpynHAeT quarHocTuKy 3aboJsieBaHMA.

B 1955 r. V. McKusick Brnepsrle co3naJ Kjlaccu-
duraimio 3aboseBaHNI COeMHNTENILHON TKaHM, KO-
Topad Oplya onyOJsmkoBaHa B ero MoHorpadun «Ha-
cJeCTBeHHbIe HapYIIeHNA COeAVHUTEJIbHOM TKaH!»,
TOrza ’Ke ObLIM IPeIIPUHATLI IIePBbIe IIOIBITKN CH-
creMaTuaupoBaTh npusHaky CM [8]. OnHako nepBble
yTBepskIeHHble AuarHoctudeckue kputrepun CM mo-
ABUJINCH TOJIBKO B 1986 I. OTU KpuTepun MOJIyunIn Ha-
3BaHue «BepiauHckoil Ho30s0rMN» [9]. Ilociie Toro Kak
B 1990 r. ObLy1a OnIpeneseHa PoJb PUOPUIINHA B ITaTO-
reHese CM, cTaJio oueBUAHO, YTO UCIONIb30BaHNe Bep-
JIVHCKOJI HOB30JIOTMY IIPUBOIUT K OIIMOOYHON IMarHo-
CTUKEe BTOT0 CUHIPOMaA ¥ JIUII C CEMeVHBIM aHaMHe30M
cuaapoma Mapdana, HO 6e3 TUIIMYHBIX KIVHNYECKUX
[IPU3HAaKOB 3a00JIeBaHNA

Hosoii adpperTnBHOI crucTeMOM AUMATHOCTUKM CUH-
npoma Mapdana crajsia Tak Ha3blBaeMasa ['eHTckasa
HO30JI0TUsA, IpeaJioskerHasa B 1996 r. [10]. HoBwle kpu-
Tepuy AVATHOCTMKY cTajy OoJiee 3KeCTKMMM II0 CpaB-
HeHIIO ¢ BepJMHCKOI HO30JI0TMelt, YTO IIO3BOJIMIIO CHI-
3UThb YPOBEHb I'UIIepAKarHocTUKN. B HacToAIee BpeMsa
IIOATBEPIKIeHa BbICOKaA AMarHOCTMUecKas IeHHOCTb
Tenrckux xpurepues. Ilpumepro y 97% naiueHToB,
yIO0BJIeTBOPARINNX ['eHTCKUM KPUTEPUAM, MOYKHO
BBIABUTH MyTanuio B rene FBN1[11, 12].

I'enrcrasa Ho300TMA 1996 1. B OCHOBY aJsroputma
muaraoctuky CM B cooTBeTcTBUM ¢ ['@HTCKOII HO30J10-

ruedt 1996 r. 66110 TOJI0YKEHO pasfesieHre BCeX U3Me-
HeHMNI 10 CJIeLYIOUIMM CUICTEMAaM: OIIOPHO-IBUTaTe Ib-
Has, 3pUTeJIbHAA, CepLIeUHO-COCYyAMCTasd, IbIXaTesbHasd,
HepBHasA (M3MEHEeHUA B TBEPOI MO3roBo¥ 060JI0UKe).
Takske olleHMBAJNCh M3MEHEHUA KOXKI U CeMeIHbIi
aHaMHe3. BrlagBJIAeMbIe B KasKJ0M 3 CUCTEM U3MEeHe-
HIA OBLIO IPUHATO Pa3fesIATh Ha «BOBJIEYEHE TOM NN
VMHOJ CUCTEMbI» U «[IaTOJOTUYECKN 3HAYMMbIE M3Me-
HEHUA B TOM WJIX MHOM cucTeMe». BhIpasKeHHOCTDb 13-
MEeHEHUI B KasKJ0l 13 CUCTEM OIpeJieJIsay COTJIaCHO
QJITOPUTMY, OCHOBAHHOMY Ha IIOMCKEe DOJBIINX U Ma-
JIBIX KPUTEPUEB.

ITpuHUINTEL BBIEeIeHNA OOJIBIIINX U MaJIbIX KPUTe-
pueB I'enTckoit Ho3oJsioruu 1996 r. onmucans! B Poccuii-
ckux peromenganuax no HHCT [15].

B coorBercTBUnM ¢ I'errckoit Ho3os0rMe 1996 r.
nuarso3 CM cieoBaJtio ycTaHaBIMBATE IIPU HAJIUIUN
TIaTOJIOTMYECKUX M3MEHEHMII COeIMHUTEbHO TKaHNU
10 KpaliHell Mepe B ABYX CUCTeMaX U IPU3HAKOB BO-
BJIeUEHUA TPeThel cucteMsl [Ipy HaIMUINM ceMeiftHoro
aHaMHe3a MJIM BbIABJIEHHOV MyTanuy B reHe FBN1 no-
CTaTOYHO ObLTIO BBIABUTD IIATOJOTUYECKNE U3MEeHEeHIS
B OJIHOJI 3 CUCTEM U IPU3HAKY BOBJIEUEHUA B JPYTOI.

T'entckas Hozosorua 1996 r., HecMoTpA Ha IocTa-
TOYHO BBICOKYIO IMArHOCTUYECKYIO MOIIHOCTD, VIMeJa
PAL HEZOCTATKOB, IOCKOJBKY CcofepsKaJia 00JbIIoe KO-
JIMYECTBO KPUTEPUEB C Pa3JIUIHON CIIenN(PUIHOCTHIO.
B He’l He ObLIM BbIEJIEHBI IPU3HAKY, HanboJIee CIrieI-
¢puunele gia CM, a naHHbIe ceMeliHOrO aHaMHe3a U I10-
JIOXKUTeJbHblEe Pe3yJabTaThl 'eHETUYEeCKOT0 MCCIIeI0-
BaHIA PaCcCMaTPUBAJIUCD JIUIIb KaK OAUH 13 OOJIBIINX
KpuTepueB AnarHocTuku. Kpome toro, I'eHTCKaa HO30-
Jorua 1996 r. He yunTbIBaJa BO3PACTHYIO JUHAMUKY
OTHEJBbHBIX OIpU3HAaKoB. OOHM U Te Ke NMarHOCTUde-
CKJe KPpUTEPUN UCII0JIb30BaJIMCh KaK JJId deTell, Tak
U 1Jidg B3pocabIx. VimernHo noaTomy B 2010 r. 'enTCcKUIE
KpUTepUK OBLIIN IEPECMOTPEHBL.

Ilepecmorp I'errcroit Hozoorum 2010 r. ITocse me-
pecmotpa I'enTckoit Ho3o0oruu [13] B ajropmuT™ ama-
rHocTuKY cuHApoMa MapdaHa ObLiIM BHECEHBI CIIey-
IOIIViE UBMEHEHUA:

1. BeLiyt onipeiesieHbl KIt0UeBble IIPU3HAKY CUHIPO-
ma Mapdana. Vimu cranm gunatanyisa/paccyoeHne aop-
TBI U BKTONNUA XpycTaauka. Hannuma IByX 8TUX Ipu-
3HAKOB y’Ke JOCTAaTOYHO JJIS IIOCTAHOBKY JMATrHO3a.

2. BospocJiia 3HaYMMOCTh pe3yJIbTaTOB FeHeTUIe-
ckoro obcaenoBanusa. CorsacHo mepecmMoTpy I'eHTCKOI
HO30JIOTUM, IIOJIOYKUTEJIbHBIE Pe3yJbTaThl TeHeThuIe-
CKOTO MCCJIeIOBaHIA CIYKAT OOHUM 13 HanboJsee 3Ha-
YYMBIX (PAKTOPOB, ITO3BOJIAIONINX YCTAHOBUTDH AMa-
THO3.

3. ABTOpPBI IIepecMOTpa BBeJM HOBOe MOHATUE —
CHCTEMHOE BOBJIEYEHNE COEIVHUTEIIbHO TKaHU, — KO-
TOpPOE PacCCYUTHIBAIOT IIyTEM CYMMUPOBaHUA 6aJJIOB,
IIPMCBOEHHBIX IPMU3HAKaAM, 00J1a 1AM HaubOoJIbIIe
crnenupUIHOCTDIO (TabJr. 1)

VITak, npy HaIM4IUY IOJIOMKUTEIBHOI'O CEMEIIHOTO
aHaMHesa quarsos cuHapoM MapdaHa MoKeT OBITH
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Tabnuuyal
bannbHas oLeHKa rnpn3HakoB cMCTeMHOIro BOBJie4eHus Coeﬂl/lHl/lTeﬂbHOVvl TKaHu
IIpuznak Bann

CumirToM 3ansACTbs VI GOJIBIIIOro maJblia 3
Cumrnirom 3ansacTbsa VIJIVI G0JIbIIIOro maJbiia 1
Kunesngnasa necpopmanyisa rpyiHO KJIETKA 2
BopoukoobpasHas gedpopManyis Ui aCUMMETPUA IPYIHOM KJIETKN 1
Basbrycunasa nedpopmariys cToIb 2
IInockocronue 1
IIneBmoTOpakKc 2
OKTa3MUsA TBEPAOI MO3TOBOM 000JIOUKN 2
IIporpysusa TazobenpeHHOrO CycTaBa 2
YMeHbIIIEHHOE OTHOIIIEH)E BEPXHET0 CerMeHTa TeJla K HMKHEMY U YBeJIMYEeHHOe OTHOLIEeH) e pa3dMaxa PYK 1
K pocTy V HeTsKeaA CTEIeHb CKOIM03a

CKO0J1103 111 TOPaKOJIIOMOAIIbHBIN K103 1
Henopasrubanne J0KTEBOrO CycTaBa 1
JluieBble pusHaky (3 u3 5): HoanxoIepaasa, Y9HOPTAIbM, CKOIIIEHHbIE BHI3 IJIa3HbIE IT1eJIM, TUIIOLJIA 3 1
CKYJIOBBIX KOCTEJ, peTPOTHATHA

Kosxubre ctpun 1
Munonnsa 6osee 3 nuonTpmit 1
IIposamnc MuTpasbHOTO KianaHa 1

IIOCTaBJIEH B CJIy4Yae BbIABJIEHUA AUJIATAIUN a0PThI
B COYETAHUM C DKTOIMEN XPYyCTAJINKa MM IPU3HAKA-
MM CUCTEMHOTO BOBJIEYEHUSA COEAVHUTEIbHON TKAHU
Ha 7 u 6oJiee 6aJIIOB.

B orcyTcTBHME cemeliHOrO aHAMHE3A AJIA JUarHOCT -
ku cuggpoma Mapdana HEOOXOOAMMO HaJM4YMEe IPU-
3HAKOB AMJIATAIINY UM PACCJIOEHNA a0PThI U JaHHBIX
o myTanuy resa FBN 1 iy cucTeMHOTO BOBJIEUEHN A Ha
7 u 6osiee 6AJIIOB MV DKTOINM XpyCTaJanKa. B orcyT-
CTBUE PaCIINPEHNA a0pThI qruar#od cuaapom Mapda-
Ha MOJKeT ObITb YCTAHOBJIEH TOJIBKO IIPU COUETAHUU
9KTONNM XpycTasinka 1 MmyTanuy B reae FBN1.

I onpeneneHusa qUIaTAIUY 0P ThI IPEIJIOMKEHO
UCIIOJNIb30BAaTh Z-KpuTepuit. J[J1a ero pacuera UCIOIb-
3yetrca ¢opmysa M. J. Roman [17], yauTsIBatomnasa
BO3pPACT HAI[MEHTa.

IIpu Bospacte 1o 20 JseT gyia pacuera Z-KpUTepus
UCIIOJIb3YeTCs (popMyIa

Z = (PIA (cm) — ATA (cm))/0,18,
roe DA — arkTmaeckuit zuameTp aopTel, a A —
JOJKHBIN pa3Mep aOpThL
OIIA paccunTeiBaeTcs 110 popMyJie
1,02 + 0,98 x BSA,
rge BSA — nomans NoBepXHOCTY TeJa.
IIpu Bospacte o6caenyemoro ot 20 o 40 set:
Z=®IA (cm) — ITA (cm)/0,24.
OIIA paccunTbiBaeTcs 110 popMyJie
0,97 + 1,12 x BSA.

IIpn Bo3pacte obcaenyemoro crapie 40 jer
Z = (VIamepeHHBI JuaMeTp aOpThl B CM — JIOJI3KHBIN
pa3mep aopTsl)/0,37.
JoKHBI pa3dMep a0pThl PaCCUUTHIBAIOT II0 POP-
MyJIe
1,92 + 0,74 x BSA.

Ocoboe BHMMaHNME yIeAeTcsa JUarHoCTUKe CUH-
Ipoma Mapdana y metelt 1 mogpocTkoB. Ecym y B3poc-
JIBIX 33 JUJIATAIMI0 a0PThI IPUHNUMAIOT Z-KPUTEePuit
bojee 2, To nJA monpocTKoB (o 20 JeT) guiaaTaiua
aopThI CUMTAETCA AOCTOBEPHOI Ipu Z-Kpurepun 60-
Jee 3. Kpome Toro, npu cucTeMHOM BOBJIEUEHUN CO-
eIVIHUTEeJIbHOV TKaHM MeHee 7 0aJjlJIOB 1/MJy IIorpa-
HJYHBIX 3HAYEHUAX AVJIATAIMY a0PThI ¥ OTCYTCTBUA
MmyTanuu B reie FBN1 npenjioykeHO UCIOJIb30BaTh
TepMIH Hecneyuguuieckoe Hapyuenue coeOuHUmMensb-
HOU MKAHU.

B carygae pacimpennsa aopTsl, 6J1M3K0r0 K IOPOro-
BOMY (Z-KpUTepuii He IPEeBLIIIaeT 3), HO BbIABJIEHNA
MyTauuu B reHe FBN 1 niy HaJIM4maA IMOJ0KUTETIBHOTO
ceMejfHOro aHaMHe3a IallIeHTy MOKeT ObIThb I10CTaB-
JIEH OVIaTHO3 803M0HCHbLU cunOpom Mapgpana. B obo-
UX CJIydasaX NaIMeHThl HyKJAaI0TCA B AVHAMUYECKOM
HabJIIOIeHUY C BBIIOJHEHNEM KOHTPOJbHBIX OX0KT-
yccJen0BaHMIA.

Korja Bpa4 goJ:xeH 3an10403pUThH y MAaIMieHTa CIH-
apom Mapdauna? Kak MbI yoxe oTMedaan, IPUXOAUTC
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CTaJIKMBATBHCA KaK CO CIAyUaAMU IUIEPAUATHOCTUKI,
TaK U C TUIIOAMATHOCTUKON cuuapoma MapdaHna, 4To
YpeBaTO Pa3BUTUEM I'PO3HBIX OCJIOXKHEHU. VIMeHHO
II09TOMY CJIEAYEeT MOAPOOHO pacCMOTPETh aJITOPUTM
JlelicTBUIL, HeOOXOAMMBIX AJIA UCKJIIOUEHNA CUHIPOMa
Mapdasna.

IIpesxne Bcero HeOOXOAUMO ITIOMHUTE, YTO OOBITHO
IIlepBble MposABJIeHNA cuaapoma Mapdana HabII07a10T-
¢ B MoJiozioM Boapacrte (1o 40 jiet). Ecoin Ha mpuem 06-
paTuicA DalyeHT cTaplile 55 JeT ¢ BbIABJIeHHBIM M30J1M-
POBAHHBIM PacCIIVpPEHUEM a0PThl, BEPOATHOCTb CBA3U
InyaTaluyuy aopTel ¢ cupgpomoM MapdaHna HeBeJMKa.

Heobxonumo BHUMATEBHO COOMpPATh aHAMHES, 00-
palllad BHMMaHIeE Ha CJIyday BHE3AIHOM cMepTy O6J1m3-
KIX POJCTBEHHMKOB B MOJIOZIOM BO3pacTe (BHe3amHasd
CMepPTh IPU POJax, BHe3anHad CMepTh 0e3 yKas3aHusA
Ha TsKeJble 3a00JeBaHmUA U T. 1.)

Ecsm marueHT MOJIOIOTO BO3pacTa MMeeT XapaKTep-
Hble UBMEHEHVA KOCTHOI CUCTEMBbI, CHUKEHIE 3PEeHA,
ero HeoOXOOUMO HAIPABUTh Ha dXOKapauorpaduae-
ckoe obcyenoBaHMe ¥ KOHCYJIbTAIIUIO 0(PTaJIbMOJIOTA.

B cayuae ecoin y Mostoioro naiiueHTa BbIABJIEHA V-
JlaTanya aopTel boJtee 42 MM, eMy TOJKHA ObITh PEKOMEH-
JIOBaHa IIOBTOPHAaA dXOKapamorpacud depes 6 mecsa-
ueB. IIpu oTCyTCTBMUM IPU3HAKOB AMJIATALIVN a0PThI
caenyllee obcaenOoBaHME MOKET OBITH BBIIIOJHEHO
gepea 1 rox.

ITanmenT ¢ guiartanueit a0PThI, U3BMEHEHUAMIU CO
CTOPOHBI 3PUTEJILHON CYICTEMBI (MMUOIMA OoJee 3 MO~
TPU, HOABBIBUX XPYCTAJMKA) HOJIYKEH B 00A3aTesb-
HOM IIOPAAKE KOHCYJIbTUPOBATHCA KaPAMOJIOTOM.

K cosxanennto, no purHaHCcOBBIM NprunHaM B Poc-
CUU B HACTOAIIee BPEMs MaJIO PaCIpPOCTPaHEeHbI TeHe-
TUYECKJE TECThI, I03BOJIAOIINE BbIABUTb [eHETUYE-
cKre MyTauyi. VIMeHHO IO3TOMY TaK BasKHO TII[ATEJIHHO
obcenoBaTh MaILeHTa, COOJII0AAA IIOJIHbI KOMILJIEKC
JIVATHOCTUYECKUX MEPOIIPUATHIA.

Huoxe npuBeneHa HECKOJIBKO yOPOILIeHHAA HAMU
cxeMa, II03BOJIAIIIAA OIMCcaTh aJITOPUTM JeJiCTBUIMA
Bpaua IIpU NoJo3peHUN Ha cuHgpoMm MapdaHa, BO3-
HUKIIIEM B CJIy4ae BBIABJIEHUA IUJIATALVM a0PTHL

IToMuMo yKa3aHHBIX B CXeMe OIOPHBIX IPU3HAKOB
OoJIbIIIOe 3HAUEHNE VIMEEeT HaJu4ye ITOJ0KUTETLHOTO
ceMelfHOTO aHaMHe3a cuHapoma Mapdana. B mogob-
HBIX CJIy4asaX BKTONUM XPYCTANNKA, PACIIUPEHNUT a0p-
ToI 60 npusnakoB CBCT Ha 7 6aJyioB 1 BhIIIEe TOCTa-
TOYHO, 4TOOBI AMAarHOCTUPOBATh cuHApoM Mapdana.

OudgdepernuaabHas AMarHOoCTUKAa CUHAPOMa
Mapdana. Cuanpom Mapdana Heobxonumo nudde-
PEHLMPOBATH OT APYTUX 3ab0JeBaHUil, IPOABIAIO-
UXCA paclIMpeHreM aopThl. Peus et o cuEapOMax
Jlynca—/Iutna, ceMeiiHOl aHEeBpU3Me I'PYLHO aop-
Tbl, cuHEAPOMe Jaepca—danno, MASS-denorturne,
OUKyCIUIAJIBLHON a0pTe, aHEBPU3ME a0PThI Y JIUIL 10—
SKIJIOTO BO3pAaCTa.

Cunopom Jlyuca—Jumya odycJOBII€H MyTaluei
B reHaXx, Kogupyomux penentopsl ¥ TGF-B. B ortun-
uye oT cuHApoMa MapdaHa mopaskarTcsa He TOJIbKO

aopTa, HO U Apyrue apTepun 6ojee MeJIKOro Kaambpa.
IIporuos gia manueHToB ¢ cuugpoMoM Jlynca—JInTtia
3HAYUTEJBHO Xy’Ke, [IOCKOJIbKY PacCJIOeH)e a0pThI 3a-
4aCcTyI0 IPOMCXOANT IpU pasdMepax aopThl 40—45 MMm.
Kpowme Toro, nopaskennsa aopTsl npu cuaapome Jlyu-
ca—/luTHa 3a4acTyo HOCAT DoJjiee AMCTAJbHBIN Xa-
pakTep, YTO 3aTPYAHAET UX QUATHOCTUKY IIPU IIPOBE-
IEeHUM PYTUHHOI dXOKapAauorpacunu. ¥ malueHTOB
¢ cuagpoMoM Jlymnca—/IuTIia BEIABIIAIOTCA XapaKTep-
Hble 3MEHEHIA CO CTOPOHBI KOCTHO CUCTEMBI B OT-
CYTCTBIE IOABBIB/XA XPYCTAJNKA.

Cemetinas anespuadma 2pyoHot aopms. — 3aboie-
BaHME, XapaKTepu3yolileecs M30JIMPOBAHHBIM IT0pa-
sKeHMeM I'PYIHOTO OTZeJsa aopThl. 3aboseBaHue acco-
LUMPOBAHO C MHOYKECTBEHHBIMY MYTallUAMY, YACTh U3
KOTOPBIX ellle He u3ydeHa. Panx pabor omnuckIBaeT 110-
paskeHye cocynoB OoJiee MEJIKOro ayuaMeTpa (COHHbIE
apTepun, apTepun ToJI0OBHOTO M03ra). JIluarsoctupyer-
CA IPEeVMYIIECTBEHHO Y MYKUMH IIPY OTCYTCTBUU IO~
BBIBUXA XPYCTaJMKA.

Cundpom daepca—Janao 0O6ycOBIEH MyTalueii
B reHe KoJulareHa. 3abojieBaHye COIIPOBOIKIAETC BbI-
PAMKEHHBIMU M3MEHEHUAMN CO CTOPOHBI KoK, Cia-
60CTb CBA30YHOIO anmnapaTa IpPoABJIAETCA TUIIePMO-
OMJIBHOCTBIO CYCTaBOB, IIOPasKeHJEM OPraHOB MOYe-
IIOJIOBOJI CUCTEMBI, KeJyLOUYHO-KNUIIIEeYHOI0 TPaKTa.
Y manyeHToB ¢ CUHAPOMOM dJaepca—/laHio 3a4acTyo
IIepPBBIE OCJIOKHEHVIA IIOABJIAIOTCA CO CTOPOHBI JKeJy-
IOYHO-KUIIIEYHOTO TpaKkTa. JleTaJbHOCTh BO BpeMs:A
KapauoXmnpyprudeckux onepanuii gocturaet 45%.

Jlsycmeopuamoiii a0pmanvbrbill KAANAH BCTpedaeT-
ca npuMepHO y 1—2% HaceJleHUA 1 MOYKET COUeTaThCsA
C IOpasKeHyreM CTEHOK aOpThI U Pa3BUTIEM aHEBPU3-
Mol [TopaskeHns aopThl OOBIYHO BOBHUKAIOT B €€ BOC-
XOJALIEN YacTy, He 3aTparuBas CUHYChI BasbcabBhL

MASS-¢gpernomun. lna Bepupurauyu guar€osa
MASS-dernoruna Heob6X0quMo IIPOABJIEHNE JBYX,
a "KeJlaTeJIbHO TPeX IIPM3HAKOB: MUOINMA, IPOJAIIC
MITPAJIbHOTO KJIallaHa, IIOrPAaHNYIHOE COCTOSHYIE yBe-
JUYEHUA KOPHA a0pPThI, KOXKHbIE 11 He3HAUUTEJIbHbIE
KOCTHBIE IIPOABJIEHN)A (HeJOCTaATOYHBIE JIJIS OlIpesieie-
HMA «O0JIBIIIOr0» KOCTHOT'O KPUTE PN [IePBOHAYAJbHO
T'enTckoit Ho3osorum). ToUHBIN ypPOBEHb PUCKaA pa3-
BUTHUA U IPOTPECCUPOBAHNA aHEBPU3MBI A0PThI Y 9TUX
MIalVIeHTOB He u3y4eH. Hasmame sKTONUM XPYyCTaJINKa
JCKRJIOUaeT 9TOT ayarsHod. Ecom y nanmenta ¢ MASS-
deroTUnOM NAeHTU(MUIMPOBaHa MyTalysa reda FBN1,
€0 MOXKHO pacCMaTPUBaTh KaK IOTEHIMAJIbHOTO 00JIb-
Horo ¢ cuanpomoM Mapdana. OnHako B HacTodAIllee
BpeMsA HEM3BECTHO, HACKOJIBKO YaCTO 3TO IIPOVICXOINT
” Kakye (PaKTOpbI 00YCIIOBIMBAIOT HTOT IIEPEXOJ C Te-
YeHIEeM BPeMeHI.

OrpesbHO cileyeT YIOMAHYTD O PACILIIPEHNN a0P-
TBI Ha (DOHE aTEPOCKIIEPOTUYUECKOrO ITI0pasKeHns1. BoJb-
HbIE C ATEPOCKJIEPOTIYUECKO} aHEBPM3MOIL a0PTEI, KaK
IIpaBUJIO, CTaplle 55 JeT, cTpajaloliye TUIIepToHnYe-
CKOIt 00JIe3HBI0. Y MHOTUX U3 HUX OTMEYaeTCsA OUCI-
IUaeMusa PasINydHOl CTeIeHY BhIpasKeHHOCTH. Takux
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ITalVIeHTOB He0OXOAMMO TaKsKe HabJIo4aTh B JUHAMI-
Ke, OOHAKO IIPOTHO3 Y HUX OoJiee OJIarONpUATHLINA, YeM
IJI IalIeHTOB C reHeTUYeCKO I1aTOJIoTHe.

Jleyenue nmanueHToB ¢ cuHgpomom Mapdamna.
OcHOBHas 11eJIb MeIMKaMeHTO3HOTO JedeHUd alleH-
TOB ¢ cuHIpomoM Mapdana — MakCcUMaJIbHO CHU3UTD
TeMIIbl paciperusd aopThl [laneHTsI ¢ CMHAPOMOM
Mapdana HyxIa0TCA B IOCTOAHHON MeIVIKaMeHTO3-
HOJ Tepalun.

B coorBercTBUM ¢ pekoMeHmanuAMy AMepUKaH-
CcKo¥ KoJternyt kapamogoros 2010 r. [18] Bcem marm-
eHTaM ¢ cuHIpomoM Mapdana npu OTCyTCTBUM IIPO-
TYBOIIOKA3aHMII TOJKHBI ObITh Ha3HAUYEHbI OeTa-aape-
HOOJ0KaTOPhL. ONHAKO B IIOCJIeTHEE BPpeMdA BCe dallle
PEKOMEHYIOTCA aHTATOHMCTHI PEIeIITOPOB aHI'MOTEeH-
3uHa II, B yacTHOCTM J03apTaH. VI3BecTHO, UTO IIpena-
PaTBI BTOV TPYIIIILI MOI'YT BJIMATH Ha aKTUBHOCTD TPaHC-
dopmupyiorero pakTopa pocTa [3, TeM caMbIM CHUKA
TEMIIbl pacluypeHud aopThl. Takum o0pas3oM, B COOT-
BETCTBUM C IIOCJETHUMM PEKOMEHIAIMAMY JI03apTaH
TaKsKe IIOKa3aH IanueHTaM ¢ cuHapomoM MapdaHa.

Kaxk y'xe ynommHaJsoch, nalneHThl ¢ CUHIPOMOM
Mapdana Hy:KDaI0TCA B IMHAMUYECKOM HaOJI0IeHUN
KapzauoJgora 1 peryJsasapaom OxoRI'-kouTpoJe.

Takke HEOOXOAMMO IIOMHUTD, YTO OIlePaTUBHOE
BMeNIaTeJbCTBO IPY PaCIIMPEHNUN a0PThl ¥ MaleH-
TOB ¢ cuHapoMmoM Mapdana npoBoguTCA IPU MEHb-

IIIeM JiiaMeTpe a0pThI, YeM Y ITAIMEHTOB C aTePOCKJIe-
POTUYECKUM IIOPa’KeHMeM aopTel. B cooTBeTCTBUNA
¢ Esponerickumn pekomenganuamu 2010 r. mo Bege-
HIIO B3POCJIBIX C BPOYKIEHHBIMY 3a00JIeBaHMAMI CepJI-
I1a XMPYpPrudecKoe JedeHye IalyeHTOB C CMHIPOMOM
Mapdana MoxeT OBITh PEKOMEHIOBAHO IIPY [MaMeTpe
aopTsl bostee 50 MM [19]. IIpn nuamerpe aopTel oT 46
2o 50 MM orlepaTVBHOE BMeIIaTeJIbCTBO PEKOMEHIyeT-
CA IIPY HAJIMYNUY TSMKEeJI0M a0PTaJIbHOM MJIM MUTPAJIb-
HOJI HeZJOCTATOYHOCTY, YBEJNIEHNN Pa3MepPOB aOPThI
OoJiee ueM Ha 2 MM B I'oJj, IJIAHUPYEMOI OEpeMEeHHOCTH
MJIVI CEMEIHOM aHaMHe3e PacCJIOeHVIs a0PThL

BaskHO mNOgUEepKHYTH, YTO Y MOJIOABIX SKEHIIVH
C pacuMpeHyeM aopTbl HEOOXOAVMO YTOUYHATD, I1JIa-
HUpyeTcs gy OepeMeHHOCTh. B ciydae ecay GepeMeH-
HOCTB B Osmyskaiiliee BpeMsd He IIJJaHMPYeTCH, Ialy-
€HTKY CJeZyeT OCTaBUTb II0J IMHAMIYECKVIM HabJrone-
HyeM. Eco nanyeHTKa nolaHNpyeT 6epeMeHHOCTh, OHa
JoJ3KHA OBITH 0bcsenoBaHa OoJsiee TIATENIBHO, B TOM
4JICJIe C BBIIIOJIHEHJEM KOMIIBIOTEPHOV ToMorpadun
I'PYZHOI a0pPThI B aHruopesxume. B coorBeTcTBrM ¢ AMe-
pukaHCKUMU pekoMeHnanuamy oT 2010 r. BMelIaTesb-
CTBa Ha a0pTe y MalMeHTOB C TeHeTHIeCcKNMY 3aboite-
BarUAMMU (cuaapoMbl Mapdana, Snepca—/lanio, JIyn-
ca—/InTna, AByCTBOPYATHI a0PTAJIbHBIN KJAIaH)
JIOJIKHBI IIJIAHVPOBATLCA NIPY AuaMeTpe aopThl 40—
50 mM. Taksxe PEeKOMEHAYIOT XMPYPrUUecKoe BMellla-

ANIropuTM gnarHoCTU4eCcKoro rnomcka cuHapoma Mapgara ripuv ciydariHoM BbisIBJIEHUN Auataumm aopThl
npu 9xoKIr

OxoKTI: gunaraums aopThbl:
Jo20netr—Z =3,
Crapwe 20nerZ =2

| JKTONMA XpycTanuka |

Oa

CM — cuHgpom Mapdana;

CBCT — cucTtemMHoe BOBIeYEHNE COeANHUTENBHOM TKaHW;
C3/Ic — cocyancTblii TUn cunapoma dnepca—AaHno;
CLUT — cuHapom LnuHTueHa—lonbabepra;

CNnA — cungpom Jlyuca—Autua

Cxema. AJIropuTM™ auarHocTuku cuagpoma Mapdana

[ Her |

=7 6annos CBCT

MyTaunsa FBN1

Ha
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JanbHenwee reHeTnyeckoe
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CUHOPOM
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Articles

TeJbCTBO, eCJIM MHAEKC IJIOMAan KOPHA aopThl (Wr?/  menHoil myTtauuu B reHax TGFBR1 u 2 ipu quameTtpe
poct, cm?/m) npessbitaeT 10. Iya manmeHToB ¢ cMHEAPO-  aopThl 42 MM o OxoKT (BHyTpeHHss TpaHuiia) uin
MoM Jlynca—/InTna xupyprudeckas Koppekunus aop- 44—46 MM 110 JaHHBIM KOMIIBIOTEPHON TOMOrpadun
TBI MOXKeT OBITb PEKOMEHJI0OBaHa B CJIydae IIOATBEPIK-  WJIM MarHUTHO-PE30HAHCHOI TOMOTrpad .
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