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K 3HaunmbiM MCAHNKO-COIMaJIbHBIM npo6neMaM OTHOCATCA HACICACTBCH-

Hele HapymeHus coeauHutenbHor Tkanu (HHCT). OTo oOycnoBineHo mupokoin
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pacIpoOCTPaHEHHOCTHIO MYJIBTH(AKTOPUAIBHBIX HAPYIICHUH, MOSBICHUEM B MO-
JIOIOM BO3pacTe CEPbE3HBIX OCIIOKHEHUU, OTPAaHUYUBAOLIMX TPYAOBYIO ESITENb-
HOCTb, CHIDKAIOIIMX KAa4eCTBO JKU3HU U BIUSAIONIMX Ha NMPOrHO3 *u3HU. Hacnencr-
BCHHBIC U MYJIbTU(DAKTOpHUATEHEIE HAPYIICHUS! COCTMHUTEIILHON TKaHU SIBIISTIOTCS
dboHOM 1Jis pa3BUTHS aCCOLIMHUPOBAHHBIX 3a00JIEBaHUM, XapaKTEPUIYIOIIUXCSI OCO-
OCHHOCTAMM T€UEHUS U HE BBICOKOU 3(PEKTUBHOCTHIO CTAaHAAPTHOM Teparuu.

Tpynuoctu pacno3naBanuss HHCT Bei3Banbl monuMop(HON KIMHHYECKOH
CUMIITOMATUKOM, MOJOOHON M3BECTHBIM OO0JE3HAM, HU3KOW HH()OPMUPOBAHHO-
CTBIO Bpau€l O KPUTEPUSIX AUArHOCTUKHU WIIM OTCYTCTBUEM CaMHX JAUArHOCTHYE-
CKHUX KPUTEPHEB BCJIEACTBUE Pa300LIEHHOCTH MHEHUI MCCIEI0BATENE MO Tpak-
TOBKE MpU3HAaKoB.CxoAcTBO BHENIHUX Mpu3HakoB mpu MHorux HHCT, cinoxHoCTh
OTTPaHUYEHHS] MOHOT€HHBIX CHUHAPOMOB M HE CHHJIPOMHBIX (POPM, BO3PACTHOE
ABOJIIOLIMOHUPOBAHUE TPU3HAKOB, BIMSAIONIMX HA MPOTHO3 JKU3HHW, BBI3BIBAIOT
TPYAHOCTU B JUArHOCTUKE U CBOEBPEMEHHOCTH JICYEHHUS.

Poct pacnpoctpanennoctu HacnencrseHHsix HHCT, orcyrcTBue enuHOTO
MHEHHUS MO0 TEPMHUHOJIOTHH, KIACCU(DUKAITMOHHBIM JTUATHOCTUYECKUM KPUTEPHUSIM,
OOyCJIIOBWJIN HEOOXOJUMOCTh CHCTEMATH3allMM HAKOIUICHHBIX 3HAHMM. 3a Mmpo-
HIEAIINE TOJbl HAKOIUIEH MpakThudeckuid u Teopetmdeckuit ombitr mo HHCT B
ctpanaxmupa.BPoccuu,pes3ynbpraTsl ucciaeoBaHuii 0000IICHBIM TPEICTABICHBI B
pekoMmeHaanusax Pocculickoro kapauosorudeckoro oodmectsa (2009, 2012 r.r.),
MOJTOTOBJICH TPOEKT PEKOMEHIAINNA MeauaTpruieckoi cekimu Poccuiickoro o6-
IIECTBA TEPANEBTOB, MPOEKT PEKOMEH 1AM accolMaluy Bpadyeil o01Iei mpakTuKu
Poccun.

3nanus o npuHnunax auarHoctukd u jgedenuss HHCT u mynbpTudakropu-
aJbHBIX HApYyLICHUN HYXXHBlI BpauaMm BCEX CIIELMAIbHOCTEN. B HacTosmmMx peko-
MEHJAIUSAX MPAKTUYECKUE BpauMd HAMIYyT OOIIME METOIWYECKUE TOIXOJbI K pac-
no3HaBanuio HHCT, auarHoctudeckue KpUTEPUU PEIKUX CUHAPOMOB U aJITOPUT-
MBI BBISIBJIEHHS YacTO BCTPEYAIOIIUXCA MYJbTHU(HAKTOPUAIBHBIX HAPYIIEHUU CO-
€OMHUTEIBLHON TKaHU. BcnencrBue OTCYTCTBUS PaHIOMHU3MPOBAHHBIX MHOTOLCH-

TPOBBIX MCCJIEIOBAaHUN W JOKa3aTeIbHON 0a3bl MO MPEANOYTUTEIIBHOMY BBIOODY
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JIEKapCTBEHHBIX CPENICTB JJIS JICUCHUS, TIPU pa3padOTKe pEKOMEH AU UCTIOIb30-
BaJIM OMBIT UCCJEAOBATENIEH, MOCBATUBIINX U3YYEHUIO MPOOJIEMbl HE OJHO JECS-
TUJIETHE.

ABTOpBI OCO3HAIOT CJOKHOCTh TMOCTABJICHHBIX 3a/ad MO pa3pabdoTke Ha-
CTOSIIUX PEKOMEHIALNI U HE MPETEHIYIOT Ha MOJHOTY MPEACTABICHHS BCEX MPO-
SBJICHUMA MHOTOOOpAa3HBIX COCAMHUTEIBHOTKAHHBIX HAPYIICHWM, BMECTE C TEM
NepBbIe 1Iaru B pa3zpadboTke eanHoro noaxona k guarnoctuke HHCT neoOxonu-
MBIIUISI U3YYECHUS! KIMHUYECKUX IMPOSIBICHUN,COIOCTABICHUSI PE3YJIbTATOB HCCIIE-
JIOBAHUS, W TabHEUIIIETO pa3BUTHS TOHMMAaHUS MMaToreHe3a 3adoyieBanuii, Gopmu-
pOBaHUs 1I0Ka3aTeIbHOM 0a3bl MO MPUHITUIIAM ONITUMAILHOTO CUMITOMATUYECKOTO
JICYEHUH.

Jlns co3ganus PexomeHnanuii MCTOIB30BaHbl CIEIYIONIUE OCHOBHBIE MYyO-
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KJIACCBI PEKOMEHJIALIMI 1 YPOBHM NOKA3ATEJLCTB

[IpuBeeHHBIE B TEKCTE KJIACCHl PEKOMEHAAIMN U YPOBHU J10KA3aTEIIbCTB 10
BEJICHUIO TAIMEHTOB COOTBETCTBYIOT PekoMeHmanusiM Mo AMArHOCTUKE M Jieue-
uuto HHCT Poccutiickoro kapauonorudeckoro odmiectsa (2012 r.), EBponeiickoro
oOmiectBa kapauosioros (2012 r.), AMepukanckoro ooOmecta kapanooros (2010
r.).

Ta6nuna 1- Knaccel pexomeHanuii

Knacc [ [Tonb3a 1 3p(HEKTUBHOCTH AUATHOCTUYECKOTO WIIH JIE4eOHOTO
BO3JICUCTBUS IOKa3aHbl W/ WJIA OOIICTTPUHSTHI

Kunacc II [IpoTuBOpEUMBLIC NaHHbBIE U/WUJIH PACXOXKIEHNE MHEHUH T10
MOBOJTY TIOJIb3bI/9(PPEKTUBHOCTH JICUCHUS

Knacclla Nwmeronumecs nanHble CBUAETEIBCTBYIOT IPEUMYILIECTBEHHO O
1oJ1b3¢/3(HEKTUBHOCTH JIEUeOHOTO BO3ACHCTBUS

Kiaccllb [Tonws3a/rhPekTUBHOCTL MEHEE YOS TUTETbHbI

Knacc 11 Nmerommuecs naHHbie WK 00I[ee MHEHHE DKCIIEPTOB CBUIE-

TEIBCTBYET O TOM, UTO JiedueHue Oecmosne3no/HerPpexTuBHO U

B HCKOTOPLBIX CIIydadX MOXKCT OBITH BpCAHBIM



http://eurheartj.oxfordjournals.org/

Ta6auua 2 — YpoBHH 10KA3aTENbCTB

A Pe3y.l'II>TaTI>I MHOT'OYHCJICHHBIX PAHIOMHU3HUPOBAHHBIX KIIMHHU-
YCCKHUX I/ICCJIGILOBaHI/Iﬁ Wi MCTa-aHaJInu3

B Pe3ynbprartsl 0THOTO paHIOMHU3UPOBAHHOTO KIIMHUYECKOTO
WCCJIEIOBAHNS WUJIM KPYIIHBIX HEPAHJOMU3UPOBAHHBIX UCCIIE-
JTOBAaHUU

C OO61uiee MHEHHE SKCIIEPTOB U/ UK Pe3ynbTaThl HEOOIBIIUX

I/ICCJ'IGI[OBaHI/If/'I, PCTPOCIICKTUBHBIX I/ICCJIG,Z[OBaHI/II\/’I, PETUCTPOB

OIPEJEJEHUE IOHATUHA, IPUUYMUHBI PA3SBUTHS
HACJIEJCTBEHHBIX HAPYIIEHU COEJIUMHUTEJBHOM
TKAHHU

Jlist yauuKanuy TepMUHOIOTHH, UCIIOB3yeMOU MPH U3YICHUH HACIIEICT-
BEHHBIX HAPYIICHUIN COCTMHUTEIHHOM TKaHU, MPUMEHSIOT CIIeAYIOIIre Oonpeiene-
HUSI OCHOBHBIX TIOHSTHH.

HacnencrBenHble HAPYIIEHHUSI COCUHUTEILHON TKAHU — T€TEPOTCHHAS
rpynmna 3a0oJjieBaHHi, 00yCIIOBIIEHHBIX T'€HETUYECKUMU JedeKTaMu CUHTe3a U /
WM pacnaaa 0eJKOB BHEKJIIETOYHOTO MaTpHKCa MO0 HapyIIeHUsIMA MopdoreHesa
COEAVMHUTEIBHON TKAHU.

B xaramore renoB u reanbix 6onesneii V.A. McKusick HHCT (Heritable-
connectivetissuedisorders) npeicraBieHsl B Buae PCHOTHITMISCKOTO KOHTUHY-YMa,
KOTOPBbI HAUMHAETCSI C MOHOT€HHBIX CHHIPOMOB, CHHJIPOMOB C YACTUYHO COBIIA-
JAIONMIMMU TIPU3HAKAMH W TPOAOHKACTCS MYIbTH(AKTOPHUATBHBIMA HE CHHIIPOM-
HBIMH «HM30JIUPOBAaHHBIMI» (popMamu. K MOHOTEHHBIM OTHOCSITCS CHHIPOMBI C
pa3pabOTaHHBIMHU U COTJIACOBAHHBIMH JHATHOCTUYCCKUMU KPUTEPHUSIMH - CHHIPOM
Mapdana, cunapom Dnepca-/lanno u ap. Knuaudeckue npusHaku MyJIbTH(HAKTO-
pUATBHBIX HEe CHHAPOMHBIX (popm momgoOHbI TakoBbM Npu HHCT ¢ oGmenpuns-

TbIMHU KPpUTCPUAMHU, HO KOJIMYCCTBCHHO 1/WJIA Ka4eCTBEHHO MEHEe BbIPA’KCHEI.



Jlist onucanna HHCT mmpokoe pacnpocTpaHeHHe B PYyCCKOSI3bIYHOW JIUTE-
patype ¢ 90-X roJloB NpOILIOro CTOJIETUS MOJYYUI TEPMHUH «IMCILUIA3HA COeqH-
HuteJabHoi Tkaumw» (JICT),npennoxennsiii P. Beighton. Tepmun «JICT» ucnoib-
3yetcst kak cuHoHuM HHCT wnm quist o603nauenust He cunapomusix popm HHCT.

bonsmmacTBO MOoHOTeHHBIX HHCT - penkue 3aboneBanus, 4acToTa Ux Me-
Hee 1 Ha 2000 HaceneHus1, 4acToTa MyJIbTH()AKTOPHATBHBIX HE CHHIPOMHBIX (OpM
ropasio BbIIIE, OJHAKO A0 HACTOSIIEr0 BPEMEHU HE CYIIECTBYETTOYHBIX CBEICHUN
O pacnpOCTPAaHEHHOCTH B MOIYJISLINHU.

Manbie anomajanu pa3putusa (MAP) — Hacienyemble WM BPOKICHHbBIC
OTKJIOHEHHUSOTHOPMAJIBHOTO aHATOMUYECKOI'O0 CTPOEHHUSI OPraHOB,HE CBS3aHHBIE C
aHaTOMO-(PU3UOJIOTUYECKUMH OCOOEHHOCTSIMU JIETCKOTO BO3pacTa, MpHU OIpele-
JICHHBIX YCIIOBUSIX MPUBOMSIIME K HapylieHuto pyHkuuu. MAP onpenenstoT npu
BHEIIIHEM OCMOTPE M MPU UCCIEAOBAHUU BHYTpEHHUX opraHoB. K BHemiHuM MAP
OTHOCSIT aHOMAJIMU Pa3BUTHUSI KOCTHO-CKEJIETHBIE, MBIIICUYHbIE, IKTOJECPMAIIbHBIC.
K BucuepanbasiM MAP - H3MEHEHHsS CTpPOEHHUS OpraHa 3pEHUs, CEPACUYHO-
COCYIUCTOM U pPECHUpaTOpHOM CHCTEMbI, OpraHOB OPIOIIHOM IOJIOCTH, MOYe-
BBIJICTIUTEILHON U PENPOIYKTUBHON CUCTEMBI.

Marnbie aHoMaluu pa3BUTUsL 10CcTOBepHO yacto ompenenstor npu HHCT,
IpU XPOMOCOMHBIX O0JIE3HSIX, BMECTE C TEM, OHU MOTYT UMETh CaMOCTOSITEIbHOE
3HaueHue, 00YyCJIOBIMBAs PA3BUTHE MATOJOTMYECKUX CUHAPOMOB U 3a00J€BaHUMN
(TpoMO0IMO0IUYECKHI CUHIAPOM, HH(PEKIIMOHHBIN SHIOKAPAUT TPH (YHKIIMOHU-
pytomieM oBaibHOM OKHe - POO, aHeBpH3ME MEXIPEACEPIAHOU MEPETOPOJIKU —
MIIIIu ap.).

Ilopok pa3BuTHsl — OTKJIOHEHUE OpraHa OT HOPMaJIbHOI'O aHATOMHYECKOIO
CTPOCHHUS, IPUBOIAIIEE K KIMHUYECKH 3HAUUMBIM HapyuieHusM ¢yHkuuu.[lopoku
pa3BUTHS HAOIIOMAOT KaK CAMOCTOSITEIbHBIC HO30JI0THYECKHE (POPMBI U B cOUETa-
Huu ¢ apyrumu npusHakamu CBCT mpu monorennbsix cunapomax HHCT (medexr
MIIII npu cunapome Mapdana u ap.)

B Hacrosimee Bpemsi ommcano 6onee 250 cunapomoB HHCT (Kamypuna

T.U., 'opobynosa B.H., 2009 r.). K npuunnam pazsutuss HHCT otHOCAT MyTauuu
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T€HOB, OTBETCTBEHHBIX 32 CHMHTE3 W/WJIM paciiaj] KOMIIOHEHTOB 3KCTPalEILTIONP-
HOTO MaTpHUKCa COECIUHUTENBHOM TKaHW.MyTaluu MOTYT 3aTparuBaTh CTPYKTYp-
HbI€, TPAHCIIOPTHBIE U IMOpUOHATBHBIE Oesiku, pepmeHThl.[Ipu MHOTUX MOHOTEH-
HeiXx HHCT onpenenstor MmyTanuio reHoB O€JIKOB BHEKJIIETOYHOTO MaTpukca (KoJi-
JIareHbl Pa3IUYHbIX TUMOB, PUOPUIUIMH, TEHACIIMH U Jp.),[€HOB PELENTOPOB POC-
ToBbIX (hakTopoB - TGF-B (transforminggrowthfactor-f)u MaTpuuHbIX MeTasIo-
npoternHas (MMII).Myrtaiiuu B OJHOM U TOM € T'€HEe MOTYT MPUBECTU K 3a0oJie-
BaHUSIM C Pa3HOM KIMHUYECKOW CUMITOMATHUKOW BCJIEICTBHE MHOTO(]YHKIIHO-
HaJBLHOCTH COOTBETCTBYIOIIETO Oelika. ITO 00BSICHAETCS OONBIIUM pa3sHOOOpa3ueM
MyTalMi, B3auMOJCHCTBUEM MPOAYKTOB Pa3HbIX T'€HOB, (DOPMUPYIOLIUX CIOKHbBIE
OeNKOBbIE€ KOMIUIEKCHI, WJIM yYacTHEM B eAMHON MeTabonnyeckoi nenu (Kanypu-
Ha T.W., I'nycaes C.®., 2014 1.).

Monorennsie cungpomsl HHCT HacnemyroTcss yacTo 1O ayTOCOMHO-
nomuHanTHOMY (A/l), peako mo ayrocoMHo-perieccuBHoMy (AP) tumy. Ha mposs-
aeHue 3p(deKTa MyTaHTHOTO I'€Ha MOTYT BIUSATH JPYTHE T'€Hbl, OJTHU U3 KOTOPBIX
CHOCOOCTBYIOT O0Jiee paHHEMY €ro HpOsIBICHUIO, a IPYrHe MPEensTCTBYIOT. JTO
OIpEENSIET BAPbUPOBAHUE CPOKOB Havasia O0JIE3HEN, TO €CTh MAHU(ECTALUIO Ha-
CJIEICTBEHHO OOYCIJIOBJICHHOM MAaTOJIOTMU YeJIOBEKa B pa3Hble BO3PACTHBIE MEPHO-
JIbI )KU3HH.

He cungpomusie HHCT ¢ npennonaraemoit MyiabTU(]aKTOpUATBEHOUTIPUPO-
JOMMOSIBIISIFOTCS. TIOJT BIMSIHUEM COBOKYIHOCTH I'€HETUYECKUX MYTallUi U T€HETH-
YECKOM MpeapacloyiOKEHHOCTH, Ha (DOHE KOTOPBIX YMEHBIIAETCS YCTOMYMBOCTD K
BO3JIECTBHIO HeOMaronpuaTHeIX (pakTopoB. [laTorenes Oose3Hel ¢ HacieICTBEH-
HBIM IIPEAPACIIONIONKEHNEM, HECMOTPS HAa UX PACIPOCTPAHEHHOCTh, U3yYEH HENOC-
tatoyHO. [Io MHennto Kanypunont T.M., reHernueckas npeapacnoioKEHHOCTb y
mur; ¢ HHCT oOycnoBnena nerictBreM (QyHKIIMOHATBHBIX TOTUMOP(HBIX ajiienen
OO0JBILIOTO YKCIIa TEHOB, BEPOSTHO, HECKOJIBKUX COTEH reHoB-kKaHauaaTos. [lomm-
OpPraHHOCTh M MOJMCUCTEMHOCTb HPH MYJIbTU(PAKTOPUAIBHBIX HapYHICHUSXBbI3-
BaHATEM, YTO OJIHU U T€ K€ T'€Hbl MOTYT OBITh ACCOLIMUPOBAHBI C PA3HBIMH MHOT'O-

(hakTOpHBIMH 3200JICBAaHUSMHU.
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Tsoxects Teuenuss HHCT u xapakTep ociox)HEHH MOTYT ObITh 00YCIIOBIIE-
HBI BJIMSIHUEM Pa3IMYHbIX (DAKTOPOB BHEITHEW CPENbl, COCTOSTHUEM TTOpOTa MH]IH-
BUJIyaJIbHOW UYYyBCTBUTEJILHOCTH K JCHCTBUIO (DaKTOPOB BHEIIHEW Cpe.bl, U3Me-
HSIOMMX (PEHOTHUIT WK SKCTIPECCUIO TEHOB 0€3 HAPYIICHHS TOCISI0BATEIHHOCTH
Hykieotu0B B JIHK.

Takum obpazom, mpu HHCT ycrnoBHO MOXKHO BBIIETUTH JIBE TPYMIbI CHH-
JPOMOB — MOHOT€HHBIE€ C U3BECTHBIMU COTJIACOBAHHBIMU JTHUATHOCTUYECKUMH KPH-
TEPUSIMU U MYJIbTU(AKTOPUATEHBICHECUHAPOMHBIE ()OPMBI, HE UMEIOIINE Ha CEro-
JHSIIHUA JI€Hb TOYHOTO MOJIEKYJISIPHO-TEHETHYECKOro noATBepxkacHus.He wuc-
KJIFOYEHO, YTO B TPyNHIy MYJIbTU(DAKTOPHUATBHBIX HECUHIPOMHBIX (DOPM IMOIMAIA0T
HE JUArHOCTUPOBAHHBICE MOHOI'€HHBIC CUHIPOMBI. B KIMHUYECKOW IUAarHOCTHUKE
HHCT BaxHBIM SIBISI€TCS BBISIBICHUE TPU3HAKOB CUCTEMHOTO BOBJICUEHHS COCIU-

HurtenbHor Tkanu (CBCT) u MAP (puc. 1)

HacneacrBeHHble HapylleHUs
COeIUHUTE/IbHOU TKaHU

/\

Cunapomsl ¢ cornacoBaHHbiMu | | MyabTHdaKkTOpHaNbHbIE HE
KPHTEPHUAMH cuHapoMHbIe GOpPMBI

IIpu3HaKku cMCTEMHOTO BOB/I€YEeHHA
COeIUHUTETbHOU TKAaHHU

{

Mansie aHOMaTuM pa3BUTHSA
(BHemIHMe U BUCLEpaTbHbIE)

Pucynok 1- HHCT BkitouaroT Be rpynmbl: CHHAPOMBI C U3BECTHBIMHU CO-
IJIACOBAaHHBIMHU JIMArHOCTUYECKUMH KPUTEPUSIMH, OOIBIIMHCTBO U3 KOTOPBIX MUMe-
€T MOJIEKYJISIPHO-TEHETUUECKOE MOATBEPKICHUE; MYIbTU(AKTOPUATbHBIEHE CHH-
JIpOMHBIE (POPMBI, JUIsI KOTOPBIX HE YCTAHOBJIEH AC(PEKTHBIA I'eH; MPU3HAKH CHC-
TEMHOI'0 BOBJICYEHUS COCAMHUTEIIBHOW TKAaHW M MaJIble aHOMAJIMU PA3BUTHUSA Xa-
paKTepHBbI 17151 00€UX Ipymil.

bonwsmoe 3nauenue B quarHoctuke HHCT umeeTr mouck ¢eHOTHMHMYECKUX

MapKepoOB HACJIEACTBEHHON NPEAPACIONOKEHHOCTH K OINpENeIeHHOMY 3a0o0JieBa-
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HUIO, BMECTE C TE€M BO3HUKAIOT TPYAHOCTU AU(PEepeHInaTbHON AMATHOCTUKH U3~
3a MOI00MS KIIMHUYECKUX CUMIITOMOB. [I0CKONIBbKY cOeIMHUTENbHASI TKAHb €CTh BO
BCEX OpraHax M TKaHsIX, MHOroooOpaszue kiauHudecko cumnromaruku npu HHCT
ABJIAETCS. CIEACTBUEM HM3MEHEHHS CTPYKTYphI, META0OJM3Ma HU. CIEI0BATENBHO,
GyHKUIUYA COEAMHUTEIBHON TKaHH.

N3BecTHO, UTO MMMYHOTHCTOXMMHUYECKUE, MOJIEKYJISIPHO-TEHETUYECKUE H
MOJIEKYJISIPHO-IITUTOTEHETUYECKHE METOIbl MantoAocTynHbl B nuarnoctuke HHCT,
MIOATOMY MCIIOJIB3YIOT KAYECTBEHHYI) W KOJIMYECTBEHHYIO OLIEHKY IPU3HAKOB
nucMmopdorenesa ((heHoB), BCTPEUAIOMIMXCS MTPH UCCIEAOBAHUN OPTaHOB M CHCTEM
oprannsMa uenoBeka. [lepedens nmpuszHakoB CBCT B maTonornyeckuil mpouece
oOIIMpEH, BKIIIOYAET OKOJIO JBYXCOT BHEIIHUX U BHUCLEPAIbHBIX MPOSBICHUM HE
PABHO3HAYHBIX II0 YaCTOTE€ BCTPEYAEMOCTH M JUArHOCTHYECKOM 3HAYMMOCTH, B
CBSI3U C 3TUM, NIpPEXkaAe HEOOXOIUMO HCCIIEN0BAaTh CUCTEMHBIE MPHU3HAKU, Xapak-
TEpHbIE JIJIs1 CHHJIPOMOB C COTJIACOBAHHBIMHU KPUTEPHUSAMH (HAIIPUMEpP, CUMIITOMBI,
IPUBEACHHBIE B MEPECMOTPEHHBIX ['€HTCKMX Kputepusix cuHiapoma Mapdana —

KJIAaCCHUYICCKOI'0O IIpuMcEpa 3a00J1eBaHM I COCIIHHHTGHBHOﬁ TKaHI/I), 34TCM IIPpOYHC.

IMPUHIIUIIBI JUATHOCTHUKU HACJIEJICTBEHHBIX HAPYIIE-
HWHA COEJJUHUTEJBHON TKAHU

O0mue NPUHIHUNBI AMATHOCTUKH

OO6uue noAXoasl K AUArHOCTUKE BKIIFOUAOT KOMIUICKCHBIN aHAU3 pe3yJsib-
TaTOB KJIMHUYECKUX, TCHEAIOTHYECKHX, JA0OpaTOPHBIX, MHCTPYMEHTAIBHBIX U
MOJIEKYJISIPHO-TEHETUUECKUX UCCIeoBaHui. VccienoBanusi mpoBOIST ISl BbISIB-
JICHUS TIPU3HAKOB HAPYUICHUN COCAUHHUTEIBLHONW TKAHH, ONPEACICHUS KOHKPETHO-
r0 MOHOT€HHOTO CHHJIpOMA IO JUATHOCTUYECKUM KPUTEPHUSIM WIH MYIbTH(DAKTO-
pUATBHOTO HAPYIIEHUS — HE CHHAPOMHON (OPMBI C MPU3HAKAMHU HE TIOJHOCTHIO
COBMAJAIOIIMMHU C CUHJIPOMOM C COTJIACOBAHHBIMU KpUTEpUSIMU. JlnarHocTuka ac-
comuupoBanHbix ¢ HHCT 3a0osieBanuii mpoBOIUTCS MO CTaHJAPTHOMY MPOTOKO-

Ty.
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Knunuuecxoe uccredosanue cocTout u3 coopa xajnod manueHTa, HacIeaCT-
BEHHOT'O M CEMEMHOro aHaMHe3a, OIIEHKH ()eHOTHUIIa, aHTPOTIOMETPHUECKOTO U (pu-
3UKaJIbHOTO HccaenoBaHus. HeoOXoauMo BBISIBUTH HAKOIUIEHHE INPU3HAKOB CO-
€MHUTEIIbHO-TKAHHBIX HApYIIEHU B CEMbE, MOATOMY BA)KHBIM SIBIIIETCS pac-
CIPOC O COCTOSIHMM 370POBbsS KPOBHBIX POJCTBEHHUKOB U I'€HEAIOIMYECKOE HC-
CJIEIOBAHNE YJICHOB CEMbH, MO3BOJISIONIEE NOATBEPAUTH HACIIEACTBEHHBIM Xapak-
TEp BBIABICHHON NATOJIOTUU.

XKano6s! nanmentoB ¢ HHCT 4vacto 00ycnoBiieHbl acCOLMUPOBAHHBIMU 3a-
00JeBaHUSAMH, U MOTYT OTPa)KaTh U3MEHEHHS JTIO00H CHUCTEMBI WM JIIOOOTO Opra-
Ha. Hampumep, u30BITOYHYIO NOABM)XKHOCTH CYCTAaBOB HEPEIKO COMPOBOMKIAIOT
apTpaJiTMH, MO MOBOAY KOTOPBIX MalMEHT oOpaiaercs K Bpauy. Onpenenus npu-
3Haku HHCT — cungpoMa runepMoOMIIBHOCTH CYCTaBOB, MAllMEHTa OOCIIEIYIOT
JUISL UCKJIFOUEHUSI APYTUX 3a00JIeBaHUM, B CIydae UX OTCYTCTBHS JUArHo3 popmy-
JUPYIOT KaK «CHUHJIPOM IMIEPMOOUTIBHOCTU CYyCTaBOBY.

Jlabopamopnas ouacnocmuxa POBOJUTCA JJIS XapaKTEPUCTHKU COCTOSTHUS
OTJEJIbHBIX BUJIOB COEIMHUTENBHON TKaHU (COOCTBEHHO COEIMHUTEIBHOM, Xpsilile-
BOM, KOCTHOM, KpoBH, TuM(PbI). B tuarnoctuke HHCT BaxkHyt0 poJib UTpatOT OHO-
XUMHUYECKHE MeTOoJIbl uccienoBanus. Hanbonee nHPOpMaTUBHBIMU SBIISIOTCS OII-
penesieHns] YPOBHSI OKCHUIIPOJIMHA U TVIMKO30aMUHOTJIMKAHOB B CYTOYHOM Moue, a
TaK)Ke JIN3MHA, MPOJUHA, OKCUIIPOJIMHA B CHIBOPOTKE KpOBH. JIJIsl AMArHOCTUKH
VU3MEHEHUN COOTHOILIECHHS KOJIAr€HOB Pa3HBIX THUIOB M HAPYIIEHW CTPYKTYpBI
KOJUIAr€HOBOTO BOJIOKHA MPOBOAST TUIIMPOBAHUE KOJIJIAr€HA METOJOM HENpsSIMOU
UMMYyHOQII00OpectieHny no Sternberg L.A. mpy moOMOIIM NOJUKIOHATBHBIX aHTH-
Ten KGUOPOHEKTUHY U KoJutareny. Ilpu BesiBIeHNH cuHIpoMa Dnepca-/lanino nim
HECOBEPILEHHOI'O OCTEOr€He3a BBIMOJIHAIOT OMOICHIO KOXKHU € TOCIEAYIOIINM Ono-
XMMHUUYECKUM aHaiau3oM kKoJutareHa tanoB I, III u V. B 3aBucumocTu oT KIMHUYE-
CKOM ¥ OMOXMMHUYECKOM OLIEHKU JadbHEUIINH MOJIEKYJISIPHBIM aHATU3 TPOBOIUTCS
Ha JIHK, u3BieueHHo# U3 KyJbTUBUPYEMBIX (PUOPOOIacTOB.

[Tpu HHCT wuccrenytoT cienyromue nokasaTesid 0OMEHa COeAMHUTEIbHON

TKAaHU.
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-OCHOBHOTO BEIIIECTBA COCIWHUTEIHLHOW TKaHU (TJIMKO3aMUHOTJIMKAHBI,
¢bubpoHeKTHH, PUOPUILINH);

-COCTOSIHUS KOJulareHa (TUIPOKCUIIPOJINH, MapKepbl OMOCHHTE3a KoJulareHa
Tumna |, aMMHOTepMUHATBHBICTIPOTICITHABITIPOKOJIIareHa tuma |, Mmapkeps! merpa-
JalMU KoJulareHa turma |, ralakTo3MIOKCHIN3UH, TIOTIepEeYHbIe COSIMHEHUs KOoJIIa-
renoB turna I, I, Il u IX- nupuanHOIMH, 1€30KCUTTUPUIUHOINH);

-peryasTopbl 0OMeHa KoJulareHa (MaTpUKCHBIC METaJUIOTPOTEUHA3Hl U TKa-
HEBbIE MHTMOUTOPHI MATPUKCHBIX METAJIONPOTENHA3, TpaHchopMupyromui gak-
Top pocta 3 — TGF- B,Tenaciun X, acCKOpOMHOBasI KUCIIOTA);

-MaKpO- U MUKPOAJIEMEHTHI — KaJbIlui, pocdop, Maraui, xeiae3o, Me/b, Ce-
pa, KobabT, CeleH, IMHK, MapraHel, ¢Top, BaHaIui, KpeMHUH, O0p;

-MapKepbl (HOPMUPOBAHKS KOCTHON TKAaHU M CKOPOCTH €€ PEMOACITUPOBAHUS
(ocTeoKkanbllMH, KOCTHas IesouHast docdarasa, KalbIIUH—peryIupyromue rop-
MOHBI — TAPATTOPMOH, COMATOTPOIHBIM TOPMOH, TIPOJAKTUHUA BUTaMUH D3 meHTO-
CUIVH, TOMOIINCTEHH B KPOBH U MOYE).

JlabopaTopHbIe METOJIbI UCCIIEAOBAHUS HE SIBISIOTCS TATOTHOMOHUYHBIMH.

Hncmpymenmanvhvie Memoovl uccied008anus HapaBiIeHbl HA TUATHOCTUKY
aHOMAJIUN Pa3BUTHUSI BHYTPEHHUX OPTaHOB U (DYHKITMOHAIILHOTO COCTOSIHHSI Opra-
HOB U CUCTeM. BpIcOkas 4acToTa ceplieyHO-COCYIHUCThIX M3MEHEHUN 00YCIOBIIH-
BaeT 0053aTeIbHOE BKIIFOYCHHE B INMEpPEYCHb WHCTPYMEHTAIBHBIX HCCIICIOBAHUMH,
nomumo OKI', cyrounoro monutopupoBanusi OKI' (CXM), ynbTpa3BykoBOE HC-
CJIEIOBAHUE CEpIla U COCYI0B. AHOMAIHIM Pa3BUTHsI KPYIMHBIX COCYIOB - BOC-
XOJISAIIEH aopThl, JETOYHOTO CTBOJIA MOTYT COIyTCTBOBATh aHOMAJMH JAPYTHX OT-
JIEJIOB a0PTHI JINOO APYTUX COCYIUCTHIX PETMOHOB, KOTOPBIE UCCIEAYIOT METOJI0OM
koMmibtoTepHor (KT) mnm marautHo-pe3oHancHoi Tomorpaduu (MPT). Yabrpa-
3BYKOBOE€ HCCIIEJJOBAaHNE OPTAaHOB OPIOIIHOW MOJIOCTH, MOYE-BBIACIUTEILHON CHC-
TEMBbI, PEIPOAYKTUBHON CHCTEMbl HAMPABIEHO HA BBISBICHHUE ITO3a, BUCIIEPATH-
HBIX aHOMAJIMH pa3BHUTH. PEHTreHOJOrHYeCKre METO/IbI (MCCIIeIOBAaHUE OPTaHOB

TPYAHOU KIIETKH, Ta300€JPEHHBIX CYCTAaBOB, KOMIIBIOTEpHAs ToMorpadwusi wumu
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MPT mo3BOHOYHWKA) BXOJAT B MEPEUYCHHb 00S3aTEIBHBIX METOJIOB HCCIICOBAHUS
IIPY MOHOTEHHBIX CHHApOoMax (cuHapoMm Mapdana u ap.).

[IpenmnonoxuB no pe3yapTaraM BBIOJHEHHBIX WCCIIEIOBAHUIT MOHOTE€HHBIN
cuaapom HHCT, Heobxoaumo HampaBUTh MAllMEHTa HA TCHETUYECKOE KOHCYIIbTH-
poBaHue AJis NPOBEACHUS JAJIbHEHUIIIEr0 00CIIeI0BaHNS.

Ouenka genoruna

ITockoJibKy BCe OpraHbl WM CUCTEMBbI B OOJIBIICH WM MEHBIIEH CTENEHU
OKa3bIBAIOTCSl BOBJICUEHHBIMU B MATOJIOTUYECKHUM mpolecc, GU3nKaaIbHONAIMEHTa
HCCIIEAYIOT «C TOJOBBI J0 MATOK». OleHKy (DeHOTHIIa TPOBOISAT BHISBIISAS BHEIII-
Hue u Bucuepanbublie npuzHaku HHCT (Ilpunoxxenue 1). [IpuBoaum mnepeyeHb
OCHOBHBIX MPU3HAKOB AucMopdoreHesa, ceuaerenscTByronmx o CBCT.

Kocmmuvie
1. KuneBuanas neopManysi rpyIHOM KIETKU;
2. Boponkoobpasnas nedopmarius rpyJHON KIETKH;
3.JlonuxocTeHOMENHS;
4. ApaxHOJaKTUIINS,
5. CxonuoTtuyeckas nedopmariisi T0O3BOHOYHUKA WA CTIOHUIIOJIUCTES;
6. Kudos u kudockonnos;
7.0rpanudenue pa3rudanus B JOKTEBOM cyctase < 170°;
8.IIpoTpy3usiBEpTIIY>KHHOM BITAIUHBI (TI0 pe3yJIbTaTaM PEHTTEHOJIOTHIECKO-
r'0 UCCIICIOBAHMS);
9. Bricokoe apkoBHIHOE HEDO;
10.JIutieBsie nu3Mopbun:
- monuxornedanus,
- BHO(TAJIbM,
- CKOILICHHbIE BHU3 IJ1a3HbIE 11IEJH,
- TUIIOIIJIA3Usl CKYJIOBBIX KOCTEH,
- pETpOTHaTHS;
11. Hapymienue pocta u CKy4eHHOCTh 3y00B;
12. Ilpsamas crivHa;
13. JIoMKOCTb KOCTE.
Koorcnbie
1. TloBeiuennas (>3,0 cM) pacTSIKUMOCTb KOXH;
2. AtpoduyeckuecTpuu (He CBSI3aHHbIE C OEPEMEHHOCTHIO WJIM MTPUEMOMT -
JIOKOKOPTUKOCTEPOUIOB);
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~No bk w

BbapxaTtucras koxa 3a cC4eT OOMIHSI MMYIITKOBBIX BOJIOC PA3HOU JTHHBL;
ToHkast JIerko paHUMasi KOXKa;

[upoxue atpoduueckue pyoibl B BUJIE€ MATUPOCHON OyMaru;
Kennounneie pyo1isr;

MoTIOCKOBUAHBICTICEBAOONYX0NMU U chepougHble 00pa3oBaHus B 00-
JIACTH JIOKTEBBIX U KOJICHHBIX CYyCTaBOB.

Mborweunwvle

1.MpimedHas THIIOTOHUS W/UIH TUIOTPOQHS;

2.I'pbDKY ¥ TIPOJIATICHI OPTAHOB W/WJIU TIOCIICONEPAIIMOHHBIE TPHIKU.

Cycmashbie

1. M'unepmoOuIBHOCTH cycTaBoB (1o P.Beighton);

2. MenuanbHOE CMEIIEHNE MeIUaTbHON JOBIKKY;

3. IlmockocTomnue mpoaoIbHOE W/ IIIK TIOTIEPEYHOE;

4. Crioaauies;

5. CnoHIUIIONINCTES;

6. BeiBuxu, MoABBIBUXHU 00JI€e, YEM B OJIHOM CYCTaBe, WJIN IMOBTOPSIOIIME-
Csl BOJJHOM CYCTaBe.

I nasnvie

1. IToABBIBUX XpyCTaIMKa;

2. Muonus (>3 nuonTpuii);

3. 'omyObie ckiepsr;

4. AHOMAJIBHO TUIOCKAasi pOrOBHIIA (ITO pe3yJbTaTaM KepaTOMETPHH);

5. YBenuueHue JJIMHHON OCH TJ1a3HOTO s10510Ka (110 pe3yiabratam Y 3U;

6. ['unonnactTuyeckas paaykHasi 000JI0YKa WK TUIIOTUIACTUYECKast MepIia-

7.

1.
2.
3.

TeJIbHAsl MBIIIIIA, BHI3BIBAOIIAS] MHO3;

DNUKaHTYC.

Cepoeuno-cocyoucmas cucmema

Pacmmpenne BOCXOIA1IEN a0pThI;

[Tpomarc MUTpaTEHOTO KITalaHa;

Marpie aHoOManuM cepjia: MPOJarnchl KIAMaHOB TPUKYCHUIAAIBHOTO,
a0pTaJIbHOTO, JETOYHOU apTEepPUU; aHEBPHU3Ma MEXKIIPEJCEPIHOMN Mepero-
poaku (MIIIT); dbyakuuonupyromee oBainbHOoe okHO (DPOO); acummeT-
pusi TpexcTBopyaToro aoptaibHoro kiamaHa (ATAK); MHOXkecTBEHHbIE
aHOMAJIbHO PACTIOIOXKEHHBIC XOP/IbI;

. Paciumpenne cTBoJia JIETOYHOM apTEepuu MpPU OTCYTCTBUU KIIAIIAHHOTO

WM TIepruGEepUIecKoro JeroyHoro CTeHo3a JMO0O0 APYrod MPUYUHBI, B
Bo3pacrte 110 40 seT;

. OOBI3BECTBIIEHUE MUTPATHHOTO KOJIbIIa B Bo3pacte 110 40 JyerT;
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6. Pacimpenue uinu paccioeHue CTEHKH TPyAHON WM OpPIOIIHOM aopThl B
BOo3pacte 110 S50 serT;
/. Bapuko3Has 00J1€3Hb BEH, pa3BHUBILASCS B FOHOIIECKOM BO3pacTe;
8. Bapukorierne;
9. Jlerkoe oO6pa3oBaHre TeMaTOM MPU HE3HAUUTEIHHBIX yAapax.
Pecnupamopuas cucmema
1. TpaxeoOpoHXHabHASA JUCKUHE3US;
2. TpaxeoOpoHXOMANALHS U TPaXeOoOPOHXOMETaus;
3. AnukanpHble OYJUIbl JIETKUX (IO pe3ysibTaTaM pPEHTTE€HOJIOTUYECKOrO
UCCIIEJOBaHMS);
4. ClOHTaHHBIN THEBMOTOPAKC.
Opzanvl 6pIOWIHOL NOIOCIU, MATI020 MA3A, MOYE8blOeNUMENbHASL CUCTEMA
1. ITTo3 opraHoB OpIOLIHOM MOJIOCTH, MTOYEK;
2. AnadparmanbHas rppika;
3. HemocTatouHOCTh KapAuu KETyaKa;
4. InBepTUKyIBI MULIEBOAA, KUIICUHUKA;
5. AHomanuu popmsl U Tonorpaduu xKemyaKa, ABeHaIIaTUIEPCTHON KUII-
KH, KEITYHOT'O ITy3bIpS;
6. Jlomuxocurma,;
7. HenoctatouyHOCTh OAyTMHUEBOM 3aCIOHKH;
8. [Iponanc reHuTanui y *KeHIINH;
9. Y iBoeHue JalieyHo-I0XaHOUYHOM CUCTEMBI.
Cucmema Kposemeopenusi.
1. TloBbllIeHHass KPOBOTOUHUBOCTE;
2. I'eMOri100MHONIATHH;
3. TpomOomuTONATHY.
OnpeneneHHas COBOKYIHOCTh BHEIIHMX U BUCUEPAIbHBIX aHOMAJIUA OTHO-

CUTCA K JUAarHOCTUYECKUM Ipu3HakaMm pa3Hbix cuHapomoB HHCT, Bmecte ¢ Tem
MHOTHE U3 MPU3HAKOBMOTYT UMETh CaMOCTOSATEIbHOEC3HAUYECHUE KaK M30JUPOBAH-
HBIN Ae(EeKT COCTMHUTEILHON TKaHH.

[ToMuMO aHATOMHYECKUX M3MEHEHHUM BHEIIHUX U BUCIHEPAIBHBIX Y OOJb-
muHcTBa nanueHToB ¢ HHCT onpenensitoT npu3Haku comMaToQpOpMHOM Berera-
TUBHOU AUCHYHKIIUU, HAPYIIEHUS UIMMYHHOTO CTaTyca.

MaJible aHOMAJIMM PAa3BUTHUA

Marnsie anomanuu pa3sutusi (MAP) onpenenstor mpu BHEIIHEM OCMOTpPE U

MpU HCCJIeI0BaHUU BHYTpeHHUX opraHoB. K BHemHuM MAP oTHOCAT aHOMaIUH
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Pa3BUTHS KOXKH, KOCTEH Yeperna, KUCTU U CTONBI (TMIEPIUTMEHTALMS U AEMUTMEH-
Talusl KOXH, OTTOINBIPEHHBIC VIIH, OTCYTCTBHE MOYKH yXa, AOJUXOoIledanusd,
HSHO(TANBM, CKOIIICHHbIC BHU3 TJIa3HBIE 11U, TUIOIJIA3HsI CKYJIOBBIX KOCTEH, peT-
pOrHaTUsl, CUHAAKTWINS, CaHAaJIeBUAHas wenb u ap.). K Bucuepansasiv MAP -
U3MEHEHHUS] CTPOEHUSI BHYTPEHHHX OpraHoB (yABOCHHE YalICYHO-TOXaHOYHOIO
amnmnapara rnoyek, 100aBouHas noibka ceie3eHku 1 MAC).

Juarnoctuky HHCT npoBOJsT B HECKOJIBKO 3TaIoB, MOCIEA0BATEIBHO BhI-
ABJISISL IPU3HAKU HACJIEICTBEHHOIO CUCTEMHOTO IMOPAXKEHUSI COEAUHUTENBHOMN TKa-
HU (BHEIIHUE W BHUCLEpAJIbHBIC) U (YHKIIMOHAIHHOTO HAPYIICHHUS CHUCTEM Opra-
Hu3Ma. [loyuuB pe3ynbTaThl HCCIENOBaHUS COOTBETCTBYIOIIME CHUHAPOMY C CO-
[JIACOBAHHBIMU KPUTEPHUAMU, MALIMEHTA HANIPABIIAIOT HA KOHCYJIBTALUIO K T€HETHU-
Ky. B ciydae HE COOTBETCTBHSI KPUTEPUEB HA OJHOMY M3 U3BECTHBIX CUHAPOMOB,
JTUArHOCTUPYIOT OJWH U3 MYJIbTU(DAKTOPUATILHBIX HE CHHIPOMHBIX (DEHOTHUIIOB U
IPOAOJDKAIOT HAOMIOICHNE 32 TAIIUEHTOM.

CxeMa IMarHOCTHYECKOI0 MOMCKA

HavanbHbIi 3TAN:

- Ouenka (eHotuna

- HacnencTBeHHBIN aHaMHE3

- Pu3MKaIbHOE UCCIEN0BAHUE

- OKT

- OxoKT

Pentrenorpadus opraHoB rpyJHOU KIETKU

- VY3U opranoB OproIIHOM MOJIOCTH, TOYEK, IITUTOBUTHOMN KEJTe3bl

- DyHKIMS BHEITHETO JbIXaHUS

AHan3 KpoBU OOIIMA U OMOXMMHUYECKHM, C BBISIBJICHUEM MapKEpOB
HapyIIeHUs MeTa00JIM3Ma COCIMHUTEILHON TKaH!; aHAJIU3 MOYH.
B npanbHenmem uccinenoBaHue MpoOBOIAT MO CUCTEMaM, B 3aBUCUMOCTH OT

pe3yJIbTaTOB MHCTPYMEHTAIBHBIX U JJA0OPATOPHBIX METOJIOB.

MOHOI'EHHBIE CUHIPOMbI NJIM CUHAPOMBI C
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COI'ZTACOBAHHBIMHU IMATHOCTHYECKUMMU KPUTEPUSAMHU

CornacHo karajory reHHbix Oosesneir V.A. McKusick mexmynapomHbie
JUArHOCTUYECKHE KPUTEPUH COTIIACOBAHBI I 7 HO30JIOTHUECKUX (POopM:

1.Cungpom Mapdana - I'enrckue kpurepun LoeysA. Etal., 2010;

2. CunnpomDnepca-/lanmo—Villefranchecriteria, BeightonP. etal., 1998;

3. CunapomMrunepmoomIsHOCTUCYCTaBOB- Brighton-Grahame criteria, 2000;

4. HecoBepIIEHHBINOCTEOT €HES;

5. [IponancMuTpaibHOrOKJIANIAHA,;

6. CemelinbriicuaapoMmapdanonHoriBHeIHOCTH -  (cuHOHMMLOEYS-
Dietzsyndrome, type 2B) —xpurtepunloeys B.L., 2005.

7. MASS-cunapom.

Cunapom Mapgdana

Knaccuueckum npumepom Mmonorennoro HHCT ciyxut cunapom Mapdana
(CM)c ayTOoCOMHO-AOMUHAHTHBIM THIIOM HAcJ€AOBaHUS BBICOKOW MEHETPAHTHO-
CTBhIO W PA3IMYHOM CTEeNeHbIO AKcnpeccuBHOCTU. B 70 - 85 % ciyvasx 3abomneBa-
HUE SBJISIETCA HACIEICTBEHHBIM, B OCTaJbHBIX — Pa3BUBAETCS BCIEIACTBUE CIIOH-
TaHHBIX MyTallMi, 4acTO B BUJE MHUCCEHC. M3BECTHO, UTO MaTOreHe3 CHHAPOMA
CBS3aH C MyTallMsIMH B HECKOJbKMX TeHax (95% cmyuaeB): rene gubpuummnal
(u3BectHo okosio 1000 myramuit) Ha Xxpomocome 15921.1, rene7GFPRI win
TGFBR?2 na 9-ii u 3p24.2-P25 xpomocoMme, 4TO 00YyCIOBIMBAET KIMHUYECKYIO Ba-
puabenbHOCTh 3a0oneBanus.B 5% ciydaeB nmpu CM onuchiBalOT MyTaluu B 0.2-
nenu kosutarena tuna [.Cunapom Mapdana Bcrpevaetcs B 1-3 ciyyasx Ha 5000
4eJIOBeK, 0€3 pacoBOl U MOJOBOM IETEPMUHUPOBAHHOCTH.

K ocobenHoctsm knuHudeckoi kapTuHbl npu CM OTHOCSTCS MHOTOOOpasue
MPOSIBJICHUM, BapbUPYIOIIUA BO3pACT OOJIbHBIX MPHU MOSIBICHUU TEPBBIX CUMIITO-
MOB 00JI€3HH, XPOHUYECKOE MPOTPEeIMEHTHOE TEUCHHE, COKpAllleHHas! MPOIAOIKH-
TEJIbHOCTb JKU3HU, 00YCIOBICHHAS U3BMEHEHHEM OPI'aHOB.

Knnnaunyeckass auarnoctuka CM OCHOBBIBAE€TCSI HA BBISIBICHUH CJIEIYIOIINX

MPU3HAKOB:
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- OCHOBHBIX KJIMHUYECKHUX NPHU3HAKOB (pacIIMpPEHUE aopThl U SKTONUSA
XpYCTaJIMKa),

- CHUCTEMHOI'O BOBJICUEHUS COCUHUTEIBbHON TKAaHUC OANIbHOM OLIEHKOM,

- HAJIMYUIO/OTCYTCTBHUIO CEMEHHOTO aHaMHE3a,

- pe3ysnbTaTaM MOJIEKYJISIPHO-TEHETUYECKOTO UCCIIEIOBAHUS.

Onenky pa3MepoB aopThl (A0) cielyeT MPOBOAUTH IMPHU TPAHCTOPAKAIIb-
HOMOX0KI' B MpomoibHON MapacTepHAIBHON MMO3UIIMK HAa YPOBHE CHHYCOB Basb-
CaJIbBBl U BOCXOJAIIET0 oTAena Ao (Heooxoaumo ais auddepeHanbHOro quar-
HO3a) IIPU U3MEPEHUH MapajlieJbHO MIOCKOCTH aOpTaJbHOIO KJIallaHa U NEepIIeH-
JIVKYJIIPHO MOTOKY KPOBH. /[OCTOBEpPHBIM IpU MU3MEPEHHUH AUAMETpPa aOpPThl CUH-
TalOT Pe3yJIbTAT, IIPEBBIIIAIOIINN HOPMAIIBHOE 3HAYECHUE, 110 KpalHEW Mepe, B O1-
HOM M3 TPEX TPAHCTOPAKaJbHBIX M300paKEHUU C KOPPEKIUEl Ha BO3pacT, IUIO-
11a]1b IOBEPXHOCTH TeJa, C UHTEpIpeTaleil B 0annax no mpeaioKeHHO! IIKaJe.
Ha npakTtrike u3MepeHus: KOpHs aOpThl MOTYT IPOBOJUTHCS B CHCTONIY WJIW JIHa-
croiry. Vcronp3yeMblid METOZ JOJDKEH COOTBETCTBOBATH TOMY, KOTOPBIM IpPUMeE-
HSUJICSI OOBIKHOBEHHO CHEIUAIMCTOM JIJISl OJTyUYEHHUsI METPUUECKUX XapaKTEPUCTUK
cepaua.

Jlanee pacCUUTBIBAIOT Z-KPUTEPUM, MPEACTABIISIIOMINN PA3HOCTh MEXKY UC-
TUHHBIM U JOJDKHBIM JUAaMETpaMH KOpHsS AO ¢ OMpaBKOW Ha Bo3pacT. J[0JKHBIN
nuametp kopHs aoptel ([JIKa) ompegenstor mo Homorpamme unu (Gopmyie
Roman M.J. ¢ coasr. (Roman M.J., 1989). ITlnomans nosepxHoctu Tena (I1I1T)
paccuMThIBalOT 1o  (GopMmyjJe  WIM  ONPENEIsSoT [0  HOMOTpaMMe
Jrooya(DuBoisandDuBois, 1916) (ta6:. 2).

Tabnuua 2 - [TocnenoBarensHOCTh pacueTa Z-KpuTepus

1.Pacuer miomaau nosepxuoctu Tena (I111T) genoBeka o dhopmyie drodya

[MIIT — momane MOBEPXHOCTH
IIIIT =0,007184 - (H - 0,725) - (M -0,425) Tena, Mm% H— POCT YEJIOBEKA, CM;
M — macca Tena, Kr

2.PacdeT momKHOTO quaMeTpa aopThI I JaHHOT'O BO3pacTa
I1Ka (cm) =1,92 + 0,74 - TITIT JJIKa - 1oJbKHBIN 1uaMeTp Kop-
HSI Q0pPThI
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3.Pacuet z-xpurepus:

K: nis Bospacta <20 net- 0,18,
Z = (1Ka—- 1JIKa)/ k 20 - 39 ner- 0,24 > 407et - 0,37

(1Ka — quameTp KOpHS aOpThI Ha
YPOBHE CUHYCOB BasnbcanbBbl

VY CTaHOBIIEHO, YTO Z-KPUTEPHUIl B HOPME y MALMEHTOB MOJIOJIOTO BO3pacTa ¢
HU3KON Maccoi Tejla MOXKET UMeTh 0oJiee BBICOKHE 3HAUEHMs], y TAlIUEHTOB CTap-
IIMX BO3PACTHBIX I'PYIIl C BBICOKOM MacCcoil Tejla - MCKYCCTBEHHO 3aHM)XEHHOE
3HaYCHHUE. YBEJINYEHUEM pa3Mepa a0pThl CUMTAIOT 3HAYEHHE Z-KPUTEpHUs >2 1Jis
ITAIMEHTOB B Bo3pacte crapiue 20 et u >3 11 manueHToB Monoxe 20 ser.

B ciyyae HEBO3MOKHOCTH OLEHKH PE3yJibTaTa MPU BBINOJHEHUU TPAHCTO-
pakaJbHOTO 3XOKapIuorpapuuecKoro MCCiae0BaHUs UCIONb3YIOT YPECIUIIEBO/I-
Hyr0OX0KI', KT i MPT.

CucTeMHOE BOBJIEUEHUE COCAMHUTENBHON TKAHU HAPSy C OCHOBHBIMH KJIU-
HUYECKUMH MPU3HAKAMU UMeeT 00JbIIoe 3HaueHne. OueHKka CUCTEMHbBIX U3MEHe-
HU, XapakTepHbIX it CM, npoBoauTtcs B 6amiax (Tabnumna 3).

Ta6muma 3 - Cuctemusie u3MmeHeHus ipu CM u ux OajibHas OIeHKa

[Ipu3Haku bannet
[TonoxuTeNbHBIN TECT 3aMACThs U TECT OOJIBIIONO Naibla 3 banna
[TonoxuTeNbHBIN TECT 3aMACThs WM TECT OOJBILIOTO Mabla 1 6ann
KuneBunnas rpyaHas Kjierka 2 6ama
BoponkooOpa3Has Uiy aCUMMETPUYHAs TPYIHAs KJIETKa 1 Gann

Banberycnas negopmanus cronsl (MeauaiabHas poTauus JOIbDKKK) | 2 Oania

[Inockocromnue 1 6amn

CHOHTaHHBIN THEBMOTOPAKC 2 Oama
JlypanbHas sKTa3us 2 Gamna
[Ipotpy3ust Ta300€ApPEHHOTO CycTaBa 2 Oamna

OTHoIIEHHE BEpXHEro cerMeHTta TyJsoBuia (10 cumdusa) K HIX- | 1 6amn
HeMy< 0,86 1 pazmax pyk/poct > 1,05 6€3 BbIpa’)k€HHOTO CKOJIM03a

CKoJIM03 UIMTOPAKOTIOMOATBHBIMKH(]O3 1 Gamn
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OrpanudenuepasrudanusuiokTeBorocycrara(<180°) 1 Gamn

3 U3 5 nuneBsIX mpu3HaKa (Hoimxoredanys, aHTUMOHTOJIOMIHBIN | 1 Gamt
paspes ria3, S3Ho(TaIbM, PETPOrHATHSI, THITOIIA3HsI CKYJIOBBIX KOC-
Tek)

KoxublecTpun 1 Gann
Muonus > 3 quonTpuit 1 0amt
[IpomancMuTpaabHOTOKIaaHa 1 Gamn

HawnlGosnee 3HauMMble TUArHOCTUYECKHUE TIPU3HAKHU (apaxHOMAKTHIIHS, KUJIe-
BUJIHAsA AepopMaliusl TPYAHOU KIETKH, Balbl'ycHas JedopMalius CTOIbI, CIOHTAaH-
HBI TTHEBMOTOPAKC, IKTA3Usl TBEPIOH MO3TOBOM 00OJOUYKH, MIPOTPY3UsS Ta3z00e1-
PEHHOTO CyCTaBa) MOJYYWIH O0Jiee BHICOKUN 0alll 0 CpaBHEHUIO C APYTMMH Yac-
THIMU B TIOMYJsiK U MeHee crienuduunbiMu uist CM npusnakamu. KonamdectBo
0aoB >7 u3 20 BO3MOXKHBIX CBUJIECTEIILCTBYET O CUCTEMHOM BOBJICUCHHUH COEJIU-
HUTEJIHHOM TKaHHU.

BrisBIeHHE CHCTEMHBIX W3MEHCHHH JOJDKHO TMPOBOJHUTHCS KOPPEKTHO C
YUETOM PEKOMEHJIOBAHHBIX METOJIUK (Tpriioxenue 1, 2).

Huarnoctuyeckue kputepun CM U3MEHSIOTCS B 3aBUCUMOCTH OT CEMEHHOM
OTSITOIIICHHOCTH.

B omcymcmeuu cemeiinoco anamuesa niist nuaraoza CM 1ocTaTOYHBIMHU SIB-
JISTFOTCS CIIEAYIOIINE TPU3HAKU:

- Pacimpenue aoptel -Ao (Z> 2) 1 5KTONUS XPYCTAIMKA,;

- Paciupenue aoptel - Ao (2> 2) u mytanuu rena FBN1,;

- Pacmmupenue aopTsl - Ao (z> 2) u cucTeMHbIe U3MeHeHus (> 7 6amioB) +
renetideckoe tectuposanue (TGFBR1/2, Guoxumus xomtarena, COL3AL);

- Dkronus XpycTanuka u mytanuu rena FBN1, cBsizanHable ¢ aHeBpu3Mon
a0pTHI.

IIpu cemetinom anamneze CM IMarHoCTUPYIOT NMPH BBISIBICHUU CIIETYIOIINUX
MIPU3HAKOB:

- DKTOINS XPyCTaIUKa,

- CucteMHbIe n3MeHeHus (> 7 6amioB)+ reHeTUYeCKOe TECTUPOBAHUE
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(TGFBR1/2, 6uoxumus komaresa, COL3A1);!
- Paciumpenue aoptel - Ao (z> 2 y mun > 20 <40 net; z > 3 y i < 20 sier)
+ Ienernueckoe Tectuposanne (TGFBR1/2, Guoxumust komtarena, COL3AL)".

[Tpumedanue: Ao — mUpPHUHA a0PTHI HA YPOBHE CHHYCOB BasibcanbBbl;
1- HckarouuTh COCYIMCTHIN TUI CUHIpoMa Diepca-/lanio, cuaapomeiLoeys-Dietz,
Sprintzen-Goldberg.

[TockonbKy KIMHHYECKHUE MPU3HAKU MPU CUHIpoMe MapdaHa Bo3pacT3aBu-
CUMBbIE, B CIIOPAIUUECKUX ClIydasx y Jrofer Mosoxke 20 JeT, He OTBEYAroluX 4e-
TBIpEM YCJIOBUSM (0€3 CeMEMHOro aHaMHe3a), MPEAI0KEHHBIM B [ eHTCKUX KpHTe-
pUsIX, PEKOMEHAYIOT HCIOJIb30BaTh TEPMHUH «Hecnenupuyeckoe (HeompeaeneH-
HOE€) HACJIEJCTBEHHOE HAPYIIICHUE COCAMHUTEILHON TKaHW», «MaphaHONOo100HbIN
(EeHOTUI»H TTPOJIOJKUTE 3XOKapAuorpapuyeckoe HabI0IeHUE 32 KOPHEM a0PTHI.
Huarno3 «Cunapom Mapdana» npaBoMOYEH TOJBKO B Cllydyae HapacTaHUs JTujia-
Tauuu KOpHs aopthl (z>3) u uckmoyenuss HHCT ¢ mapdanonnnbeiM GpeHoTHnom
(rabi. 4).B ciydyae OIEHKHM CUCTEMHBIX M3MEHECHHH < 7 0ajlIOB W/WJIA TOTPaHHY-
HOTO 3HAYEHUsSI PACIIUPEHUSI KOPHS aOpThiZ< 3 B OTCYTCTBUU MyTaiuu rena FBN1
JMarHo3 cuHjapoma Mapdana He MpaBOMOUYEH, HEOOXOIUMO HAOJIOICHUE 3 IIH-
PUHOW KOpPHSI aOpTHI.

B Tex ciyvasix, Korjna ycTaHOBJIEHA CIIOPAANYECKas WIH CEMEHHas MyTalus
FBN1, ognako, z -kputepuil He nocTUraer BeauuuHbl 3,0 cneayer Mmojab30BaThCs
TEPMUHOM «BEPOATHBIN cUHIpOM Mapdana».Y muil B Bozpacte >20 JIeTBO3MOKHO
BBISIBJICHUE TPEX OCHOBHBIX aJIbTEPHATUBHBIX JUArHO30B: CUHAPOM SKTOMUU XPY-
cramka (C3X), MASS - denotun (Muomnusi, mpoiarnc MUTPAIIBHOTO KJIanaHa, 1mo-
IpaHUYHOE-Z<2yBEJIMYCHUE KOPHS AOPTHl, KOXKHBbIE M KOCTHBIC MPOSBICHUS), U
CUHAPOM TpoJjanca MuTpaibHoro kianasa (IIMK).

Hubdepennmansubiii quario3 CM mpoBOAST, OCHOBBIBAsICh HAa KIWHUYE-
CKUX U MOJICKYJISIPHO-TCHETUYECKUX MpH3HaKax (Tadi.4).

Ta6nua 4- OCHOBHBIE HACJICACTBEHHbBIC HAPYIIICHUS COSTMHUTEIIBHOM TKa-

HU ¢ Map(paHOUIHBIM (DEHOTUTIOM

‘ CuHapoMBbI I'en ’ Kimanyeckue cuMnTOMBbI
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Cunapowm Jlyuca-Jlutna

TGFBR2

CkeneTHble TPOSBICHUS
CM, KoconaIocTh, U3BH-
TOCTb APTEPHUIl, AHEBPU3MBI
/ AMCCEKLUU a0pTHI U IPY-
T'UX apTepHil B MOJIOJOM
BO3pacTe, TUIEePTEIOPU3M,
pacllerieHue S3bI4-
Ka/Heba, KpaHUCHUHOCTO3

CemeitHbiii cuaapoM aneBpu3Mel Tpyn- | TGFBR1/2, KocTHble npusHaku map-
HOIt a0pPTHI (haHOHMTHOW BHEUTHOCTH-
ACTA 2 OTCYTCTBYIOT, (DJIOKKYJIBI-
pamyXKu, pETUKYIISIPHOC-
JUBEI0
Cewmeitnblii cunpom aneBpusMsl rpya- | MYH11 PaccnanBaronmast aneBpus-
HOM a0pThI C OTKPBITHIM apTEPHATIBHBIM Ma TpyJIHOM a0pThI B cOUe-
MIPOTOKOM TaHUU C OTKPBITHIM apTe-
pPHAIBHBIM IPOTOKOM
CeMeiiHbIi CUHIIPOM aHEBPU3MBI TPY/I- PaccrnanBaronast aneBpus-
HOM a0pThI ¢ OUKYCIHIaTbHBIM A0PTaAIb- Ma TpyJIHOM a0pThI B cOUe-
HBIM KJIAITAHOM TaHUU COUKYCITUIATLHBIM
A0PTAJbHBIM KJIAIaHOM
CHHIPOM U3BUTOCTH apTepUid SLC2A10 I'enepanu3upoBaHHas W3-

BUTOCTb, YJIJIMHEHUE, CTE-
HO3bI APTEPUA, JIULIEBBIE
JU3Moppuu

CungpomDnepca — Jlanmno (cocyau-
CTBI{, apTpOXaJla3uMHbIN, KUPOCKOINO-
TUYECKUY THIIbI)

COL3A1, COL1AZ,
PLOD1

AHeBpusMma aptrepun
CpeIHero Kanuopa, TsKe-
Jasi cTereHb KianaHHou [
HEZ0CTaTOYHOCTH, IPO-
CBEYMBaroIIasi KOXka, 1c-
TOHYEHHBIE PYOILIbI, Xa-
paKkTepHbIE YepTHI JIULIA

CI/IHI[pOM3KTOHI/II/IXpy0TaJ'II/IKa

FBN1,LTBP2,ADAMT
SL4

[Ipu3HaKy aHEBPU3MBI
KOpHS a0PTBIOTCYTCTBYIOT

I'omonuctunypus CBS Tpom6038l,
3aJ1epKKayMCTBEHHOT'O
pa3BUTHS

BpoxnennaskonTpakTypHasapaxHogakt | FBN2 Kontpaxrypsl, nedopmu-

J501050°1

poBaHHbIe(“‘MSTHIE) YIII-
HbIEPaKOBUHBI
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['enetrnyeckue uccnenoBanus npu cuuapome Mapdana npoBoasST, OpUEHTH-
pYSACh Ha KPUTEPHH, TOKA3BIBAIOIINE IPUIMHHYIO POJIb OOHAPYKEHHON MyTalluu B
rede FBN1:

1.Myrauus, KoTopasi paHbllie BbIABISLIIACh B ceMbe ¢ CM.

2.Bnepsrbie ycranoBieHHas (Denovo), ¢ MOATBEPKIEHHBIM OTIIOBCTBOM U
OTCYTCTBUEM 3a00JeBaHusl y pojauTeseii, MyTtanus (0JlHa U3 MATA TPUBEACHHBIX
HIDKE KaTeropui):

— HOHCEHC-MYTallus;

— JIeNeNUs/UHCEPIMSICOCABUTOM PaMKH CYUTBIBAHUA U O€3 TAKOBOTO;

— CIUTAiCUHTOBasl MyTallWs, OKa3bIBAION[as BO3JCHCTBHUE HA YETKO YyCTa-
HOBJICHHYIO IIOCJIEI0BATEIBHOCTD CIUIAMCHUHTA WM JAEMOHCTPUPYIOIIAs HW3MEHE-
Hue crutaiicudra Ha ypoBHe mPHK/c/IHK;

— MMCCEHC-MYyTalus, 3aTParuBarIasUCTENHOBBIE OCTATKHY;

— MUCCEHC-MYTalMs, 3aTParuBarollas COXPAHMBIIHMECS OCTAaTKH KOHCEH-
CyCHOU MOCJIEIOBATEIBLHOCTH snuAepMalibHOro(pakTopa  pocta
((D/N)X(D/N)(E/Q)Xm(D/N)Xn(Y/F), rie m u n 0003HA4YalOT BapbUPYIOIICECs
KOJINYECTBO OCTaTKOB; D — acmaparnnoBas kuciora, N — acnaparus, E — riy-
TaMUHOBas Kuciora, Q — rimyramut, Y — Tupo3uH, F — Qenmnananun).

3.[Ipyrue mMHcceHc-MyTaluu: CEerperaius B CeMbe, €ClIM 3TO BO3MOXKHO +
orcyrcTBue B 400 STHUYECKH CXOXKHUX KOHTPOJIBHBIX XpPOMOCOMAax, €CIM HET Ce-
MeitHoro aHamHe3a B 400 STHMYECKM COOTBETCTBYIOIIMX KOHTPOJIBHBIX XPOMOCO-
Max.

4. CueruieHue ramiotumna Juisi n>6 Meio30B ¢ jokycom FBNI.

Cunpgpom Jaepca-danno

Cungpom Dnepca-/laniio — 3To reTeporeHHas rpymnmna CHCTEMHBIX HACIEACT-
BECHHBIX 3a00JeBaHuli, 00YCJIOBIICHHAss MyTallMsIMH B reHax KoJiareHa. Kiaccu-
dukaus cuaapoma Diepca-Jlanno(Bunsdpanmickue kpurepun, Beightonetal.,
1998 r.)BKirOUAET 6 THIIOB CHHAPOMA: KJIACCUYCCKUMN, THIIEPMOOUIIBHBIN, COCY U~
CTBbIH, KHU(POCKOIMOTUYECKUH, apTpoxanasus, JepMaToCHapakCcuc, OOUIMMH MpH-

S3HaKaMM KOTOPLIX SABJIAIOTCS FI/IHepMO6I/IHBHOCTB CyCTaBOB, IIOBBINICHHAA PACTsI-
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AKUMOCTb KOXKH M XPYNKOCTh TKaHel. B Tabmuie 5 nmpuBeaeHbl OCHOBHBIE KpUTe-
puu (0oJIbIIIME U MaJible) U Te€HBI 6 TUIIOB CUHApPOMa Jnepca-Jlanio.
Tabnuna 5 — Knaccudukannonssle IpU3HaKy, XapakTep HAcJIeOBaHUs U MOJIEKY-

JsipHbIe eeKThl 6 TUIOB cuHApoMa Jnepca-Jlanino

bouabmme kpuTepun ‘ MauJible KpuTepUH | I'en
Kaaccnuecknii Tun(99% Bcex ciiyyaeB), ayTOCOMHO-IOMHHAHTHOE HAaCJIeJI0OBaHue, pac-
npocrpaHeHHocThb 2-5 Ha 100 000 Hacenenust
[ToBbIIeHHAS PACTSHKUMOCTD KOoku | ['nmajkast 6GapxaTucTas Koxka COLbBA1L,
HIupoxue arpopudeckue pyorst MommtockoBuansleniceBgoonyxo- | COL5A2, COL1A1
['unepMoOUIBLHOCTH CYCTaBOB m
[ToakoxHbIe chepou bl
OcnoxHEeHHs THIEPMOOUIIBHOCTH
CyCTaBOB (pacTs>KEHUE, BHIBUXU,
MO/IBBIBUXH, IJIOCKOCTOIIHE)
MpIieuHas TUIIOTOHMS, 3aIEPKKa
MOTOPHOT'O Pa3BUTHS
Jlerkoe BO3HUKHOBEHHUE IKXHUMO-
30B
[IposiBneHuUs NOBBILIEHHOMN pac-
TSOHKUMOCTH U clIab0CTH TKaHEH
(TpBIKa MUIIEBOJHOTO OTBEPCTHUS
nuadparmMel, aHAJIBHBIN MPOJIATC B
JIETCKOM BO3pacTe, [IepBUKAIIbHAS
HEJ0CTaTOYHOCTD)
XUpyprudeckue oCcIoxKHeHus (1o-
ClIeoTnepalliOHHbBIE TPHIKH)
[TonoxuTenpHass ceMerHas uCTo-
pust
I'mnepMoOMJIBHBIN THII, AyTOCOMHO-IOMHHATHOE HACJIE0BAHUE, PACTIPOCTPAHEHHOCTH 1
Ha 5000-10 000-15 000 nacesienus

I'uneppactsxkuMocTbU/ UK raaKas | PenuanBupyromuye cMerieHus COL3A1,
OapxaTucTas Koxa (TOABBIBUXHU) CYCTaBOB menacyur X, To4-
I'enepanm3oBanHasTUTIEPMOOMITE- | XpOHHUYECKHE OOJIH B CyCTa- HO HEM3BECTHO
HOCTb CYCTaBOB BaX/KOHEYHOCTSX

[TonoxurenpHas ceMelHass HCTO-

pust

CocyaucTsblii THI, ayTOCOMHO-AOMHUHAHTHOE HACJIeI0BAHUE, PACTIPOCTPAHEHHOCTh

1-9 na 100 000 HaceeHust

ToHkast mpocBeunBaromas Koxa Axporepus COL3A1

AptepuanbHas / ”HTECTHUHANbHAS / | [ MIepMOOMIBHOCTH MEJIKUX CYC-
MaTOYHas CJIabOCTh UM Pa3pbIBbl | TABOB

OO6mmupHbIe KPOBOIIOATEKH U TTO- Pa3pbIB CyXOKNUIUI U MBIIIIL

BBIIIIEHHAs] PAHUMOCTh DOKBHHOBapycHas ehopMarius

XapakTepHoe JIUIO0 CTOIIBI (KOCOJIANOCTh)
Bapuko3Hble BEHBI B IOHOILIECKOM
BO3pacTe

ApTeprnoBEeHO3HbBIE, KAPOTUIHO-
KaBepHO3HBIE (DUCTYIIBI
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[THeBMOTOpaKC / THEBMOTEMOTO-
pakc

Atpodus necueBoro kpas [lomo-
KUTEJIbHAsL CEMENHast UCTOPHS,
BHE3aIMHasi CMepTh OJIM3KUX POA-
CTBEHHUKOB

KH(])OCKOJIHOTH‘[QCKI/Iﬁ THUII, aYTOCOMHO-P€UECCUBHOEC HAC/IEAOBAHUE, OYCHD pemmﬁ,

onuncano 60 ciayyaen

['enepanu3oBaHHASATUTIEPMOOUITb-

HOCTb CYCTaBOB

BpoxenHasi MpllIe4Hast TUIIOTO-

HUS

BpoxneHHbIN IPOrpecCUupyroIuii
CKOJIMO03, Ku(o3

CnabocTh CKiiep U pa3phlB IN1a3HO-
ro s10J10Ka

PaHuMOCTh ¥ THIIEPPACTSIKUMOCTD
KOXH, aTpodudeckue pyOoIisl
CKIJIOHHOCTb K KPOBOM3JIUSHUAM
Pa3peiBbl apTepuit
MapdanougHasi BHEIIHOCTb
YMeHbIIeHHe pa3MepOB POrOBUIIBI
(MHKpOKOpHea)
OcTeornenus/ocTeonopo3
[TonoxuTenpHast ceMelHast uCTo-
pust

PLOD1
Jlvzunruapokcu-
Jaza 1

ApTpoxaJsa3usi, ayTOCOMHO-10MHH

AHTHOEC HaCJI¢eA0BaHHUE, pe)mm?l, onucano <30 CJ1yvyacB

Tsxkenas reHepan30BaHHASAT U -
MEePMOOMIBHOCTH CYCTaBOB C PELIH-
JVMBUPYIOUIMMH MOJIBBIBUXAMHU
Bpox1eHHbIIBYyCTOPOHHUM BbI-
BHX Oeapa

[ToBeImeHHAs PACTSIKIUMOCTD KO-
KU

PanuMocTh koxu, aTpoduueckue
pyOIIBI

Jlerko BO3HUKAOIINE TEMATOMBI
MpiieyHasi TAIOTOHUS
Kudockonamos
Ocreonenus/ocTeonopos

COLIAL,
COL1A2

I[epMaTocnapaKcuc, AYTOCOMHO-PEHECCUBHOEC HACJICI0BAHHUC, pe)mm”l, OITMCAHO

=30 cay4aeB

Tspkenast popma XpYyNKOCTH KOXKH
IIpoBucaromiast U30bITOUHAS KOXKa

Msirkast pbIxjiasi TEKCTypa KOKHU
Jlerko BO3HUKAIOLIUE KPOBOU3-
JTUSHUS

IIpexneBpeMEHHBIN pa3phIB
IJIOJHBIX 000JI0YeK

Bosbiiye rppku (IynoyHsle, ma-
XOBBIC)

ADAMTS2,
ITpokomnareHoBas
N-nporenHaza

Peaxne Tunbl

Jedbunut TeHacunaa X, ayTOCOMHO-PEIIECCUBHBIN, ayTOCOMHO- TNXB
JOMHWHAHTHBIN?

Kiraccuueckwii ¢ pa3pbiBaMu COCY/I0B, ayTOCOMHO-IOMHHAHTHBIN COL1Al
CepeuHo-KJIalaHHBIN, ayTOCOMHO-PELIECCUBHBIN COL1A2
Cunapom Dnepca-/laHno/HecoBepIeHHBIH ocTeoreHes (overlap), ayro- | COL1A1L,
COMHO-/IOMUHAHTHBII COL1A2
C nepuBEHTPUKYIIIPHON reTepoTonuei, X-cBsi3aHHbIMIOMUHAHTHBIN FMNA
MBIII€4HO - KOHTPAKTYPHBINA, ayTOCOMHO-PEIIECCUBHBIN CHST14
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CHOHIUII0 TMCTIIIACTUYHBIN, ayTOCOMHO-PEIIECCUBHBIIN SLC39A13
IIporeponHblii, ayTOCOMHO-PELIECCUBHBIN BAGALT7
Kudockonmornueckuii ¢ riryxoTol, ayTOCOMHO-PEIIECCUBHBIN FKBP14

C mapaJjoHTO30M, ayTOCOMHO-IOMUHAHTHBIN HewnszsectHo
C nedurnroM GpuOpOHEKTHHA, AyTOCOMHO-PELIECCUBHBIN HewuspectHo

Jliis nuarnocTuku cuHapoMa Dnepca — Jlanmo (P.Beighton etal., 1998)
YUUTBIBAIOT CJICIYIOIINE YCIOBHUS:

- Hamuue 1 6osbiioro v 1 Manoro npu3Haka 10CTaTOYHO JJIs MPEIOI0Ke-
HUS O TUIIECHHApoMa Jnepca-/lanno, TpeOyroemM MOJIEKYISPHOTO MOITBEPHKIe-
HUS,

- HaJmm4ue 2 0OJbIIUX MPU3HAKOB AOCTATOYHO ISl ONIPENEIEHHOTO AUArHo-
3a THIAa CUHApOMa Diepca-lanio

- BBISIBIICHHE MaJblX KpPUTEPUEB TO3BOJISIET MpEAIoJiaraTh HAJIUYUE CO-
CTOSIHUSI, TIOJIOOHOTO cHUHApOMY Jnepca-/lanno, xapakTep KOTOpOro OyJeT Bblsic-
HATBHCS 10 MEPE TOTO, KAK CTAHET U3BECTHOM €r0 MOJIEKYJIIpHAsl OCHOBA.

JuddepeHnnanbHbIil TUarHo3 MPoBOAIT C CHHAPOMOM Bsutoi koxwu (Cutis
Laxa), runotonucii, curapomom Loeys-Dietz, curapomom Williams.

HecoBepieHHbIii 0ocTeoreHes

HecoepieHHbIH OCTEOTeHEe3 (osteogenesisimperfecta) -
rereporeHHasrpynna HHCT, xapakrepusyromasicsi NOBBIIEHHON JIOMKOCTBIOJ-
JUHHBIXTPYOYATHIXKOCTEH,MBIIIIEYHON TUTIOTOHHUEH, TONYObIMHU ckiepamu. 3a0o-
JieBaHue BcTpeyaeTcs ¢ yactotou 7,2:10000 B o6mieit monynsiuuuy, U yaule y nau-
eHTOB ¢ oproneauyeckon matosorueit (1:1000). B knaccudukamnmm HecoBepleH-
Horo octeorene3a (RamachandranM., 2008) garie BoifestoT 4 THIa 3a00JICBaAHMS
(Tabi. 6), BMeCTE C TEM B HACTOSAIEEC BPEeMs U3BECTHO 15 THUIIOB HECOBEPIIIEHHOTO
OCTEOI€HEe3a.

Tabmuna 6 - Kiaccudukanus HecoBepiieHHOro ocreorene3a (RamachandranM.,

2008)
Tun | 'eHeTnueckuiiBapuaHT Kimanueckue npusHaku [Iporuo3
IA | AyrocomHo- JIeHTUHOT€HE3HOPMAJIbHBIN, KOCTHBIE W3- bnaronpusr-
JOMUHAHTHBIN MEHEHHUs1 yMepeHHble, y 20% kudo3 uim HBII
KH()OCKOINO3, HATMUNEBCTABOYHBIXKOCTEH
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IB | AyrocomHo- HecoBepiieHnslii neHTUHOreHe3, KOCTHBIE | He u3Becren
JIOMUHAHTHBIN WU3MEHEHUS HE U3YUYECHBI

I AyTOCOMHO- TsKenbIEKOCTHBIE W3MEHEHMs, MHOXeCT- | IlepunaTais-
JOMUHAHTHBIM, CIOHTAH- | BEHHBIENIEPEIOMbI, BCTABOYHBIEKOCTH C OT- | Has CMEPTh
HBIEMYTAlIHH, cemeii- | cyrcTBUeMoccU(UKAINK
HBEIMO3auI3M

Il | AyrocomHo- HecoBepuieHHbiii 1eHTUHOTEHE3, Nporpec- | MHBaIuaHOCTh
JOMHUHAHTHBIA, pPEIKoay- | cupyromasaeGopMaIusNIMHHBIXKOCTEH,
TOCOMHO-PEIIECCUBHBIMH, MO3BOHOYHUKA, KH(POCKOIMO3, THIIOILIA-
CEMEWHBIIMO3aNIU3M CTUYHBIE BCTABOUYHBIEKOCTH

IV | AyrocomHo- HopManbHbIIEHTUHOT€HE3, YMEpEHHbIe- | bnaronpusit-

A JIOMUHAHTHBIN KOCTHbIE M3MEHEHUS, KU(POCKOIN03, TUIIO- | HBIN

IJJACTUYHBIE BCTABOYHBIEKOCTH

IV | AyrocomHo- HecoBepuieHnbiii 1eHTUHOTEHE3, KOCTHbIE | He n3Becten

B JTOMUHAHTHBIH, W3MEHEHUS HE U3YUYCHBI
CEMEUHBIMO3aNIU3M

K OCHOBHBIMKIMHUYECKMM NPOSBICHHUSIM HECOBEPUIEHHOIO OCTEOreHEe3a
OTHOCSIT TIEPEJIOMbI (4aCTO MOMEPEUHbIC, & HE KOChIE) TPyOUaThIX KOCTEH, YKOpPO-
YeHHE W HCKPUBJIICHHE KOHEUHOCTEW, €lIa00CTh CBS30YHOIOAIIapaTacyCcTaBoOB,
HU3KUN MBIIIEYHBIA TOHYC, MaJIbI POCT U royobleckiepbl. I[Ipy HEKOTOphIX TH-
1ax HECOBEPILLIEHHOTO0 OCTEOreHe3a Ha0JI0Ial0T aHOMAJIUU pa3BUTHUSA 3y0OB (IIpo-
3payHble WM KOPUYHEBOTO IBETA, CKJIOHHOCTb K BBINAJICHUIO); TOHKHE TOJyObIe
CKJIEPBI, CKIIOHHBIE K nepdopannn; AeopMalii TO3BOHOYHUKA, TPYTHON KIIETKU;
OTOCKJIEpO3; TUIMEPPACTSHKUMOCTh KOXku; matosioruto cepana (IIMK, aopranpHas
HEJJ0OCTAaTOYHOCTh, BTOPUYHAS KapAHMOMUONATHS, HANOMHUHAIOWIAs JUiIaTallMOH-
HYI0); TUIIEPKAIbLIEMHUIO.

PenTrenomorndeckass KapTiHa CBUIECTEIBCTBYET O AU(DPy3HOM OCTEONMOpo-
3€, pe3KOM HUCTOHYEHUH KOPTUKAJIBHOIO CJIOSl, yMEHBLIEHUH MOMEPEYHHUKA Truadu-
30B, pacIIMPEeHUH MeTapU30B, CETYATOM PUCYHKE I'yOUaTOro BellecTBa, MHOXKECT-
BEHHBIX KOCTHBIX MO30JIAX U Ae(POpMaIliU CKeJIeTa.

B 1marHocTMKe HECOBEPIIEHHOTO OCTEOr€HE3a YUYMTBHIBAIOT CIEAYIOLINE
JTaHHBIE:

- CCeMEUHBIM aHaMHE3,

- KIIMHUYCCKHUC IIPU3HAKH,
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- pe3yJbTaThl PEHTIEHOJIOTMYECKOTO UCCIEIOBAHNUS,

- pPe3yNbTaThl UMMYHHO-TUCTOMOP(POMETPHUIECKOTO UCCIICTOBAHNS,

- TaHHbIE UCCIIEIOBaHMS KoJulareHa tumna | B OuonTaTe moaAB3/0IIHON KOCTU
WJTU KOXKH,

- pe3yJIbTaThl MOJIEKYJISIPHO —T€HETUYECKOTO AaHAJIN3A.

CunapoM runepMoOMILHOCTH CYCTABOB

['unepMOOMIBHBIN CUHAPOM - 3TO YBEJIMYEHUE MOJABUAKHOCTU MaJbIX U
KPYIHBIX CYCTaBOB OTHOCUTEIHHO CTAHJAPTHOW MOJBHKHOCTH JJIsl JIFOOOTO BO3-
pacTa, 1oJjia U pachkl, MOCJIE UCKIIOYEHHS] CHCTEMHBIX 3a00J€BaHUM, TPEKIE BCETO
PEBMATHYECKUX.Y 3JI0POBBIX JIIOJIEW MOJABUKHOCTh CYCTABOBCHUXKAETCS C BO3pac-
TOM, y EHIIUH YPOBEHb BBIIIE, YEM Y MYKYHMH, Y BBIXOJALEB U3 A3UUINOIBUXK-
HOCTh CYCTaBOB HauOOJbllIas, y eBpomneillleBHauMEHbIas. [ UnepMoOUIbHOCTD
CYCTaBOB BCTpeYaeTcCsl MPUOOpETeHHAas MO BIUSHUEM TPEHUPOBOK (ApTUCTHI Oa-
jeta, TuMHacThl). Hanbonee yacTto runepmMoOUIIBEHOCTh CYCTABOB OIPEACIISIIOT Y
eHIuH 16-30 net u y MmyxuuH 16-20 neT, CHUKEHHE CTEIEHH €€ BBIPaKEHHOCTH
HaOmomaercs y myxkunH K 20-30, a y sxkenmnuH - k 30-40 rogam. Y ngereit 1o 3 —x
JIET Y KaKJI0TO BTOPOro peOeHKa ONpeeistoT THIEPMOOUIBHOCTh CYCTaBOB.

Paznuyaror JI0KaJIM30BaHHYIO, C BOBJIIEUEHHEM OJHOTO WUJIM HECKOIBKHUX CYC-
TaBOB, U T€HEPAJIN30BAHHYIOTUIIEPMOOUILHOCTh, C BOBJIICUEHHEM MHOTHX CyCTa-
BOB. Tepmun «cunapom rumnepmoomibHocTH cyctaBoB»(G.N.Kirk, B.M. Ansell,
E.G. Bywaters, 1967 r.)npennioxxeHassi onpeneeHus COCTOSIHUSI TeHepan30BaH-
HOM TUNEPMOOMIBHOCTH CYCTaBOB, CONPOBOXKIAIOIIETOCS y MAalUEHTOB CYOBEK-
TUBHBIMU OOJIE3HEHHBIMU ONIYIIEHUSIMU HayajJbHO HEU3MEHEHHBIXOKOJIOCYCTaB-
HBIXTKaHe#. PacrpocTpaHeHHOCTh CHHIpPOMAa TUIIEPMOOMIEHOCTH CYCTaBOB B T1O-
nyaauun  7-65%. 1 MnepMoOuIbHOCTh CYCTaBOB MOKET OBITh OJHHUMM3IIPOSIBIIE-
HUWMOHOTEHHBIX CHHIPOMOBUMYJIHTU(AKTOPUATIBHBIX HE CHHIPOMHBIX (QopM
HHCT.

K npuunHam pa3BuTHS TUIEPMOOMIBHOCTH CYCTaBOB OTHOCAT MYyTallMUTe-
HOB, KOAMPYIOIUX KOJUIareH, 3nactuH, pubpmmumantenacina X. [loBwimeHHas

PACTSIKUMOCTDE 3JIACTUYCCKUX CTPYKTYP BHCKJIICTOYHOI'O MATPHKCA COCIAWHHUTCIIb-
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HOW TKaHM MPHUBOJUT K CHUKEHHIO MPOYHOCTH OKOJOCYCTaBHBIX TKaHEH: CBS3OK,
CYXOXKWJIMH, UX CHHOBHAJIbHBIX Biarajiuil, Oypc, ¢aciuii. Pa3BuBaercss u3obITou-
Hasl pacTSHKUMOCTh OKOJIOCYCTAaBHBIX TKAHEH U MOBBIIICHHAS MMOABUKHOCTh CyCTa-
BOB. [lOBbIIIaeTCs PUCK pa3BUTHS BBIBUXOB, MOABBIBUXOB, BCIEACTBHE KOTOPBIX
MPOUCXOIUT TPaBMAaTU3AIIUS CYyCTaBOB.

[logBMKHOCTH ~ CYCTaBOB  OIICHMBAIOT IO  MOJIUDUIIMPOBAHHOMY
BeightonP.H. metony, npennoxennomy B 1964 r. Carter m Wilkinson. IIpoBoawut-
Csl MCCIIEJOBAaHUE CHUMMETPUYHBIX CYCTaBOB, MOJIBHJKHOCTH OLIEHHMBAeTCs 1Mo 9
OayuibHOU TIKane. bamibl CyMMUPYIOT, B Clydae MpPEBBIIEHUS OOIIUM TOKa3aTte-
jeM 4, TMarHOCTUPYIOT TUIIEPMOOMIBHOCTh CYCTaBOB. [IpoBOAT mOCIen0BaTENb-
HO IISTh TECTOB:

1. [TaccuBHOe crubanue Ha 90° MeTakapmaibHOrO cycTaBa V maniblia o0enx
KHUCTEN — [0 OAHOMY Oasuly 3a KaXkJblil CycTaB.

2. [TaccuBHoe crubanue | manpia K OpeaIUIeyblo NPU CTUOAHUM JTy4e3ars-
CTHOT'O CYCTaBa — IO OAHOMY OaJLTy 3a Ka) bl CyCTaB.

3. Ilepepasrubanue B 000UX JIOKTEBBIX cycTaBax Ooznee 10° — mo omHOMY
OaJlTy 3a KaXAblid CyCTaB.

4. Tlepepasrubanue B 000MX KOJEHHBIX cycTaBax Oosiee 10° — mo omHOMY
OaTy 3a KaXIbli CyCTaB.

5. Ilpu HakJIOHE TYJIOBHIIA BIEpE] KacaHUE JIAIOHAMU 10J1a IpU (PUKCUPO-
BaHHBIX KOJICHHBIX CcycTaBax — | Ga.

Bbputanckum pematonorndeckum odmectBom (P.Beightonetal., 1998) Obi-
Ju paszpaboranbl Bunb@panuickueauarnoctuueckue kputepun (bpailtoHoBckue),
NOJyYMBIIUE TPU3HAHUE CIEIUAINCTOB MHOTHX eBponeiickux crpaH. CoriacHo
BpaliTOHOBCKUM KpUTEpUSM CHHAPOM THUNEPMOOMIBHOCTH TUArHOCTHPYIOT TIO
OOJBIIIMM ¥ MaJIBIMU TIpu3HaKam y jull 16-85 ner(Brighton, 1998r):

bonvuwue npusnaxu:

1.IToka3zarens Beighton>4/9 (B HacTosiee BpeMs 100 B IPOIILIOM)™,

2. ApTpaiirus JIUTEILHOCTHIO >3 MECSIIEB C BOBJICUCHUEM >4 CyCTaBOB™.

Manwvie npusuaxu:
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1. ITokazarens Beighton 1-3/9 (0-3 y naruerToB>50 neT)*;

2. Aptpanrus  (1-3 cycraBa) wimu O0oib B COHHE JUOO CIOH/IU-
JIE3/CIIOHIAIOIUCTES™;

3. ducnokarust >2 cycTaBoB MO0 OJTHOTO cycTaBa >1 pasa;

4 TlopaxeHue >3 OKOJIOCYCTaBHBIX OOpa3oBaHUU (IMUKOHAMUIUT, TEHIOCH-
HOBUT, OYPCHUT H T.1.);

5.MapdanouaHblii TabUTYC;

6. CTpuu, runeppacTs>KUMOCTh KOXKM, HCTOHUYECHHAsI KOKa JIMOO MaToJIOTH-
yeckoe 00pazoBaHue pyOIIOB;

7. HaBucive BeKu, MAOIIHS, aHTUMOHTOJIONAHBIN pa3pe3 rias;

8.Bapuko3Hbie BEHBI, TPbhKa, MPOJIANIC MATKH/TIPSIMOM KUIIIKH.

[Ipumeuanue: * - couetanue OONBIINX U MaJbIX MPU3HAKOB 1 U 2, COOTBET-
CTBEHHO, B3aUMHOUCKITIOYAETCS.

CunapoM runepmodmibHocTH auarnoctupyror (R.Grahame, 2000 r.)mpwu
HAJIMYHUHA JIBYX OOJBIIMX WM OJHOTO OOJBIIOTO M JBYX MaJbIX KPUTEPHEB, JIMOO
YeThIpeX Majbix KputepueB. OpUEeHTHUPOBATHCS HA JIBA MAJBIX KPUTEPUS] MOXKHO B
TOM CJIy4ae, €Clu y MalueHTa UMEeeTCsl POJCTBEHHHUK MEPBOTO MOPSIKA C CHHAPO-
MOM THIIEPMOOMIBHOCTH CyCcTaBOB.Masible KpUTEPUU CUHAPOMA TUIEPMOOUIHHO-
CTH CYCTaBOB JIOMOJIHEHBI U APYTMMH MPU3HAKAMU: MPOJIAiC MUTPATHHOTO KJlara-
Ha, MOJasi CToMa, OpaxuaakTuius, Aeopmarus rpyJHON KIETKH, CaHIaJIeBUIHAS
11esb crombl, ckono3, Halluxvalgus(benenbkuitA.T'.).

HaGmonatotr u npyrue BHECYCTaBHBIE M3MEHEHUS, aCCOLIMMPOBAHHBIE C Te-
HEpaJIM30BaHHBIM CHHJIPOMOM TMIIEPMOOMIBHOCTH CYCTaBOB: OECIOKOMCTBO, Kap-
NaJbHBIA TYHHEJBbHBIA CUHApPOM, MaibhopmarnusChiari tum |, xpoHuueckuit 3a-
1op, CUHAPOM XPOHHUYECKOW YCTaJOCTH, XPOHUYECKUN pPETMOHANBbHBIA OO0JEBOI
CUHAPOM, HapYyIICHUS KOOPIUHAIINU, HEepKaHue MouHu U dekanmii, pudpomMua-
rusi, TUCTOHUS, GYHKIIMOHATBHBIC 3a00JICBaHUS KETyKa U KUIIEUYHUKa, Aruadpar-
MaJbHasl TPbDKA, MPOJIATIC MHUTPAIBHOTO KiamaHa, MEePCUCTHPYIOMIasi TOJOBHAs
0071, IPOIAOMPOBAaHNE TA30BBIX OPTaHOB, OCTYPAIbHAS TAXUKAPIUS, PEKTAIbHAS

TUChYHKIUSA, COMaTOCCHCOPHBIC PACCTPOCTBA, TUCTPECC.
32



Jlnarno3 cuHApoMa THIepMOOUIBLHOCTH CyCTaBOB (KIIMHUYECKUN U MOJIEKY-
JsipHbIi) BeposateH npu uckmodenun apyrux HHCT (cungpom Mapdana, Tumnsl

cuHApoMa Dnepca-/lanio u ap.).

MASS - cunapom

MASS-cunapom (MASS-¢deHoTHIT) - aKpOHUM, 0003HAYAIOIIHI JTATHHCKYIO
TPAHCKPUITIINIO KIIMHIUYECKUX MPOsBICHUN cuHIpoMa: muomus (Myopia), mposnarnc
MUTPAITBLHOTO KJlanaHa (Mitralvalveprolapse), pacumpeHue aopTHI
(Aoticdilatation), usmenenus koxwu (SKin) u ckenera (Skeleton). 3aboneBanue xa-
paKkTEepU3yeTCsl KIMHUYECKUM MoauMophu3sMoM U peHoTunudecku nogoden CM c
HEMOJHBIM HaOOPOM KIMHUYECKUX IposiBaeHuil. CoryacHo ['eHTCKUM KpUTepusim
nuario3 «MASS — cuHzapoma» npaBoModeH y Jml > 20 JIeT ¢ mpu3HaKaMyd MHO-
nuu u/unu [IMK B codyerannu ¢ morpaHUYHbIM PACIIUPEHUEM KOPHS aopThl (Z <
2), HAIMYHEM MHUHUMYM OJIHOTO CKEJIETHOTO mpu3Haka u npusHakoB CBCT (>5).
MASS-denoTrnn MokeT BKITIOYaTh Cay4yan cMHApoMa MapdaHa ¢ HEOJIHBIM Ha-
OOpOM NPHU3HAKOB, BKIIOYEHHBIX B YIIOMSHYThle KpuTepuu. [Ipu oTcyTcTBUM MO]I-
HOro HaOopa KpUTEpPHEB, HEOOXOAUMBIX JJIsi TUArHOCTHKU cuHApoma Mapdana,
Kak mokasanu uccienoanus (Faivre L. Etal., 2008), npu3Haku paciivpeHus aop-
ThI TIOABJISAIOTCA B OOJiee MO3AHEM BO3pacTe, HECMOTPS Ha TO, HE CHIXKAETCsl omac-
HOCTb pa3BuTus ocyioxkHeHuil. [laruentsl ¢ MASS-deHoTUIIOM HYXAAIOTCS B IH-
HAMUYECKOM HaOJIOACHUH /I CBOEBPEMEHHOT'O BBISIBIIEHUSI aHEBPU3MBI A0PTHI.

CemMeilinblii cuHApPOM Map(aHOMIHOI BHEIIHOCTH — CHHAPOM Loeys-
Dietz

Cemeitnplii  cuHIpoM MaphaHOMJAHONW BHEIMIHOCTH (cMHOHUM Loeys-
Dietzsyndrome,rype 2B, panee cunapom Mapdana tun 2B) oOycioBieH rerepo-
3UrotTHou mytanueit Brene TGFPR2 nHa xpomocome3p22, BbI3bIBAIOILEH Hapyllle-
HUSl DJIacTOTeHe3a M Karaboiu3Ma KojulareHa. THIl HacieIoBaHHUs ayTOCOMHO-
JTOMHHAHTHBIM.

Juarnoctupyrorcurpom Loeys-Dietzno cienyrommM KIMHUYECKAM pPU-

3HA KaM.
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- TUIEPTEJIOPU3M;

- BOJIYBS IACTh UJIU Pa3/IBOCHHBIA HEOHBIH SI3bIUOK;

- aOpTaJbHBIE U APTEPUATIBHBIE AHEBPU3MBI, U3BUTOCTh U TUCCEKLIMH apTe-
pii;

- BOBJICYEHUE KOCTHOM CHUCTEMBI: apaxHOJAKTHIINS, CKOJIHMO3, BOPOHKOOO-
pasHasi/kunieBuiHas fedopmanus rpyaHON KIETKU U T10JIMXOCTEHOMEIHS,
peXe BCTPEUAOTCSI KOHTPAKTYpPhl HaJIbLIEB KUCTEH U CTOM, KOCONANOCTh,
KPaHHOCTEHO3;

- TUIEPMOOMIBHOCTH CYCTaBOB;

- BpOXJEHHbIE (AePEKT MEKIPEACEPIHON NEPErOPOIKH, OTKPBITBHINA apTe-
PHUAJIBHBIN POTOK U JIp.) U IPUOOPETEHHbIE TTOPOKH CEPALIA;

- TOHKas MPOCBEUYMBAIOIAS UM OAPXATUCTOU TEKCTYPhI KOXKa;

- AQHOMAJIbHOE COE€JUHEHHE CIIMHHOIO M TOJOBHOTO Mo3ra (Manb(opmarius
Kuapmn).

Jis cunapoma Loeys-Dietz we xapakrtepHa 3KTONHs XpycTaiuka. Pas-
PBIB/IUCCEKIMS a0PThl BO3HUKAET CIIOHTAHHO Mpu mupuHe aopthl 4,0 cM. B quar-
HOCTHKE CHHJIpOMAa 3HAYUTEIbHYIO POJIb UTPAET CEMEHHBIN aHaMHe3a, IPU KOTO-
POM BBISIBIISIFOT U3MEHEHMSI KOCTHOM W/WIIK CEpAEYHO-COCYIUCTON CUCTEMBI Y POJI-
CTBEHHHUKOB MPOOaH/a.

CuHapoM mnpoJianica MUTPAJIBHOIO KJIAllaHA — NePBUYHBIA NMpoJarnc
MHUTPAJIBHOIO KJIANaHa

[lepBuunbIil ponanc MutpanbsHoro kinanana (IIMK) - ato cunapom. mposis-
JIEHUEM KOTOPOTO SIBISIETCS] CMELIEHUEMUTPAIBHOU CTBOPKH (-0K)HA 2 MM U Ooiiee
BbIIlI€ YPOBHS (PUOPO3HOr0 KOJIblIa MUTPAJILHOTO KJIallaHa B JIEBOE MPEICEPANE BO
BpEMsI CUCTOJIBI (MO pe3yjbTaTaM 3XOKapAHOrpapUUYecKOro UcciaeoBaHus) B CO-
YETaHUU C KIMHWUYECKUMH IPU3HAKaMU CHUCTEMHOI'O BOBJIEUEHUSI COEIUHUTENBHON
tkanu.CoriacHo mnepecMoTpeHHbIM B 2010 1. I'eHTCKUM KpUTEpHUsIM CHHIPOM
[IMK nuarHocTHpyIOT B Cly4ae OTCYTCTBHUS SKTOMUU XPYCTAIUKA U PACUIIUPECHHUS
aopThl (Z<2), IpU HAJIIUYUU CUCTEMHOTO BOBJICUCHUSI COCIMHUTENBHON TKaHU <5

OamioB (Tabm. ).
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[TepBuuHoenpoTabupoBaHue CTBOPOK MUTPATHHOTO KJIAlTaHA OTHOCHUTCS K
TEHETUYECKUM CUHIPOMAaM, BCTPEUAECTCA KaK CIIOPAJWYECKAN WM CEMEWHBIA THUI
C ayTOCOMHO-IOMHHAHTHBIM THUIIOM HAclIeJOBaHUS U BapuaOENbHOCTHIO TEHET-
pantHocTU 30-50%, a Takxke X-cuerieHHoe. M3BeCcTHBI TpH JIOKyca Ha XpOMOCO-
max 16pl1-P12, 11pl15.4 u 13q31-32, cuemiennsix ¢ [IMK, HO cnenuduueckuit
reH He onucal. [1o MeHbI1el mepe, 16 TeHOB N3BECTHBI B PETMOHE, KOTOPBIA MOKET
OBITh OTBETCTBEHEH 3a KJIanlaHHOe pemojaenupoBanue. Jlokyc Ha X xpoMocome Ko-
cerperupyet ¢ peakon popmoit IIMK - X-cBsizaHHOW MHKCOMATO3HOM KilanmaHHON
TUCTpOodUEH, TP KOTOPOH M3BeCcTHBI Tpu MyTarnuu (riamuHa A p.Gly288Arg,
p.Val711Asp u 1944-BP(Kyndt F. etal., 2007; Lardeux A. etal., 2011).

B nonynamuu o pesynbratam OxoKI' nccnenoBanns [IMK BcTpeuaetcs ¢
gactotoir 1-2,5%, mo pesynpratam Framingham wuccnenoBanus — 2,4%, npu ay-
toricuu — 8% (Tpucseropa E.JI. FOguna O.A., 2006 1.).

[Tpuuunsl pazButus nepsuunoro [IMK mocratouno pasHooOpasHbl: Hapy-
IICHUS KapJUOreHe3a ¢ MU3MEHEHUSIMH BHYTPUCEPJCUYHON apXUTEKTOHUKU U HE-
MOJIHBIM (DYHKIIMOHAJILHBIM COOTBETCTBHEM OTJIETBLHBIX KOMIIOHEHTOB KJIAIIAaHHOTO
MHUTPAJIBHOIO KOMIUIEKCA APYT APYTY; HAPYLIECHHS 3KCTPAUECIUTIOISIPHOTO MaTPUK-
ca C UBMEHEHUEM MEXaHMYECKUX CBOMCTB COECIMHUTEIbHON TKaHU; MUKCOMATO3-
HOE MEePEepOokKACHUE TKAHEW cep/a; HapyIICHUs] BEreTaTUBHOW MHHEpPBAIUU CEp-
11a; BHYTPUTKAHEBOW IEPUIIAT MarHUsl U T.1I.

Mopdonornueckoit ocHoBo#t neppuuHoro IIMK dacro siBisiercs MUKcoMa-
TO3HOE MepepoxaeHrne TKaHeu cepana (pudpornacTuiyeckuii 1epUIIUT) - TEHETH-
YECKHU 00YCIIOBJIECHHOE pa3pylIEHUE HOPMAIbHOM apXUTEKTOHUKU (PUOPUILIAPHBIX,
KOJIJIAr€HOBBIX M 3JIACTUYECKUX CTPYKTYP COCIMHHUTEIIbHON TKaHH. B N3MEHEHHBIX
CTBOpKax ompezensieTcss n30bTounblil kojutareH Il Tuma, cHUkeHHne ypoBHSI MO-
JEKYJSIPHOM OpraHu3allMyd KOJUIAr€HOBBIX BOJIOKOH.B maTorene3e ceMeWHOro
[IMK oTtmeuaroT HapylIeHUsI COOTHOIIEHUS U CTPYKTYyphl He Tosibko COL3AL, Ho
u COL1Al, COL1A2, COL5A2,Bo3moxHO, yuactue TGF-B(puc. 1).

MuUKCOMaTO3MPOTEKAET C OJHOBPEMEHHBIM MOPAKEHUEM MHOTHUX COEIUHHU-

TEJIbHOTKAHHBIX  CTPYKTYp CEpAla: CTBOPOK, MPUCTEHOYHOTO  3HAOKap-
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na.llopaxkeHue 3aTparuBaeT B OCHOBHOM (PHOPO3HBIN CIIOM, UTPAIOLINI POJIb «CO-
€IMHUTEIBHOTKAHHOTO CKEJIETa» MHUTPAIbHON CTBOPKHU.(UOPO3HOTO KOJIBIIA,
CTBOPOYHBIX M aHOMAJIBHO PACIOJIOKEHHBIX XOPA. BBIpak€HHOCTh MUKCOMATO3a-
npu [IMK moer BappupoBaTh B OYEHB MIMPOKUX IMPEAETaX — OT MUHUMAJIbHBIX

CYOKJIIMHMYECKHX JI0 TSXKEIBIX PaCHpOCTPAaHEHHBIX (OPM.

MeHeTH4ecKan npegpacnonoMHeHHOCTE |

W unu

MpuobBpeteHHeIl gedeKT

!

MeTtannoToHeuHs 1/2

TpaHcdopmupyowMid daKTop pocta -f2

AKTHBALMA /J\
HHTEPCTHLMANBHBIX MogasneHue

KNETOK Knanada AHEYMYNALKWA BEpCHEaHa ADAMTS

PemogenvpoBaHWe 3KCTPaLENNIOAAPHOrS MaTRHKCa

!

MukcomaTozHeid MMEK

Hulin A, etal, 2012

Pucynokl - Cxema mexanu3moB (popmupoBanus mukcomatosHoro [IMK c
y4acTHEM METAINIOTUOHEHMHOB — HU3KOMOJICKYJSIPHBIX OEIKOB, peryIupyIOIIIX
MOCTYIJICHHWE B KJIETKY ITMHKAa U menu, u [ GF-B2, akTUBHPYIONMIEro MHTEPCTUIIH-
aJIbHbIE KJIETKH, aKKyMYJUPYIOIIErO MPOTEOTIMKAHBEPCHKAH M TOJABIISIONIETO
aktuBHOCTH ADAMTS

Knunuuecxkue npusnaxu

Hecmotps Ha To, yTO B HEKOTOpBIX ciaydasx (20-60 %) I[IMK ne nposBiseT-
Csl ayCKyJIbTaTUBHBIMU MAaTOJOTHYECKUMU CUMITOMAaMH, OH MPEICTaBIsAET COOOM
KIIMHUKO-aHATOMUYCCKUH CHHAPOM CO 3HAYUTEIBHBIM MOJMMOP(GU3MOM TPHU3HA-
KOB.OCHOBHBIMUKIMHUYECKUMHU npu3HakamMu [IMK sBnsitorcst BereraruBHas auc-
GyHKIHSI, OpTOCTATUYECKAss HEJOCTATOYHOCTh, apTepuaibHas THUMOTCH3US, apHT-

MHH CEpPJLIA, HAPYIIEHUS PENOISPU3aLNY KeryqoukoB Ha DKI'.
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Hapymenus cepaeunoro putma npu [IMK Bosnukaror y 79 % OOJBHBIX,
ACCNIM TPU ATOM €€ MMEET MECTO CHHIPOM TMPEKIECBPEMEHHOTO BO30YKICHUS
KETynoykoB, — TO y 92,3 %. Cpeaun HUX, B MEPBYIO OYEPEAb, CIEAYET Ha3BaTh
YKETYI0YKOBYIO U TMPEICEPAHYIO0 SKCTPACUCTOIMIO, KEIYAOUYKOBYIO U MApOKCHU3-
MaJbHYI0 HAJKEITYJOUYKOBYIO TaxwKapAuio, GuOpmmuisnuio npeacepauid (mocro-
SIHHAsl ¥ TapOKCU3MalibHas ()OpMbI), BHYTPUIIPEICEPIHBIE, aTPUOBEHTPUKYIISIPHBIC
0JIOKa/ibl, CHHJIPOM CJIa0OCTH CHHYCOBOTO Y3J1a.

CucremMHble U3BMEHEHHS COSTUHUTEIBHOM TKAHU JUATrHOCTUPYIOT, OPUEHTH-
pysch Ha mpuzHaku aucMmopdorene3a. KomnvuectBenHas (OayutbHAs) OIEHKA IMPO-
BOJIUTCSI COTJIACHO PEKOMEHIALUSIM JJIsl AMArHOCTUKY cUuHIpoma Mapdana.

Ayckynemayus cepoya

XapakTepHy0 ayCKYJIbTAaTHBHYIO KApTHHY CO3Jal0T WHTCPMUTTHPYIOIIHHA
CUCTOJIMYECKUMN IIETUOK, CPEHE- W/UITH TO3AHECUCTOINYECKUN ITyM B TOUKE MTPO-
EKIIUM MUTPAIBHOTO KJlanaHa, HeCTaOUIIbHOCTh 3BYYaHUsl IIyMa.

MecToM HamIy4dlIero BBICITYIIMBAHUSA CUCTOJIMUECKUX IIETYKOB U IIYMOB
npu [IMK sBisieTcst BepXyIika cep/iia, a Takke npekapauaibHas 00J1acTh MEXITY
BEPXYIICYHBIM TOJTYKOM H JICBBIM KpaeM TpyAuHBI B 3—4-M MexpeOephe, 3HaUH-
TEJIBLHO PEXEe — BHYTPHU OT JIEBOTO Kpasl TPYAMHBI WM CEPEMHBbI TPYIUHBI Ha
ypOBHE npukperieHus: 3—4-ro pedep cresa.

Ixoxapouoepapuueckasn ouacnocmuxa [IMK

Ox0KI" oTHOCUTCS K caMbIM WH(POPMATUBHBIM HEMHBA3UBHBIM METO/IAM -
arHoctuku [IMK. Ero 4yBCTBUTENBHOCTD U CIELU(PUUHOCTD COCTABIISIOT COOTBET-
ctBeHHO 87-96% u 87-100%.IIMK guarHOCTHPYIOT TP MaKCUMaJIbHOM CHCTOJIH-
YECKOM CMEIIIEHUU CTBOPKH 3a JIMHHUIO KOJIbIIA MUTPAJIBHOTO KJIalaHa B MapacTep-
HaJbHOW TPOJOJBLHON MO3UIMU 0oJiee 2 MM MPU CMEIICHUU 30HBI KOamTalluu
CTBOPOK 3a JIMHUIO Kojbla. [myOmHy mporubGanus u3MepsioT oT (HuOpo3HOTO
KOJIbI[a MUTPAJIBHOTO KjamaHa (OT TOYKHU KPETUICHUS TIEPETHEH CTBOPKHU) 10 TOY-
KM KPETUICHUS 3aJIHEM CTBOPKH MHUTPAIBHOTO KjlamaHa, T.e. 0 MecTa HauOoJIbliie-

ro HpOFI/I6aHI/I$I CTBOPKH HJIM €€ CCTMCHTOB. B ciy4dac HGO6XOI[I/IMOCTI/I IIPOBOAUT-
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Csl CerMEHTapHasi JUarHOCTUKa C OMPEACICHUEM IOJOXKEHUSI U COCTOSIHUSL TPEX
CErMEHTOB KaXJ0W CTBOPKU MUTPAJILHOTO KJIalaHa.

[IponabupoBanue 0JHON UM 0OEMX CTBOPOK MUTPAJILHOTO KJIalaHa WiIH UX
CErMEHTOB B CUCTOJIY B MOJIOCTb JIEBOTO MPEACEPAUS CUUTAETCS UCTUHHBIM TOJIBKO
B TOM CJIy4ae, €Clid OHO PETUCTPUPYETCS HE MEHEe YeM B JBYX dXOKapauorpadu-
YECKUX MO3WLMIX: alHUKaJIbHON YETBIPEXKAMEPHOW WM JBYXKAMEPHON M mapa-
CTEpPHAJIBHOM MO JJIMHHOM OCH JIEBOT'O JKEIYJI0YKa U MOATBEPKIAETCA P HUCCIIe-
JIOBAaHUM B Pa3HBIX pekuMax paboTei(M -, B — pexume, nonmieporpadun).

[To muenuto T.Takamotoetal.(1991), 4yBCTBHTEIBHOCTH YIBTPa3BYKOBOTO
METOJla MCCJICJIOBaHUs B BBISBICHUU MHKCOMaTo3acocTaBisger 78%, cnenuduy-
HOCTh 80%. M3Mepenune TONMIIMHBI CTBOPOKBBIMONHAIOT B (pa3dy IUACTONBI B CPei-
HEW TPETU CTBOPKHU, BHE 30HBI OTXOXICHUS CTBOPOUYHBIX XOPJ, HOpMaJIbHasl TOJ-
IIMHA CTBOPKU COCTaBJISET 1| MM. YJIbTpa3BYKOBBIE MPU3HAKHU YTOJILECHUS TOPIUU
WM BCEU CTBOPKH KOPPETUPYIOT C MOP(POJIOTUUECKUMHU MTPU3HAKAMU CTEIEHU BbI-
paXEHHOCTH MUKCOMATO3a.

CoryiacHO COBpPEMEHHBIM MPEJICTABICHUSAM, HAaUOOJee 3HAUMMBIM SIBIISCTCS
YTOJIIEHUE CTBOPKU >SMM. [Ipu Tommumue cTtBopkr meHee S MM B auactoiy [IMK
CUMTAIOT HEKJIACCHUECKUM, YBEITUUCHUE TOIIUHBI CTBOPKH 0oJiee 5 MM - KJIacCH-
yecku [IMK, nmpu KOTOpOM CyIIECTBYET BBICOKUIM PUCK PAa3BUTHUSL CEPHE3HBIX OC-
JIOKHEHU.

Ornpenenenue CTeeHn MUTPAIbHON PErypruTaiuuy MpoOBOJSAT COTJIACHO pe-
koMmeHgauusm AHA/ACC (Bonow R.O. etal, 2006), wusmepss nauamerp
nepelieiikavenacontracta m paguyc NpOKCMMalIbHOM YacTH PErypPrUTHPYIOLIEH
ctpyu (PISA), paccuuThiBalOT 00BEM pErypruTaldi W IJIOHIalb OTBEPCTUS pe-
ryprutaimu. M3mepeHue venacontracta mpoBoAsT B mapacTEpHAIBHON MO3ULUU
[0 JUIMHHOM OCH JIEBOTO KeTyJ0uKa Ha yBelndeHHOM u3oOpaxenuu. [Ipu [IMK
XapaKkTepHOW SBISETCA BBICOKOCKOPOCTHAS U AKCIEHTPUYHASIMUTPATIbHASIPETYP-
TUTAIMs], BO3HMKAIONIAsg B KOHIE CHUCTOJBbI. KOoMM4yecTBEHHYIO OLIEHKY pa3MepoB

KaMmep cepria, MacChl U (PYHKITUHU KETYJOUYKOB MPOBOJSAT COTIACHO PEKOMEHIAITH-

sm (LangR.M. etal., 2006).
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OrneHka JUACTOMMYECKON M CUCTOJNMYECKON (PYHKITMM JIEBOTO JKENyI0YKa
npu [IMK sBnsercs Baxuoi coctaBistoniedt OxoKI -uccnenoBanus. M3menenus
BHEKJICTOUHOT'O MAaTPUKCA MHOKApJia MPUBOAAT K HAPYUICHUIO JUACTOJIMYECKOU
GyHKIUA, TPH THKEIOW CTETICHH MUTPATBHOW HEJOCTATOYHOCTH (MHOTIA M HE
TSDKEJION ) — K CUCTOIMYECKON TUC(YHKITUN JIEBOTO JKEITy0UKa.

[TorenuuanbHbIe cepbe3Hble ociioxkHeHus pu [IMK BkiItouaroT cienyronme

COCTOAHUA:

BHE3AIMHYIO CEPJICYHYIO CMEPTh,
- CEepJICYHYIO HEJOCTaTOYHOCTb,

- MUTPaJIbHYIO HEJJOCTaTOYHOCTbD,

- MH(EKIMOHHBIN SHIOKAPINT,

- TpoMOOAMOOJIUIOMO3TOBBIX COCY/IOB,

- (pubpumAMIO Ipecepanii.

Crpatudukanuio pucka npu cuaapome [IMK (Cropoxkakos I'.U., 2001 r.)

MPOBOJAAT YUUTHIBAS HAJTUUUE CICAYIOMINX (PAKTOPOB:

ayCKyJIbTaTUBHbBIC JaHHBIE,

- TnyOunynponadbupoBanus ctBopku (MyxapnsmoB H.M., 1981 r.),

- BBIP@XXEHHOCTh MHUKCOMATO3a CTBOPOK,

- CTENEHb MUTPAJIbHON pErypruTarum,

- Hajnu4ue/oTcyTCTBUE (GUOPMILTALIMY NPEACEpanH,

- COXpaHEHHUE/CHIKEHHUE COKPATUTEIHHONU (DYHKIIMK MUOKap/Ia u Jp.

VY GonbmmHcTBa nanueHToB ¢ [IMK nporuo3 OmaronpusTHbeld, oxugaeMas
MPOJOJKUTEIBHOCTD KU3HU HE OTIMYAETCS OT HMOMYISIUOHHOM.

B cnywyae HapacTaHus CTENEHHM MUTPAJIBbHOW HENOCTATOYHOCTH, IPUBOISA-
el K AWJIaTalyy JIEBOTO MPEICEpAHsl U JEBOTO KETyJI0uKa, pa3BUTHU (HulOpui-
JSIUM TIpeAcepaAnid, TUCHYHKINU (CUCTOIMYECKO) JIEBOTO JKEIyJ0uKa U cepiey-
HOM HEJOCTaTOYHOCTH TMPOTHO3 HEOJIArompuATHBIN. BhIpakeHHBI MHKCOMATO3
CTBOPOK MUTPAJIBHOIO KJIAallaHa, OCIOKHSETCS pa3pblBOM CTBOPOYHBIX XOpHA, Ha-
pPYUICHUSIMH PUTMA U TPOBOJUMOCTU CepAlla, MH(MEKIMOHHBIM 3HIOKApIUTOM,

IIPOIPECCUPYIOLIEN CEPACUYHON HEAOCTATOYHOCTHIO.
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IIponanc MUTPaIBHOrO KJIallaHa BCTPEYAETCs KAaK IUIEMOTPONHOE IMPOsBIIE-
Hue mHorux HHCT, B ciydyae BBISBIEHUS CUHAPOMA C COTJIACOBAHHBIMHU KpHTE-
pusiMU peub He uleT o nepBudHoM cusjpomMe [IMK, nponabupoBaHue cTBOpKH (-
OK) PaclEHUBAIOT KaK Malylo aHoManuio cepana. Peako omuckiBaroT IIMK kak
W30JIMPOBAHHYIO0 AHOMAJIMIO, HE COIPOBOKIAIOILYIOCS CUCTEMHBIMU U3MEHEHHUSIMU

COGHHHHTCHLHOﬁ TKaHH.

MYJIbTU®PAKTOPUAJIBHBIE HE CHHAPOMHBIE ®OPMBbI
HHCT

K ne cunapomusiM popmam otHocstcsi npossienus HHCT mnonurenHo-
MyIbTU(AKTOPUATIEHOW MPUPOJIBI, HE TIOJHOCTHIO COOTBETCTBYIOIIUE TUATHOCTH-
YECKUM KPUTEPUSIM OIPENEIICHHBIX CUHAPOMOB, BMECTE C T€M, TaK)K€ MMEIOIINE
MPU3HAKN HACTEJACTBEHHOW MATOJIOTMH. B pyCCKOSA3BIUHON JUTEpaType HE CHH-
JIpoMHbIE (hOpMBI Ha3bIBAIH HeAU(PHEPEHIIUPOBAHHON TUCIIIa3uel COEAMHUTENb-
Hoit Tkanm (SxoBineB B.M., Heuaesa I'.I., 2009). I1lo maenuto 3emiioBckoro 3.B.
(2012 r.), TEpMHUH «TUCILIA3USI COCAMHUTEIBLHON TKAaHW» B PABHOM CTETIEHU OTHO-
CUTCS K CHHIPOMHBIM (muddepeHInpoBaHHbEIM) W HE CHHAPOMHBIMGOpMaM
HHCT. K He cunapomubiM (opmaM oTHOCSTCS Map@aHOMOJ00HbINH (PEHOTHII,
A51epcono100HbIN (DEeHOTHUI, HeKIacCU(PUUUPYEMbIid (PEHOTHII.

MapdanononooHbIi peHOTHIT

Mapdanonono6HsIil penotunauarnoctupyrot nocie uckimouenuss HHCT ¢
MaphaHOUAHBIM (EHOTHIIOM TIPH BBISBICHUN TIOTPAHUYHOTO PACIIUPEHUS KOPHS
aopthl (z< 2 ), muonuu < 3,0 auonTpuii 1 KocTHBIX npusHakoB CBCT (< 5 6an-
JIOB).

dyepconoao0HbIil PeHoTHI

Dnepconogo0HbI (PEHOTUIT TUATHOCTUPYIOT TOCIE UCKITIOUEHUS CHHIPOMA
Onepca-Jlanno u monoreHHbsix HHCT ¢ anepconogoOHbM deHoTHUIIOM. Diepco-
Mo00HBINA (PEHOTUN BKJIIOYAET COCTOSIHUSI OT «HETIOJHOTO» CHHIApOMa Jiepca —

I[aHJ'IO J0 BE€CbMaA JICTKHUX U KIMHHYCCKH MCHEC 3HAUYMMBIX COCTOSIHUH B ciy4dac

40



BBISIBJICHUSI > 2 MajbIX MPU3HAKOB BOBJIEYEHHUS KOXKU B COUYETAHUU C MAJIBIMU
MIPOSIBJIICHHUSIMU BOBJICUEHHUS MBIIIII, CyCTaBOB, cOCy10B (Bunbdpanmickue kpure-
pun, Beightonetal., 1998 r.). HecoMHeHHO CYOKIIMHUYECKUE MPOSIBICHUS IIECTH
MOJITUTIOB CHUHApoMa Onepca-/lanno, a Takxke Apyrue HeKJIacCU(PUIUPOBAaHHBIC
BapuanTel HHCT moryT ObITh OTHECEHBI K 3J1epconoqoOHOMy (HeHOTHUITY, BCIE-
CTBHE YIIPOIICHHOCTH NPEMJIOKEHHBIX THATHOCTUYECKUX KPUTEPHUEB.
Crnenyromye Npru3HaKyd OTHOCAT K THarHOCTUYECKU 3HAYUMBIM «MaJIBIM

- r1ajKasi, 6apxaTucTas Koxa

- TEHJACHIUSA K PACTSHKUMOCTHU Koxku (2,5-3,0 cm)

- KEJIOUJHbIe pyOUMKH, aTpOPUUIECKUE CTPUH

- SKXUMO3bI/TIETEXUH/HOCOBBIE KPOBOTECUEHMSI

- MBIII€YHAsI TUTIOTOHUS/TPBIKH/TITO3bI OPTaHOB

- TUNEPMOOWIBHOCTD, BBIBUXH, MOJBBIBUXU CYCTaBOB, IIOCKOCTOIIHE,

KOCOJIaNIOCTh, AUC(PYHKIINS BUCOUHO-HIKHEUEIIIOCTHOTO CYCTaBa

- BAPUKO3HBIE PACIIUPEHHUS BEH B IIOJIPOCTKOBOM BO3PaCTE

- OTATOLLCHHBINA CEMEUHBIN aHAMHE3

Hexnaccupuuupyemslii peHoTun

Hexknaccuduiupyembiit (eHOTUIAMATHOCTUPYIOT TOCJE HCKIIOYEHUS MO-
Horennbix HHCT, mapdanononoOHoro u 3mepconoo0HOro GeHOTHIIOB MYJIbTH-
(bakTopuanbHBIX HE CUHIPOMHBIX (hOopM, IpH BbIsiBIeHUU > 5 npusHakoB CBCT,
HACJIEICTBEHHOM OTATOIIEHHOCTH 10 COSIMHUTEILHOTKAHHOMW MaTOJIOTHH, J1abopa-
TOPHBIX MapKepOB HApPYILIEHU METa00IM3Ma COEIMHUTEILHON TKaHHU.

[Tockonbky nepecMoTp I'€HTCKHX KpUTEpPUEB HE AAET OTBETA HA BOIPOC O
TaKTHKE BEJICHUS U JICUCHUH MaIlMeHToB cTapiie 20 JIeT ¢ 4ucioM 0aJliIoB CUCTEM-
HOTO BOBJICYEHMSI COCIIMHUTEIBHON TKaHW 5 M Oojee, JalbHEWIIee HAKOIJIEHUE
3HAHUM O KJIMHUYECKOW 3HAYMMOCTH TAKOTO BOBJICYEHUS C KIIMHUYECKOM TOYKH

3pCHHS IIPEACTABIACTCS OCOOCHHO Ba)KHBIM.

OOPMYJIMPOBKA JUATHO3A P HHCT
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B MKB-X otpaxenbl ocHoBHble MOHOreHHble HHCT 1 Heckosbko Hacnen-
CTBEHHBIX CHHJPOMOB:

Q 78.0 HecoBepiieHHblit ocTeoreHes. BpoxkaeHHast JOMKOCTh KOCTEH.

Q 79.6 Cunapom Dnepca — [anmno

Q 87.4 Cunapom Mapdana

I 34.1 IIponarnc MUTpaIbHOTrO KJlarmaHa

M 35.7 I'uniepMOOWIILHBIN CHUHIPOM Pa300ATAHHOCTH, WU3IUIITHEH MOABUXK-
HocTH. CeMmelHas c1aboCcTh CBSI30K.

Y manueHToB ¢ MyJbTH(AKTOPUATBHBIMH HE CHHIPOMHBIMH (hopMaMu
(MapdanononoOHbI (HEHOTHM, >IEPCONOA00HBIN (EeHOTHUI, HekIaccupuiupye-
MBI (DEHOTUIT)KOJUPYIOT OCHOBHBIE KIMHMYECKHUE MPOSBICHUS, pyOpuduumpo-
BanHble B MKDb. [lonnopranneie nmopaxeHus: KOJUPYIOT HECKOJIBKUMU MU(ppamu,
noauepkuBas cucteMHocTh nopaxkenus npu HHCT. @opmynnpys 1uarsos, nepe-
YUCIISAIOT BEAYIINE, 3HAUUMbIE TPU3HAKU, XapaKTEPU3YIOLUIUE CUHAPOM WK (EeHO-
THII, C TEM, YTOOBI OH ObLI MOHATEH MPH MOCIEAYIOIIEM KOHTAKTE C BPAYOM.

[Tpumepsl GOpMYIHPOBKH JUATHO3a IPUBEIEHBI HUXKE:

1.Cunnpom Mapdana: aHeBpu3Ma BOCXOIAIIEH aOpThl, TPOJIANC MHUTPAJIb-
HOTO Karasa (mepeassisi ctBopka 5,0 MM), MUTpalibHasi peryprutauusi 2 cT., aop-
TaJbHAsl perypruTaius 3 cT., IepCUCTUpyromas GUOPHLIAIMS NpeAcepaAnil Taxu-
cucrommueckas; XCH ®K Il (HKIl A); ckoamo3rpynHOrooTnenano3BOHOYHUKA,
KOMOMHHMPOBAHHOEIIIOCKOCTOIINE, MUOIUSI.

2.IlepBUYHBI MUKCOMATO3HBIM MpOJaric MUTPAIbHOrO KianaHa (A2-5 mwm,
P1-4 mMm), mutpansHas peryprutauusll cr., cuHo-arpuanbHas Ojokanga, yacras
HAJDKEITy0YKOBas 3KCTPACUCTOJMUS, aHOMAJIBHO PACIIOJIOKEHHBIE XOPJIbI JIEBOTO
xenynouka MHoxkecTBeHHble, XCH ®K | (HKI); ckommo3rpyHorootienamno3Bo-
HOYHUKA, TJIOCKOCTOIHE, aCUMMETPUATPYAHOUKIETKHA, MUOIHS, THIEPMOOUIIEHO-
CThCycTaBoB 5/9mo beiiToHy); momepeuHoe MIOCKOCTOMUE; Bapuko3Hasi 00Je3Hb
BEHHIDKHUX KOHEYHOCTEH, XPOHMYECKas BEHO3HAsSHEIOCTaTOYHOCThl; comato-
dbopmHas BereTaTuBHAS JUCHYHKIIUS.

B nauarHos He BBIHOCUTCSA(OPMYIUPOBKA ‘HACIEACTBEHHbIE HAPYLIEHUSI CO-
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€UHUTEIbHOUTKAHN , JUCILIA3UsICOEAMHUTEIbHOUTKAHU , WIH ‘‘CUHAPOM/IUCILIA-
3UMCOCTUHUTETPHOUTKAHN  , Ha3BaHUS HE CUHAPOMHBIX (DEHOTHUIIOB, TMOCKOJIBKY
OHHM HE TIPEANOJIaraloTKOHKPETHOMMATOJIOTMU ¢ U3BECTHOMATHOJIOTHEH U IMaTore-

He30M H oTcyTcTBYIOT B MKbB-10.

AHEBPU3MA/IUCCEKIIUSI TOPAKAJIBHOH AOPTHI IIPU
HHCT

[TonsiTe «aHeBpU3Ma» aOPThl BKJIIOYAET JIOKAIM30BaHHOE WK IU(dy3HOE
pacumpenue aprepun Oosiee yeM Ha 50% OT HOpPMaJIBHOTO JUaMeTpa cocyia.
AHEBpU3MBI/ITUCCEKIMN aOpThl BcTpevaroTcss y 1-2% HaceneHus, paciivpeHue
Ar000W YacTH TpyJHOU aopThl (BOCXOIALICH, NYyTU, HUCXOZSIIECH) COMPSKEHO C
BBICOKOI CMEPTHOCTBIO, 3200JIEBAEMOCTBIO U XUPYPrudecKuMH npoueaypamu.llpu
paspbIBE TOpakajibHOM aopThl oTMe4aroT 94 -100% cMepTHOCTS.

[Tpu CM HapyIlIeHbl 3JaCTHUECKHE CBOMCTBA a0pThl, 0OBIYHO Ha BCEM IPO-
TSKEHUH, YTO B CBOIO OYEpEb MPUBOAUT K MPOTPECCUPOBAHUIO0 HM3MEHEHUN JKECT-
KOCTH CT€HOK U PacCIIMPEHUIO aOpThl, HAauboJee YacTo B TPYJIHOM OT/AEJE aOpThl.
[lpuznaku  gereHepanmu — meauu  (MOTEepst  TIAAKOMBIINICYHBIX  KIle-
TOK, (hparMeHTals WU MOTEPS JIACTUYHBIX BOJIOKOH, YBEJIMUYEHHE TPOTEOTIIMKA-
HOB) BBISBIISIIOT Oouiee, ueM Ha 50% TuIomaay CTeHKH aopThl. Pacuiipenne aopThl
MPOUCXOIUT MocTeneHHo MeaiieHHo (0,1 cM B roxa) iubo 0osee ObICTPHIMU TEMITa-
mu (0,2-0,3 cM B rof),4acTo Ha ypOBHE CUHYCOB BanbcallbBbl, B OTJIMYHE OT CUH-
npoma Loeys-Dietz, npu koTopoMm pa3pbiB TOpakaJbHOW aopThl MaHH(ECTHUPYyeT
0e3 mpeIBapUTEILHOr0 U3MEHEHHUSI IIIUPUHBI COCYIA.

B ciydae OukycnuaalbHOTO aOpTajibHOIO KiamaHa, BCTpevaromerocs y 1-
2% HaceneHus 3HaYNTEIbHAS YacTh manueHToB (50%) moaBepkeHa pucKy pa3Bu-
THS AHEBPU3MbI BOCXOAIIEH a0pThl C MPEAPACIIONOKEHHOCTBIO K TUCCEKIIUU WU
pa3pbIBy ¢ MAKCUMAJIbHBIM PACIIMPEHUEM HaJ CHHO-TYOYJISIPHBIM COEAMHEHUEM U

BOCXOJSILEN aOPTHI.
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IIpu cocyaucTom Tume cuHapoMa Iiepca-J{aHino pa3pbiBbl a0pThl UK JIIO-
OO0l apTepuH MBIIIEYHOTO TUIIA CPETHEr0 WIIH OOJIBLIOrO KanOpa MpoucxoasaT 0e3
MIPEABAPUTEILHOTO PACIIUPEHUS.

Pa3BuTHe aHEeBpPU3MBI OPIOIITHOTO OTJIENA A0PTHI CBS3BIBAIOT C BHICOKUM ChI-
BOPOTOYHBIM YPOBHEM TEeHACIMHA-X W YMEHBUICHUEM €ro COJEp>KaHHs B aHEB-
pusMatudeckoi Tkanu (ZweersM. C. etal., 2004).

Knunuyeckue mposiBIEHUS] PACHIMPEHUS UM aHEBPU3MBI aOPThl OTCYTCT-
BYIOT WJIM B€CbMa CKYJHBIE (Incharus, OCUIUIOCTb rojioca, 00JIb B TPYTHON KIIETKE
W/WU CTIMHE, TIPU3HAKN a0pTaTbHOW HEAOCTATOYHOCTH), B CBSI3M C 3TUM OCHOBHOE
3HAQYEHUE OTBOJAT MHCTPYMEHTAJIBHBIM METOJaM HccienoBaHus. Buzyanuzanus
topakaibHOU aopThl (OX0KI', KT, MPT) oTHOCHTCS K OCHOBHBIM METOJaM BBISIB-
JICHUSI PaCIIUPEHUSI WK aHEBPU3MBI a0pThl. [I0CKOIBKY BCTpedaeTcsl paciiupeHue
HE TOJIBKO TOpaKajabHON aopThl, HO U Apyrux otaenoB, npu HHCT pexomeHnaytor
BU3yaJIN3alMI0 a0PThl HA BCEM MPOTIKEHUH.

NucTpymMeHTAIbHOE HCCJIeIOBAHNE

CoryacHO peKOMEHIalUsIM 10 TUArHOCTUKE U JICYEHUIO OOJBbHBIX C 3a00J1e-
BaHWsAMU rpyaHoi aoptel (Hiratzkal.F., etal. 2010 r.) Busyanu3arus TopakaaibHON
aoptsl ¢ nomoibto KT nnu MPT, B HekoTopsix ciydasx IOxoKI', cunraercs equn-
CTBEHHBIM 3(DPEKTUBHBIM TOJIXOJIOM K BBISIBJICHUIO aHEBPU3MbI a0OPThl U OIICHKE
pHCKa Pa3BUTHS OCIIOKHECHUM.

Brimonnenne 9xoKI' npu CM pekoMeHayeTcs B MOMEHT YCTAaHOBJICHUS JIH-
arHo3a i OLIEHKM JuaMeTpa KOPHS aOpThl U BOCXOJAIIEH aopThl. Uepe3 6 mec
PEKOMEHAYETCsl MOBTOPHOE O0OCJeNOBaHUE JJISI OLIEHKH CKOPOCTH YBEIMYCHUS
aoptsl (Knacc |, ypoBens nokazatenpHoctu C). [Ipu moaTBepk1eHHON CTaOMIBHO-
CTU JIMaMeTpa aopThl y 00bHBIX ¢ CM peKOMEHAYeTCs €KeroAHasi BU3yaau3alusi.
Ecnu makcumanbHbBIN pa3zMep aopThl JOCTHTAET 4,5 cM win 00J1ee WM OTMEUYaeTCs
€ro CyHIECTBEHHOE YBEJIMYEHHUE MO CPABHEHUIO C UCXOJHBIM, CIEIYET YUYUTHIBAThH
000CHOBAHHOCThL 00JIe€ YacTOro MpUMEHEeHHs MeToJI0B Buzyanm3auuu (Kmace |,
ypOBEHB JoKa3aTeabHOCTH C).

VY GonbHBIX ¢ cuHApPOMOM Jlync—JIuTIa uiau moATBEPKACHHBIMU FeHEeTUYe-
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CKHMH MYTALUSIMHU, KOTOPbIE NPEIPACIOIAratoT K pa3BUTHIO PACIIMPEHUS U aHEB-
pPU3MBI A0PThI, MOJHASA BU3yadu3alus aopThl JOJKHA BBINOJIHSITHCS B MOMEHT YC-
TAHOBJICHUS IMATHO3a, a TAKXKE CITyCTs 6 MeC I OUEHKU BO3MOYKHOIO pacuiupe-
Hus aopthl (Knacce |, yposens nokazarensHoct C). Exxeroano Beimonssitor MPT ¢
OILICHKOW KpOBOOOpAIleHUs, HAYMHAsl C COCYJIOB T'OJIOBHOI'O MO3ra M JI0 COCYJOB
taza (Knacc |, ypoBeHb nokazarenbHocTH B).

[Ipu cranmapTHOM O0OcCHeAOBaHUU JIOOOTO OOJBHOTO, OOpalIArOIIEToCs C
*ano0aMu, KOTOpble MOTYT YKa3blBaTb Ha OCTPOE PACCIOCHUE TPYIHON aopTHI,
CJIETy€eT BBITIOJNHATH OLICHKY MPEIBAPUTEILHOTO PUCKA Pa3BUTHsI 3a00JI€BaHus, pe-
3yAbTaThl KOTOPOMl MOTYT OBITh HMCIIOJB30BaHbI JUIsl ONpPENETICHUsI TAKTUKHU AHar-
HOCTUYECKUX BMEIIATEIbCTB.

Boicokuii puCK pa3BUTHSI TUCCEKIMU a0pThl BBIABILIOT B ciydae(Kmace |,
YpOBEHB JI0Ka3aTesbHOCTU B):

- cuHapoma Mapdana, cunapoma Jlync—JuTia, cocyIucToro CHHIpOMa

Onepca—/lanno, cunapoma TepHepa wim npyrux auddys3Hbix 3abore-
BAHUU COCIMHUTEIIbHON TKaHU,

- MyTaluu I'eHOB, IPU KOTOPBIX UMEETCS MPEIPaclo0KEHHOCTh K pa3BH-
taro aHeBpusMmbl/muccekuun (FBN1, TGFBR1, TGFBR2, ACTA2 wu
MYH1)1;

- CEMEWHOro aHaMHEe3 aHEBPU3MbI/TUCCEKIIMH TPYTHON a0OpTHI;

- yKa3aHWI Ha MMOPOK aOpTAJILHOTO KJIAINaHa;

- HEJABHO BBINOJHEHHBIX BMEIIATENIbCTBAX HA a0pTe (XUPYpPruvyecKue Ui
YPECKOXKHbIE KATETEPHBIE);

- YKa3aHWUU Ha aHEBPU3MY I'PYIHOU aOPTHI.

O BBICOKOI BEpOSTHOCTU JUCCEKIIMHU aOPThl CBUJIETEILCTBYETXapaKkTep 0O-

JIY B TPYJIHOM KieTke, cinHe win xxuBoTe(Knace |, ypoBens nokazarenbHocTH B):

- BHE3AIHO WJIM MTHOBEHHO Pa3BUBIIAsICS OO0,

- BBICOKasi MHTEHCUBHOCTh 00JIH;

- pa3pbHIBAIOIIHI, MyYUTEIbHBIA WU OCTPBIM XapakTep 00,

K pesynpraram ucclieoBaHMs, YKa3bIBaIOIIUM Ha BBICOKYIO BEPOSITHOCTH
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JIUCCEKIIUN a0pThl, OTHOCATCS: Ne(UIUT IMyJbCa, pa3HUla B cucTommdeckoMm A/l
oonee 20 MM Ha 00eHMX pyKax, OYaroBble HEBPOJIOTMUYECKHE CUMIITOMBI, BIEPBbIE
NOSIBUBMIIMICA IIyM aopTanbHOW Hemoctatounoctu (Kmacc |, ypoBenb nokasa-

TenbHOCTU B).

MAJIBIE AHOMAJIMH CEPILIA

Mansie anomanuu cepana (MAC) paccMaTpuBalOT Kak HacledyeMble WIH
BPOXKJACHHBIE CTPYKTYPHBIE OTKJIOHEHHSI OT HOPMAJIBHOTO aHATOMHYECKOI'O CTPOe-
HUS KJIAMaHHOTO anmapara cepia W/WIN €r0 COCTUHUTEIFHOTKAaHHOTO KapKaca,
BKJIIOYAs MAarucTpaJibHbIE COCY[bl, OpPraHOB, HE CBA3aHHBIE C AaHATOMO-
(U3MOIOTHYECKUMU OCOOEHHOCTSMM JETCKOTO BO3pacTa, IPU OMPEACIICHHBIX YC-
JIOBUSIX MPUBOISIINE K HAPYIICHUIO (PYHKIUH.

K MAC oTHOCAT mponanchl KJIalnaHOB- TPUKYCHUIAIBHOIO, A0PTaIbHOTIO,
neroyHon aprepun; anespusmy MIIIL; ®OO; ATAK; mHoxkecTBeHHBIE APX.
MAC BcTpedaroTcst Ipu MHOTHX HACIEACTBEHHBIX CUHJIpOMaX U (pEHOTUIIAX, B Psi-
Jie CIIy4yaeB OHM MMEIOT CaMOCTOATENIbHOE KiMHUYeckoe 3HadeHue (POO, aHes-
puzma MIIII, APX).

®OO0 mno pesynbTaram aytorncuu Bcrpeudaercs B 20% ciaydaeB. KnnHudeckue
MPOSIBJIEHUSI YacCTO OTCYTCTBYIOT, BMECTE€ C TEM, OCJIOKHEHHUS B BHUJE MapajioK-
cajbHOM dMO0MHU (TTPOXOXKIAEHHE 3MO0J1a JTF0O0T0 TeHe3a U3 BEHO3HOM CHCTEMBI B
apTepuaibHyi0) cBsA3bIBAIOT UMeHHO ¢ DOO.

Anespuszma MIIII Bctpeuaercs B 1% citydaeB npu CKpHHUHTOBBIX UCCIENO-
BaHMsX. [Ipy 3HAUUTENHHBIX pa3Mepax aHeBPU3MbI BO3MOXHO (opMupoBaHHE
TpomOa 1 pa3BUTHE TPOMOOIMOOTMUECKUX OCIOKHEHUH.

Knunnueckoe 3nauenue APX cep/ilia BO MHOTOM 3aBUCHUT OT UX MOJIOKCHUS
B kamepe u koymuectBa. C APX CBSI3pIBAIOT HapyIICHUSI JUACTOINYECKON (DyHK-
WU, CHHAPOM PaHHEW pernoJispu3aliiy KeIyA0uKoB U apuTMuM cepama. [Tockomnb-

Ky UCCIIEIOBATEId HE OJAHO3HAYHO OlleHUBAIOT BiusgHUe APX Ha remoanHamMuKy
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H SJICKTPUUICCKYIO CTaOMIBHOCTD MHOKapaa, N3y4CHUC KIIMHUYCCKHX HpOHBHeHI/Iﬁ

IPOAOJKAETCA.

APUTMUU CEPALUA U BHE3AIIHASA CEPJAEYHASA CMEPTD

Hapyuienus cepaeyHoro puTMa M MNPOBOJAUMOCTH HEPEIKO BCTPEYAIOTCS
npu cunapomax u genorunax HHCT.M3meHeHHsT BHEKJIETOUHOTOMATPUKCA, BbI-
3BIBAIOIIMEMEXAHUYECKYIO M DJICKTPUUECKYIOAUCCOLMAILINI0 MHOKapJa, Mporpec-
CUpYIOLIIEEpPACIINPEHUEKAMED CepAlla MPHU KIAIMAHHOMPETYpruTauuu W Jujiara-
IUHUIOJIOCTEN OTHOCATCS K W3BECTHBIMIIPUYMHAM APUTMHUN CEPJIA, BIEKYIIUM K
BHE3aIHOU cepaeunor cmepTu./lnarnocrukacuaapomoB u penorurnos HHCT, BbI-
SBJICHUE HAPYILICHUN pUTMa U MPOBOJAUMOCTHU C 00s3aTEIbHBIMIPUMEHEHHUEMME-
TogacyTouHoro MouutopupoBanus DKI' mo3BonsroTonpenenuts GakTopbl prcKa

pa3BUTHUS BHE3AITHOU CEPACYHON CMEPTH.

TAKTUKA BEJIEHUSA HAIIMEHTOB U JIEYEHUA ITPU HHCT

[Tonxone! k nedennto HHCT 3aBucAT OT IMarHOCTUPOBAHHOTO CHHAPOMA U
dbeHoTumna, B 11eJI0M, OTINYAIOTCSI MHOTOTPAHHOCTBIO.

O6mue nmoaxoawl k jeyeHnto HHCT mpemycMaTpuBaroT KOMILUIEKC MEpO-
NPUATUH, BKJIIOYAIOLIUMN ONpEAENeHHbId 00pa3 >KU3HU, NCUXOJOTHYECKYI0 MOJ-
JEPKKY, TO3UPOBaHHBIC (M3MYECKUE HArpy3KHU, HEMEIUKAMEHTO3HbIC, MEIuKa-
MeHTO3HbIe W xupyprudeckue wmeroabl (Kamypuna T.M., Ao66akymosa H.II,
2010).CoeBpemennas quarnoctrka HHCT, peanu3zaius KOMIUIEKCHOTO TOJIX0/1a
K JICUCHHUIO TIAIIMEHTOB C PAHHETO BO3PACTa SBJISIIOTCS 3aJI0TOM yCTIEITHOM TIpodu-
JIAKTUKH OCIIO)KHEHHUH U TIPEAOTBPAICHUS TPOTPECCUPOBAHUS 3a00IC€BaHU.

Ob6pas3 orcuznu ipu HHCT BritoyaeT npaBuiibHOE YepeaoBaHue (PU3NUECKUX

N SMOIIHMOHAJIBHBIX HAI'PY30K C aKTUBHBIM OT/(bIXOM, ITOJIHOIICHHBIM CHOM.
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Qusuueckas akmusHOCMb PEKOMEHYETCSI B BUJIE a3POOHBIX HArpy30K, BUJ
U TPOJIOJKUTENBHOCTh KOTOPBIX 3aBUCSIT OT CTENEHU MOJATOTOBJICHHOCTH Mal[UEH-
Ta U (YHKIMOHAJIBHBIX HApYyIICHHWH, 0OYCIOBICEHHBIX W3MEHEHHUSIMHU, B MEPBYIO
ouepesib, CEepACHYHO-COCYIUCTON CHCTEMBl M OIOPHO-IBHUIaTEIbHOIO ammapara.
[IpeanouTeHue B BHIOOpE CHOPTA CIEIyEeT OT/aBaTh HU3KO- U CPeAHE AMHAMUYE-
CKUM BUJaM: OWIbsSpJl, OOYJIUHI, TOJb(], HACTOJBHBIA TEHHHUC; BBICOKO-
JWHAMUYECKUM: OaIMUHTOH, CHOpPTHUBHas XoanOa. [IpenBaputenbHbId CKPUHUHT
JUTSL TOTTyCKa 3aHSATUSMU TPO(ECCHOHATBHBIM CIIOPTOM JIOJDKEH BKIIIOYATh CeMei-
HbIl aHamHe3 (TpexaeBpeMeHHas cMmepTh A0 S50 JieT BCIEACTBHE CEpACYHO-
cocyucToro 3abojieBaHusi y OJIM3KOrO POJICTBEHHHUKA; 3a00JieBaHUS cepAlla y
OJIM3KUX POJACTBEHHHUKOB MOJIOJIOTO Bo3pacta — 110 50 yer; Hamuyue y OJIM3KHUX
POJICTBEHHHKOB CEpPJCYHO-COCYJIUCTHIX 3a00JIEBaHUM, BKIIOYAIOUIUX KapIuOMHUO-
MaTUIO MPABOTO XKeJyAouka, CUHApoM MapdaHa, CHHAPOM YJJTMHEHHOTO WA KO-
poTkoro unrepBana QT, cunnpom bpyrana, Ku3Heyrpoxaromnue apuTMUU ceplia,
KaTeXOJIAMUHEpruiecKasl KelyJouKoBas Taxukapaus, Oone3np JleBa-Jlenerpa);
Kano0bl U aHaMHE3, YKa3bIBAIOIINE HA MATOJOTHIO CEPACUHO-COCYAUCTONU CHUCTE-
MBbI; TaHHBIE (PU3UKATBLHOTO OCMOTpPA, BBISBIAIONIME IIIyM B 00JIaCTU cepAlla, NpU-
3Haku cuHAapoMa Mapdana nam koapkramuu aopthl (PellicciaA., FagardR. etal.,
2005).

[TonoxurenbHoe BiausHHE Ha cocrosiHue 310poBbs npu HHCT ormewaror
cienyrone He nmpodecCUuOHaIbHBIE CIIOPTUBHBIC 3aHATHS: €3]1a Ha BEJIOCHUIICIE,
JbDKaX, UTpa B TEHHUC, 0aaMUHTOH, perou, miuaBanue. [Ipy HHCT He pexomen-
IYIOT 3aHATUS TSKEIOW aTJIETUKOW, OOphOOM, MPBIKKH C MapallioTOM, JaWBHUHT,
ropHbIe JbDKH, GyTOO0I, X0KKeH, 6ackeT6oa (Poc. pexk. HHCT B kapauomoruu. Ju-
arHoctuka u jgedenue, 2013)

Jleuebnas ¢uskyremypa mokazaHa B ciiyuyae CHUKEHHs (u3nueckoi pado-
TOCTIOCOOHOCTH B BUJIe KOMOMHAIMK (DOPM U CPENICTB JJI JOCTHIKEHUS OCHOBHOM
LEIN — YKPEIJIEHUE W/UIM BOCCTAHOBJIEHHE (PU3HUECKOTO 3/I0POBbsI, MOBBIIIEHUE

TPEHUPOBAHHOCTU U TpyAocmocobHoctu 4denoBeka (YepnsimeBa T.E. u coasr.,
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2012). K pexomenoBaHHbIM (hopMam JieueOHOM PU3KYIBTYpbl OTHOCST IJIaBaHUE,
X010y, THMHACTHKY, MacCax.

Jluemomepanuro Haz3HA4YaIOT C TOCTATOYHBIM COJIEpXKaHUEM OelKa, YIieBO-
JIOB, )KUPOB, BUTAMUHOB, MAaKpO- U MUKPOSJIEMEHTOB, BMECTE C TE€M KOHKPETHBIC
PEKOMEHIAIMU 3aBUCIT OT CTEIIEHU BOBJICYCHUS B MATOJIOTMYECKHI MPOLIECC XKe-
JyJIOYHO-KUIIIEYHOTO TpakTa u accoruupoBanHsix ¢ HHCT 3a0oneBanuii, T.e. oT
KJIIMHUYECKUX MPOSIBJICHUN U PE3yIbTaTOB MHCTPYMEHTAIbHBIX MCCIIEI0BaHUN Op-
ra"oB nuieBapenus. Kagypuna T.W. u coaBT. oTMEeTHIIN Yy OOJILITUHCTBA JETEH C
HHCT cHukeHue ypoBHS Makpo- U MHKPO3JEMEHTOB (KpPEMHHs, CEleHa, KaJlusd,
MeJIM, KaJbliusl, MapraHiia, >keie3a, Maruus), IpUHUMAIOIINX y4acTHE B CHHTE3E U
CO3pPEBAHNU KOJUIAr€Ha, MUHEPAIN3alMi KOCTHON TKAHMU.

B neuenun HHCT mmpoko MCHoNIb3ylOT MHOTHE ¢huzuomepanesmuyeckue
MemooObl JICUCHUsI, OKA3bIBAIOIME HEMOCPECTBEHHOE BIUSHHE HAa METabO0JIM3M
COCIMHUTEIFHON TKaHU: MarHuTO-, JIa3epoTepanuio, HoHOPOpe3 C JEKAPCTBEH-
HbIMHM Tpenaparamu, OanbHeonormdyeckue u Ap. (Yepnsimea T.E. m coasrT.,
2012).

llcuxomepanesmuyeckue memoOsl IEUCHHS 3aHUMAIOT 3HAUUTEIIbHOE MECTO
B KOMIUIEKCHOM moxoAe K JedeHuto nauueHToB ¢ HHCT B cBsi3u ¢ BBISIBIEHUEM Y
OOJBIIMHCTBA MAIIMEHTOB AUCHYHKIUM BEreTaTUBHON HEPBHOM cHCTeMbl. Bax-
HBIM 3TaroM JO0CTHKEHUS YPHEKTUBHOCTU B JICUCHUH SIBJISICTCS] IOHUMaHUE CaMo-
ro NMalMeHTa CYU[HOCTHM BO3HUKAIOIIMX CUMIITOMOB, JKEJIIAHUE COTPYIHHYATH C
BpauyoOM U TOTOBHOCTH K BBINTOJHEHUIO BCEX BpaueOHBIX pekoMeHaanuii. OxazaHue
MICUXOJIOTUYECKON TOAICPKKU U TIOMOIIM OJM3KUX JIIOJIeH, POJICTBEHHUKOB CIIO-
cobcTByeT noctmkenuno agdekra B geueHur(Heynaxun E.B. u coagt., 2000).

Meaukamentro3nas repanusstHHCTHanpasieHa Ha CTUMYIISIAIO KOJUIare-
HOOOpa30BaHUs, KOPPEKIMIO HAPYIIIEHUH CUHTE3a U KaTa0oimn3Ma TIMKO3aMUHOT-
JIMKAHOB, CTAOMIIN3AIMI0 MUHEPAIBHOTO 0OMEHa, yIIy4IIeHHEe OMOIHEPTeTHIECKO-
ro COCTOSIHUSI OpPraHu3Ma, KYNMHUpPOBaHUE MATOJOTHYECKUX CHMIITOMOB, JIEUYCHUE
acCOIMMPOBAaHHBIX 3a0oneBanuii U ocnokuenuit (Kagypuna T.U., u coast., 2009;

Poc. pex. HHCT B kapauosioruu. Jlnarsoctuka u jeueHue, 2013).
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Hapymienus pa3BuTUS COEJUHUTENIBHOW TKAHU BCIEACTBHE T€HETHUYECKU
U3MEHEHHOro (GuOpuiIoreHe3a 0O0YyCIOBIMBAIOT NMPUMEHEHHE CPEACTB, y4acT-
BYIOIIIMX B 0Opa3oBaHuU (pUOPpUILIT KOJUIareHa.

B xauectBe cpeocme, cmumynupyrowux koainacenooopazosanue npu HHCT,
PEKOMEHIYIOT aMUHOKHUCHOTHI L-mu3un u L-niponuH, nuackieand 300, conkoce-
pui (Poc. pek. HHCT B kapauonoruu. [IuarHoctuka u nedenue, 2013; Kagypuna
T.A., 2009).

CBOOOAHBIN TU3UH YYaCTBYET B 00pa30BaHUU MOMEPEUYHBIX CIIMBOK MPHU CO-
3peBaHUU KoJUIareHa, 00pa3yronuXcs IpU y4acTHH MEIbCOIepKallero pepMenTa
Iu3unokcuaasbl. [IponuH ABisieTCsT OCHOBHOW AMHHOKHUCIOTOM KOJUIareHa, €ro
KOHIIEHTpAIUsl B KJIETKE U Hainune KopakTopoB (pepMEHTOB BO MHOTOM OIpeJie-
JSI0T CHHTE3 MOJIHOLEHHOTO KOJUIareHa Ha CTaguu TpaHciauuu. MccienoBaHus
Kanypunoi T.M. mo Meraboinyeckod KOPPEKIHH OMOXUMHYECKUX HapylICHUMN
npu HHCT nokazanu B3anMOCBSI3b MEXKy CHUKEHHBIM COJIEPKAHUEM JIM3WHA
W/WJIU TIPOJIMHA B CHIBOPOTKE KPOBU U JITUTEIBHOCTBIO W/WIIH TSKECTBIO 3a00J1€Ba-
Hud. [IpensioxkeHHass aBTOpOM KOMIUIEKCHAs CXEMa JICUCHMS, BKIIIOYAKoIas TpU
Tana MeTabOoJIMYEeCKOM KOPPEKUMU C HCHOJIb30BAaHMEM Ha TpeThbeM JTame L-
Ju3uHa, L- mponrHa U XOHIPOMPOTEKTOPOB, MO3BOJWIA JOCTHYb CTAOMIN3allUN
COCTOSIHUSA Y OOJBIIMHCTBA MAIMEHTOB. [IpOAOIKUTENBHOCTD Kypca JICUCHUS BbI-
OupaeTcsi UHAWBUAYAIbHO, U B cpelHeM cocTaBiseT 2-4 mecsima. [locie mpose-
JIEHHOT'O JICYEHUS U CIIEIYIOIIETO 332 KypCcOM JICUEHUs MepepbhiBa B TEUEHUE 2 Me-
CSILIEB M O0JIee, MOBTOPSIOT KypC META00JINUYECKON KOPPEKIIUH.

ITnacknenun 300 - HEOMBUIIEMBIE COSIUHEHUS aBOKaJI0 M Maciaa 0000B cowu,
3aMeUIsieT pa3BUTHE JIETEHEPATUBHBIX M3MEHEHHU B XPSAIIEBOW TKaHU CYCTaBOB,
o0nafaeT aHAJbre3UpyUMM U IPOTUBOBOCHATUTENBHBIM 3 dextom. Ilpemapar
CTUMYJIMPYET CUHTE3 KOJUIareHa; YBEIMUYMBAET IKCIPECCUIO TPAHC(HOPMUPYIOIIETO
dakTopa pocta [3; B XOHAPOIHUTAX, 00JIa1al0MIero aHa00IuIecKuM 3PHEeKTOM, TEM
CaMbIM CITOCOOCTBYET pereHepaluu XpsIieBor TKaHHW; YCUJIMBAET CUHTE3 UHTUOU-
TOpa aKTUBATOPA IUIA3MUHOTEHA; PETYJIUPYET CUHTE3 MAKPOMOJIEKYJ MEXKKIIETOU-

HOT'O B€HICCTBA CYCTAaBHOI'O Xpslla MU ABJLACTCA CTUMYJIATOPOM CHHTC3a MaKpPOMO-
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JIEKYJT THUAJIMHOBOTO XPsIIia; MOJABIISET BRIPAOOTKY WHAYIIUPOBAHHBIX METAILIO-
npoTenHas (KoJjulareHasbl, CTpOMENIU31HA) U BOCHATUTEIbHBIX IUTOKUHOB (MHTEP-
aevikuna 1, nmpocrarmanauaa E,) (Kagypuna T.W. u coast., 2009) Kypc nedenus
nuackiiequaom 300 coctaBisieT 6 MecsILEB.

Conxocepuil - IEeMPOTEUHU3UPOBAHHBINA HATU3aT U3 KPOBU MOJIOYHBIX Te-
JISIT, COEPKAIIMN IUPOKUNA CIIEKTP HU3KOMOJIEKYJISIPHBIX KOMIIOHEHTOB KJIETOY-
HOI Macchl U ChIBOPOTKU. [Ipemapar yaydmaer TpaHCIOPT KUCIOPOAA U TITHOKO3bI
K KJIETKaM, HaXOSIIMMCSl B YCIOBHUSX TMIIOKCUH, MOBBIIIAET CUHTE3 BHYTPHUKIIE-
TO4HOro AT® U cnocOOCTBYET YBETUYEHHUIO JOJU a’dpOOHOr0 IIIMKOIM3a U OKHC-
JUTENBbHOrO (HochOpUIMPOBAHUS, AKTUBU3UPYET PENapaTUBHbIE U PEreHEepaTHB-
HBbIE MPOIECCHl B TKAHIX, CTUMYJIHPYET mpoiudepainuo ¢udpod1acToB U CUHTE3
KoJutareHa cteHku cocynoB (Kagypuna T.U. u coast., 2009).

BwmecTe ¢ KOJIareHOCTUMYIUPYIONIMME TpenapaTtaMi Ha3HAYalT Kogak-
mopwsl cunmesa xosnazena, Bkmodaromue suramunbl C, E, rpynmner B, makposiie-
MEHThI (Mar"uii, Kanpuu, Gocop, Kanuil) ¥ MUKPOIEMEHTHl (M€lb, LIMHK, Ce-
JIeH, KpeMHUH, 00p, MapraHeir).

Butamun C (ackopOuHOBasi KMUCJIOTa) HEOOXOAUM JiJIsi OMOCHUHTE3a KOoJlIare-
Ha W TPOKOJIJIAr€Ha, CTUMYIHpYyeT mpoudepaiuio ¢(udpo6acToB, UHTHOUPYS
KOJUTareHasbl, ClIOCOOCTBYET Hapsiay ¢ BUTaMUHOM P, conepskamum O6udiaBoHOU-
Ipl, cTabmnu3anuu MoJiekyisl kojuiarena. [lpu HHCT Buramun C npumensitor (B
cllydae OTCYTCTBUSI OKCATYpPUH U MOYe-KaMeHHOU 0oJie3HH) B Oonbiinx go3ax 0,5-
1,0-2,0 r B cyTkH B TeueHHe 3-4 HEETb.

Jns manupentoB ¢ HHCT HeoOXoauMBbIM MakpOAJIEMEHTOM SIBJISIETCS Mar-
HUM, y4aCTBYIOIIUNA BO MHOTHUX OMOXMMHYECKUX PEAKIUSAX, PETYTUPYIOMINX CHUH-
T€3 U KaTabOJU3M KOJUIareHa, SHEPreTUYECKU, MIACTUYECKUN U AIIEKTPOIUTHBIN
oOMeHnbl. C 11e1bI0 POPUIAKTUKH U JICUCHUS JAePUITUTA MATHUS IS YIIYYIICHUS
CTPYKTYpPbl COEIMHUTEIIbHOW TKaHW (aKTUBAlMs Mpoliecca CUHTE3a KOJIIareHa)
NPUMEHSIOT MarHuicoAep Kalue mpenaparbl B BUJI€ OPraHUYECKUX COEAMHEHUI:
JaKTaTa, IUTpara, MUa0JaaTa, opoTara, acnapruiata. OpraHu4ecKue CoJid MarHus

OTJINYacT BbICOKAaA a6cop6u1/m B XXCIYJOYHO-KHIICYHOM TPAKTEC: MUTPAT U acCliap-
51



ruHat—30-37%, oporat u jaktatT—38—40%, mumomar—43% (Saris N.E.L.etal.,
2000). KomOuHMpOBaHHBIE TIpENapaThl, COJEPIKAIINE MUI0JIAT U JIAKTAT MarHus, a
TaKKe MHPUAOKCHH — BuTaMuH Bg (Marue-Bg), OpoTOBYIO KHCIOTY M MarHui
(MarnepoT), pekoMeH1I0BaHbl K MpuMeHeHuto. Butamun Bg criocoGCTBYeT MoBBI-
IICHUIO BCACHIBAHUS MArHus B KUIICYHUKE, YIy4dIIAeT €ro TPAHCHOPT B KIETKU U
MPOLIECCHl BHYTPUKJIETOYHOTO HAKOIUICHUS, MOTEHLIHPYET (hapMaKoIOrHYeCKUue
a¢¢exts Mmaruuia.Marae BenpuMeHsI0OT B peKOMEHOBAHHBIX 10 BO3pacTy J03ax
(mmst B3pocCibIX 1o 2 Tabnerke win 1o 1 ammysne 3 pasza B JI€Hb), MIPOJIOJKATEIb-
HOCTD JICUEHHS COCTABIISIET OT 2-X/10 4-eX MECSIEB, KypCchl OBTOPSIIOT 2-3 pa3a B
roj (Paunn A.II. u coagt., 2008). MHOTOJIETHEE TPUMEHEHE MaruepoTa y mamu-
enToB ¢ [IMK noxkazano 3¢pekTuBHOCTH MpenapaTa B CHUXKEHUU CTEIEHU MpoJia-
OMpOBaHUS CTBOPOK, YIIYUIIEHHH OOILIET0 COCTOSIHUS U MUKpOUUPKYsiuu (Map-
ThIHOB A.U. 1 coaBr., 2012).

[{vHK, Meb, CENEH U APYTMe MUKPOIEMEHTBI Ha3HAYAKOT 110 MTOKa3aHUsAM B
cily4yae MOJTBEPKACHHS pe3yjbTaTaMu J1a0OpaTOPHOTO HCCIEAOBaHUS AepuuuTa
MUKPO3JIEMEHTOB.

Koppekyuss memabonuzma enuko3amMuHOIUKAHO8 OCYILECTBISIETCA XOH/I-
pouTHHA CyJIb(paTOM U TIIIOKO3aMHH cylibdaTom. [Ipenapatsl Ha3HAUYalOT B J03aX,
PEKOMEHyEMBIX IMPOU3BOAUTENSIMH, ITPOJIOJKUTEIBHOCTh Kypca JIEYEHUS! COCTaB-
asiet oT 3 o 12 mecsues (Kagypuna T.M.u coasr., 2010).

Mumnepanvroii oomer 'y mammentToB ¢ HHCT cmabunuzupyrom, npumensis
npenaparbl HOpMalIu3yloume KoHUeHTpauuio ¢ochopa m kanpuusa. IIpenapatsr
BUTaMHHA DuUrparT BaXXHYIO pojb B MOAJEPHKAHUU TOMEOCTa3a KaJdblUs U KOCT-
HOTO peMojenupoBaHus. HazHaualoT HATUBHBIC BUTAMUHBI U aKTHBHBIE METa0O-
auThl BuTamuHa D. B ciyuyae BbIABIEHHSI OCTEONOpO3a NPUMEHSIOT MpernapaThl
JICHIPOHOBOM, PU3EHIPOHOBOM, MOAHIPOHOBOM KHCIIOTHI, CTPOHIIUS pPEHEaT.

Pe3ynpTaThl HccieqoBaHUN CBUAETENBCTBYIOT O CTPYKTYPHBIX HapyILIEHUSX
cepaeuHo-cocyaucrou cucremsl ipu HHCT, conpoBoxaatommxcsi BTOpUYHON MU-

TOXOHJIpUaNIbHOW HesocTaTtouHOCThIO (beno3epos KO.M. u coasr., 2011).
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C 1enbl0 Koppekyuu OuodHepeemuiecKko20 coCmosiHus OpraHu3Ma mpuMe-
HSIOT TIperapathl comepkamue Gocdopubie coemuuenus — GocdaacH, KOIHIUM
Q10, L-xapHUTHH, JICLIUTUH, SJIUKCUD SHTAPHOU KUCIIOTHI, a TaKKe MHJJIPOHAT
(Poc. pex. HHCT B kapnuonoruu. uarHoctuka u nedenue, 2013; Kagypuna T.1.,
2009).

docdaneH BXOIUT B COCTaB BAXHEHIIMX KOGEPMEHTOB, yYaCTBYIOIIUX B
aKTUBAIlMU (PEPMEHTOB, PETYIUPYIOMIUX OKUCIUTEIIbHO-BOCCTAHOBUTENIBHBIE MPO-
LECChl B KJIETKAaX U TKaHAX OpraHusma; spisiercss pparmentom AT®, ocyiecTs-
JSIIOIIEH YHAOTEPMUYECKUE PEaKiuu, 00eCIeUNBAIOIINE MBIIICYHYIO aKTHBHOCTD
u cunte3 Oenka. Kosuzum Q10 (Gmonorndeckn akTuBHas A00aBKa) SIBISETCS aH-
TUOKCUJAHTOM, MOCTABIIUKOM 3JIEKTPOHOB B [IbIXaTEIbHOM WEMH, YYaCTBYET B
TKaQHEBOM JIbIXaHUU, MOJJICPKUBACT TPAHCHIOPT Kajdblusl.KapHUTHH CTUMYIUPYET
METa0OJIMYECKUE MPOIIECChl, YUaCTBYS B PA3IMYHBIX 3BEHBSAX DHEPreTHUYECKOTO
oOMeHa, OKa3bIBaeT aHA00IMYECKOE, aHTUTUIIOKCUYECKOE JIEHCTBUE, CTUMYIUPYET
pereHepanuio.

MunapoHat® - CTPYKTYpHBIN aHalor ramma-OyTupoOeTanHa, BEIIECTBa,
MPUCYTCTBYIOIIETO B KaXJI0W KIJIETKE OpraHu3Ma denoBeka. MUIIpoHaT SBIsSETCS
YHUBEPCAIbHBIM LIUTOMPOTEKTOPOM C MEXAHU3MOM JCHCTBUS HANpaBJICHHBIM Ha
ONITUMM3AIMIO TPOIECCOB BHIPAOOTKHU M MOTPEOJICHUS KUCIOPOa, MPEeAoTBpalle-
HUE TMOBPEXKICHHUS KJIETOUYHBIX MEMOpaH, BO300HOBJIEHHE BHYTPHUKJIETOYHOIO
tpancnopra AT®, uHayknuio OHOCHHTE3a OETKOB, OTBETCTBEHHBIX 3a JHEPIo-
o0OecrieyeHne M COXPaHEHWE HWIIEMU3MPOBAHHON TKAHM PA3JIMYHBIX OpraHOB
(cepaie, rosioBHOM Mo3r, mepudepudeckre peruonsl).Koppekius meradosin3zmMa
muaponatoMm y namnueHToB ¢ HHCT mo3BonsieT coxpanuth CTPYKTYpy U GyHK-
M0 BHEKJIETOYHOro marpukca u kapauomuonutoB (Kamypuna T.M. u coabrt.,
2009).

MungpoHaT npuMeHsOT B karncynax 250 mr 4 pa3a B cytku unu 500 mr 2
pasa B CyTKH, JIMOO B BUAE UHBEKIMH (110 5,0 Mi BHyTpuBeHHO) B TeueHue 10-14

naHer. [IpogomKUTeIbHOCTD JeUeHUs cocTaBisgeT 4-6 Henenb, 1Mo 0,5-1 r B/B B Te-
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yenue 510 nuei, 3atem no 500 mr 2 pasza B cyTku BHYTpb | Mecau. Kypc nedenus
MOBTOPAIOT 2-3 pasa B roj.

Cumnmomamuyeckoe JieyeHue HAPABIICHO HAa YIy4IIEHUE KaueCcTBa KU3HHU,
3aMeJJIeHne TporpeccupoBanus u npeaynpexaenue ocnoxunennii HHCT. Jleue6-
HbIE MEPONPUATUSI 00YCIIOBICHBI JOMUHUPYIONIUMU KIMHAYECKUMHU TPOSBICHU -
MU CHHIpPOMA WM (PEHOTHUIIA.

IIponanc mumpanvno2o Knanaua

Ha3nauenure MenukaMeHTO3HOTO JICUEHUS 3aBUCUT OT CTENEHU Mpojaadbupo-
BaHUSl M CTENEHH MUTPAJIbHOW PErypruTaluu; MPOSBICHUN BEreTaTUBHOM aMC-
(GYHKIIMH, BO MHOTOM OIPEAETSIONINX CyOBEKTUBHBIC OIIYIICHHUS MAIlMEHTOB; Xa-
pakTepa HapylIeHUH pUTMa U HMPOBOJMMOCTH cepila; (yHKIHMOHAJIBLHOTO Kiacca
CEpACYHON HETOCTATOYHOCTH.

[Ipenapatamu BblOOpa B JseueHun mnauueHToB ¢ I[IMK sBusiorcs -
azpeHo60katopsl. bera-aapeHo010KkaTOPhl BBI3BIBAIOT KOHKYPEHTHYIO Osiokany [3-
aJIpEHOPEIENITOPOB MUOKAp/a, COCY/IOB M APYTUX OPraHOB M TKaHed. B pesynbra-
Te OJ10KaIbl B1-aJpEHOPEIENTOPOB MUOKAP/IA CHUKACTCS COKPATUMOCTh MUOKap/1a
u YCC, ymensbliaercss Bo30yJIUMOCTh BOAMTENS PUTMA, 3aMEUISIETCS CKOPOCTh
IIPOBEJICHUS UMITYJIbCa 10 MpoBoJsIel cucteme cepana. YMenbieHue YCC non
BIUSIHUEM [3-aipeHO0JI0KATOPOBOOYCIOBIUBACT YIJIUHEHUE UACTOJIBI U BpeMs
KopoHapHoil mniepdy3uu. IlpemapaThl TPOSIBISIOT AHTHUOKCHUJAHTHBIC CBOMCTBA,
YIIY4IIaloT METa0O0JIM3M MHUOKap/Aa 3a CUeT MHTHOMPOBaHUS BhIOpOCA CBOOOIHBIX
KUPHBIX KUCJIOT U3 KMPOBOW TKAaHU, BHI3BAHHOTO KarexonamuHamu. [lom neict-
BUEM [-aIpeHO0I0KATOPOB yiIydlnaeTrcs: (PyHKLHS JEBOro KeIyJouKa, YMEHbIa-
eTcsl pa3Mep €ro IMoJOCTU M yBEJIUYUBaeTcs (Ppakuusi BbIOpoca. BaxkHbiM cpenu
3¢ (deKToB mpenapaToB SBISETCS MOJABICHUE MPSIMBIX KapIUOTOKCHUUYECKUX BIIHSI-
HUI KaTeX0JIaMUHOB Ha MUOKap/I.

B cnyyae motpeOHOCTH B JOMOJHUTEIBHON Tepanuy Ha3HAYAIOT aHTUAPUT-
MUYECKHE Mpenaparbl COrJIACHO PEKOMEHAALUSAM IO JICYCHUIO KOHKPETHOTO Ha-

PYLIEHUS] pUTMA U TPOBOAUMOCTH.
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[IpemapaTsl Maruus NpH JUIUTEILHOM MPUMEHEHUH, YIydllas COCTOSHUE
COCMHUTENFHON TKaHH, HOPMAaJU3ysl COCYAUCTHIM TOHYC, (DYHKLHIO BEreTaTHB-
HOW HEPBHOW CHCTEMBI, YMECHBIIIAIOT CTENICHb MPOJIAOUPOBAHUS CTBOPOK U IMOBBI-
[IAI0T Ka4€CTBO JKU3HM MAIMEHTOB C MPOJIAicOM MUTPAJIHHOTO KanaHa.

Cumnromarnueckas tepanusi ipu [IMK Brurouaet nesarperantsbl (pu Ha-
PYILIEHUSX MO3TOBOTO KpPOBOOOpAIEHH ), aHTHOAKTePHAIbHBIC TIperapaThl CUTYya-
IIUOHHO C IIEJIbI0 MPO(HUIAKTUKH MPU BHICOKOM PHUCKE Pa3BUTHS MHPEKIMOHHOTO
DHJIOKAPINTA.

XUpypruyeckre MeTo/Ibl JJIEeUeHUs] MOKa3aHbl Npu Bbicokoi (0omnee 1) cre-
NEHU MUTPATBHOW PEryprUTallii, BO3HUKAIOIMIEH HEPEAKO NPU MHKCOMATO3e
CTBOPOK, AWJIATAIlMM M CUCTOJIMYECKOM TUCHYHKIMH JIEBOIO JKEIyJOUYKa CO CHHU-
»keHuem ¢pakiuu Beiopoca (o Cummncony — meHee 60%).

Pacwupenue u ouccexyus mopakanvHoi aopmoi

Bcem manumenTtam ¢ pacummpenueMm aopthl (6onee 50% HoOpMallbHOTO aua-
METpa coCyJa) PEKOMEHAYIOT Ha3HadeHHE [-aapeH0O0JIOKaTOpPOB B CTaHIAPTHBIX
7103aX JUJIsl BO3MOKHOT'O YPEXKEHUSI CKOPOCTH PACIIUPEHUsT KOPHS a0PThI, IOCTOSH-
Horo koHTpoist AJl (moanepxanue AJl cuctonuueckoro Ha ypoBHe 120, a B ciy-
yae aucceknun — 110 mm pr.ct.), HCC menee 60 yn/mun (Kmnacce |, ypoBens npoka-
3atenibHOCTH B). [IpenapaToM Bropoii muHuM siBasietcs naruoutop AIl® wium 61o-
KaTop perentopoB anruoTeHsuna |l — mo3apran (Knacce lla, yposens nokazarens-
HOCTH B), TpeTheli TMHUN — 6J10KaTOPBI KAIBIIMEBHIX KAaHAJIOB.

Pe3ynbTaThl KIMHUYECKUX MCCIIEOBaHUM Jlo3apTaHa B go3e 100 Mr/cyT npu
cuHapoMme Mapdana moka3any MpeoTBpaIlleHue PacIIMPeHHUs] TOPAKATbHON aop-
Thl HA YPOBHE KOPHS U CUHO-TYOYJISIPHOTO COE€AMHEHUS B pe3yJibTaTe MOAABICHUS
aKTUBHOCTH CUTHAJIBHBIX TyTed TpaHcPopmupyromero ¢akropa pocra
(BrookeB.S., 2008; Groenink M., 2013).

Xupypruyeckue METOAbl JICYCHHs] aHEBPU3MbI TOPAKAJIBbHON aopThl NpHU
cuHapome MapdaHa peKOMEHAYIOT Ui MPO(PUIAKTUKH pa3pbiBa U JUCCEKITUH TIPU
HIMpUHE a0opThl 60see S0 MM MJTK MIPU MEHBIIEM JAUAMETPe, HO YBEIMUEHUH MOKa-

3ateins Oosee 2 MM B rof (Tadn. ).Ilpu pasmepe aopthl 46 - 50 MM ornepaTUBHOE
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BMEIIIATeILCTBO BBIMOJHAIOT B Ciydae TsDKeJIou! | aopTaibHOM| | WM MUTpah-
HOM[] HEIOCTAaTOYHOCTH, IUIAaHUpyeMou| | OEpeMEeHHOCTH WM [aHHBIX Ce-
Meu [ JHOTro aHaMHe3a o pacciioeHuu aopthel. [Ipu cunapome Jlyuc-/lutia xupypru-
YeCKoe JICYCHUE PEKOMEHIYIOT MPU MUPUHE KOPHS a0pThl > 42 MM (110 pe3yJibTa-
TaM 3XOKapAHOrpaPUUecKOro MUCCICAOBAHUS) U TOJATBEPKIACHHOW MyTallud B Te-
Hax TpaHchopmupyroliero gakropa pocra P.

Tabmuma - [lokazanus Kk Xupyprudeckomy JiedeHuto aneBpusmbl aopThl (ESC

Guidelines 2010)

[Tokazarenu Kinacc YpoBeHb
JI0Ka3aTeJIbHOCTH

[TarueHTH! JOMHKHBIOBITEIIPOOTIEPUPOBA-
HBI, €CIMMAaKCUMAJIbHBIN IUaMETP KOPHS a0PTHI:

*> 50 MM I C
* 46-50 MM ecnu ecTh:

- CemeliHbIN aHAMHE3 pacclIO€HUE A0PThI WK I C
- [IporpeccuBHas guiatamus aOpTh> 2 | C

MM TOJI, KOTOopas

MIOJITBEPKIACTCS MOBTOPHBIM MU3MEPEHUEM HITH
- Tspkenast aopTajibHasl HIIM MUTPAJIbHASI PETyPrUTaIHs I
- [Inanupyemasi 6epeMEHHOCTh |
[Tokazanuem KoneparuusBiIsIeTcs TOT (PaKT, eCauapy- la
THCYACTHAOPTHI

>50 MM WM JUIIaTalus IPOTrPECCUPYET

elIelle]

*- pyKoBoAsIIMe TPUHLIMIIBI EBponeiickoil acconnanyy KapAUoI0roB JUIsl KiIallaHHOM 00Jie3HU
Cep/lia SIBISIFOTCS] CTPOTUMH ¥ PEKOMEHTYIOT TOJIBKO OJJMH TUaMeTp aopThl (45 MM) He3aBH-
CHUMO OT JPYI'UX pe3yJbTaTOB

3AK/IIOYEHHE

Hacrosiime HanmpoHallbHBIE PEKOMEHAAIIMU SBIISIOTCS IIEPBBIM IIaroM B
MIPOJIBIKCHUN B TIPAKTUYECKOE 3/IPaBOOXPAaHEHUE HAKOTUICHHBIX MHPOBBIM COO00-
mectBoM npodeccuonanbubix 3HaHnd mo HHCT. JluarHoctudeckuwe KpuTepuu
MIOMOTYT TMPAKTHYECKOMY Bpady pacro3HaBaTh MOHOTCHHBIE CHHAPOMBI U MYJb-
Th(akTopragbHble ()EHOTHUIIBI, UMEIOIINE OOJIBIIOE CXOACTBO IO BHEITHUM IIPH-
3HaKaM, HO OTJIMYAIONIMECS I10 BHUCIEPAJIbHBIM IPOSBICHUSAM W HapaCTaHHUIO

(YyHKUIHMOHATIBHBIX HAPYLIEHUN CEPACUHO-COCYIUCTON M JIPYTUX CUCTEM OpraHu3-
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Ma |, BCIEACTBUE TOTO, TIO IPOTHO3Y *ku3HU. McciaenoBanne heHOTUTIA W HACTIE-
CTBEHHOT'0 aHAMHE3a MPU MEPBOM 3HAKOMCTBE C MAIIMEHTOM, BBISBICHUE BUCIEPO-
MaTU U UX COOTBETCTBUE WJIM HE COOTBETCTBUE KPUTEPHUSIM M3BECTHOTO CUHPOMA
OTHOCSTCS K OCHOBHBIM MeTomaMm auarHoctuku HHCT. [l okoHUaTeIbHOTO Ou-
arHo3a MOHOT'€HHOT'O CHHApPOMAa MCCJEI0BaHHWE HEOOXOJMMO JOIMOJHUTH OMOXHU-
MHYECKMMU METOJAaMU M HAIpaBUTh MallMEHTa HAa MEIAMKO-TEHETHYECKYH) KOH-
cyJbraiuto. [IpuHIUIIEI TeYeHus, npeaioKeHHble B PekoMeHnanusx, HarpaBieHbl
Ha YJIYYIIEHHE CTPYKTYPbl COEAUHUTEILHON TKAaHU U KYIIMPOBAaHUE CUMIITOMOB. B
onmkaiimem Oynyiiem, HakorieHHble 3HaHus 1o HHCT u knmHnuyeckue uccneno-
BaHUS MO3BOJIAT CPOPMHUPOBATH JOKA3aTEIbHYIO 0a3y sl MPUMEHEHUS JEKapCT-
BEHHBIX CPEJICTB B JICUCHHHM HACJIEJACTBEHHBIX HAPYIICHUN CTPOSHUS U MeTabo-

JIN3Ma COEIMHUTEILHON TKaHU.

BaaromapHocTsh 3a MOMOIIE B pa3padOTKe HAIMOHAIBHBIX PekoMeHanuid:
npodeccopy 2.B. 3emuosckomy (Caunkt-Iletepoypr), mpodeccopy I'.1. Heuaeroii
(Omck), mpodeccopy T.U. Kanypunoit (Canxt-IletepOypr), npodeccopy UepHbi-

meBoi T.E.(MxeBck).
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I'JIOCCAPUI

AJmiens - 0JIHa U3 BO3MOXKHBIX aJIbTepPHATUBHBIX (POPM reHa. AHTUMOHIOJIO-
UIHBIA pa3pes3 I1a3 - OMYILIEHbI HAPY>KHBIE YTIJIbl IIa3HbIX LIEEH.

Apaxnomaktrias - (arachnodactylia; apaxno- + rpeu. daktylos maner; na-
y4bsl KUCTh), HEOOBIYHO JJIMHHBIE U TOHKUE TaJIbIIbI.

AyTOCOMHO-IOMHUHAHTHOE - TUI HACJEJIOBAHMS, TP KOTOPOM OJHOTO MY-
TAHTHOTO aJUIeNs, JIOKAJIM30BAHHOIO B AayTOCOME, JOCTATOYHO, YTOOBI OOJIE3Hb
(wnu Opu3HAK) MOTJia OBITh BBIpaXKEHA.

AyTOCOMHO-PEIIECCUBHOE - TUII HACJICIOBAHUS MpPU3HAKA WK 0O0JIE3HU, TIPU
KOTOPOM MYTaHTHBIA aljIeNb, JIOKAJU30BAHHBIA B ayTOCOME, TOJKEH OBITh yHac-
JIeZI0OBaH OT OOOUX POJUTEIEH.

BbpaxuaakTuiams - yKOpoueHHE MajblEB.

Bapukotene - Bapuko3HOE paclIpeHUe BEH IMUKA U CEMEHHOT0 KaHaTuka. [ ar-
JIOH]T - KJIETKA, COoJIep Kallasi OqUHAPHBIA HA0Op T€HOB WM XpoMocoM. ['unepre-
JIOPU3M - YBEIUYEHHOE PACCTOSHHE MEKy BHYTPEHHUMHU KpasMH IJ1a3HULI.

Heneuus - yrparta B pe3ynbrare myrtauuu cermenta JIHK paszmepom ot on-
HOTO HYKJIEOTHJA 0 CYyOXpPOMOCOMHOIO (PparMeHTa, BKJIIOYAIOLIEr0 HECKOJBKO
I'€HOB.

HonuxocreHomenus - (dolichostenomelia; nomuxo + rpeu. stenos y3kwit +
melos yacThb Tesa, KOHEYHOCTh)- TOHKUE UTMHHBIC KOHEUHOCTH.

Jonuxouedanus - npeodianaHue TpOJOJbHBIX Pa3MEpPOB TOJOBBI HaJ IO-
MePEYHBIMHU.

Nucepuus - BcraBka cermenta JJHK pa3zmepamu oT 0HOr0o HyKieoTHaa a0
CyOXpOMOCOMHOTO (hparMeHTa, BKIIOUYAIOIIET0 HECKOJIBKO T€HOB.

HNutpon - yuactok JHK, KOTOpBI SIBISETCS Y4aCThIO T€HA, HO HE CONECPKUT

uH(OPMAITUH O TTOCIIEI0BATETLHOCTH AMHUHOKHUCIIOT OeJKa.
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KOI[OH - ¢AuHHUIa I'CHCTHYCCKOIo KOJ4, TpOfIKa HYKJICOTHUJAHBIX OCTAaTKOB

(tpumiet) B_AHK nnu PHK, 00bIYHO KOIUPYIOMIUX BKJIIOUEHUE OJHON _aMUHOKHC-
JIOTBI.

KpannocrHoCTO3 - MpekIeBPEMEHHOE CpacTaHKE IIBOB Uepera.

Metio3 - nejieHue NOJIOBOM KIIETKH.

MrucceHc MyTanus - 3aME€Ha Ha Y4acTKe CTPYKTYPHOTO I'eéHa OJHOM HYKJI€O-
TUJHOM Maphl IPyroi mapoi, B pe3yJbTaTe Yero KOAUPYETCs BKIIOYEHUE B TOJIM -
MEeNTUAHYIO LIeNb "HenmpaBWwiIbHON'" aMUHOKUCIOTHL. [Ipu 3TomM B mosekyne JTHK
BO3HHUKACT HOBas ajlielib T'€Ha, MPOUCXOAUT MYTAllMOHHOE U3MEHEHHE (PEHOTHUIIN-
YECKOTO MPOSABJICHUS TPU3HAKA.

Mo3zauiusm - HaIMYMe y WHIMBHUAA KJIETOK ¢ ABYyMs M 0Oojiee BapraHTaMU
XPOMOCOMHBIX HAaOOPOB.

MonoreHHbie - 001€3HH, 00YCIOBJICHHBIC MyTallMeld WM OTCYTCTBHUEM OT-
JICIILHOTO TeHa.

MynbTudakTopranbHbIe - UMEIOIHME B CBOCH OCHOBE KaK INeHETHYECKYIO,
TaK U CPEIOBYIO KOMITIOHEHTY.

HoHceHc-myTanus - TouedHass myTanus B nocieaoBarenbHocTu JIHK, ko-

TOpas IIPHUBOAUT K IIOABJICHHUIO_CTOII-KOAOHA, B PC3YJIbTATC YCTO IIPOHUCXOIUT

MPEXKIeBPEMEHHAS]_ TEPMUHALIUS CHHTE3a HY)KHOTO OeJiKa.

HeHeTpaHTHOCTB - IIOKAa3aTCJIb 4aCTOThI (beHOTI/IHI/ILIeCKOFO IIPOABJICHUA_AJI-

JICJIA B IIOITYJIATIMH. HCHOJ’IBByeTCH JJIL OCHKHU CTCIICHH OIIACHOCTH ITIPOSABIICHUA Y

MOTOMCTBA HACJEACTBEHHOTO 3a00JICBaHUSI, WMEIOIIETOCS Y POJICTBEHHUKOB
BHEIIIHE 3JJOPOBOT0 YEJIOBEKA.

[Tomast cTona - nedopmarusi CTONBI TAKUM 00pa3oM, YTO BBICOTA MPOAOIb-
HOT'O CBOJIa YBEJINUMUBAETCS,

[TpoGaHny - MU0, ¢ KOTOPOTO HAYMHAETCSA COCTABICHUE POJOCIOBHOM.

[Iporepus - penkasi TeHETUYECKAsi aHOMAaJHs, BEAyIllasi K YCKOPEHHOMY CTa-

PEHUIO U IPEXKIEBPEMEHHON CMEPTH.
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http://ru.wikipedia.org/wiki/%D0%94%D0%9D%D0%9A
http://ru.wikipedia.org/wiki/%D0%A2%D0%B5%D1%80%D0%BC%D0%B8%D0%BD%D0%B0%D1%82%D0%BE%D1%80%D0%BD%D1%8B%D0%B9_%D0%BA%D0%BE%D0%B4%D0%BE%D0%BD
http://ru.wikipedia.org/wiki/%D0%A2%D0%B5%D1%80%D0%BC%D0%B8%D0%BD%D0%B0%D1%82%D0%BE%D1%80_(%D0%94%D0%9D%D0%9A)
http://ru.wikipedia.org/wiki/%D0%90%D0%BB%D0%BB%D0%B5%D0%BB%D1%8C
http://ru.wikipedia.org/wiki/%D0%90%D0%BB%D0%BB%D0%B5%D0%BB%D1%8C
http://ru.wikipedia.org/wiki/%D0%9F%D0%BE%D0%BF%D1%83%D0%BB%D1%8F%D1%86%D0%B8%D1%8F

Perpornatus - (retrognathia; perpo- + rped. gnathos uemnrocts) caBur Bepx-

HEW YeTI0CTH Ha3ajl IPU €€ HOPMaIbHBIX pa3Mepax.

PyOupl/cTpun atpoduueckue - pacTsHKKU Ha KOXKE, BOSHUKIINE B pE3ysbTaTe
VCTOHYEHHUS U YTPaThl 3JaCTUYHOCTH €€ BHYTPEHHHX CJIOEB U Pa3pyLICHUS ITyYKOB
KOJUIAr€HOBBIX BOJIOKOH.

CanpaneBuHas 1IETb CTONBI - YBEIIMYEHUE PACCTOSTHUE MEXKAY 1-M U 2-M
NaNblIaMU CTOIBI, IPUYEM 3TO PACCTOSIHUE AOHKHO OBITH OOJbIIE WU PaBHO IIH-
pHHE 2-TO IaJIbLA 3TOM K€E CTOIBI.

Crnadicuar - (ot anrin. Splice - cpamuBaTh WM CKJICHBATh KOHIIBI YeToO-
au00) - MPOIIECC BBIPE3aHUs OMNPECICHHBIX HYKJICOTHIHBIX MOCJEI0BATEIbHO-
creid u3 Mosekyn PHK u coeamHenus: mociaenoBaTenbHOCTEN, COXPaHSIOIINXCS B
«3penon» MoJieKylie, B xoae npoueccuara PHK.

CrutaiicuHroBasi MyTtanusi - MyTalMs, 3aTParuBarollasl CAWThl CIUIAMCHHTA
WIM CO3/1al0IIasi HOBbIE CAMThI CIUIACMHIa B MHTPOHHBIX 00JsacTAX reHa. Cruiai-
CUHIOBasi MyTalUsi COMTPOBOXKIAETCS JTMOO AeNIelUeld CMEXHOr0 ¢ MyTallUen IK30-
Ha, MO0 HEBBIPE3aHUEM COOTBETCTBYIOIIET0 MHTPOHA MPHU MPOLECCUHIE MEePBUY-
Horo PHK-tpanckpunra.

Tpanckpunt - mosnekyna PHK, obpa3yromasics B pe3ynbrare TpaHCKPUIIIUU
(aKCIpeccun COOTBETCTBYIOMIEro reHa wim ydactka J{HK).

@DEHOTHII - COBOKYITHOCTb IMPU3HAKOB UHANBUAYYMaA.

OnoKKyNIbI pagy’KKH - HEpaBHOMEpHAasl 3€pHUCTOCTb PaayKHOW 00O0JIOUKH
rjla3a BceACTBHE OOpO/IaBUaTOrO pa3pacTaHus MUTMEHTHON KalMBbl pajyXKu, U3
KOTOPBIX BO3MOKHO Pa3BUTHE IJIABAIOIINX KACT NIEPEAHEN KaMEPBI.

OK30H - y4acTOK I'€Ha 3yKapHOT, HECYUIMH TI'€HETUYECKYI0 HH(pOpMAIHIO,
KOJIUPYIOIIYIO CHHTE3 MPOAYKTa reHa (oenka).

OKCNPECCUBHOCTD - CTENEHb MPOSIBICHUSA B (EHOTHUIIE PA3IMYHBIX OCOOEi
OJTHOTO M TOrO € aJulelisl OINpPEAEICHHOro reHa. KoinuecTBeHHbIE MOKa3aTelu

OKCIIPCCCUBHOCTH U3MCPAIOTCA HAa OCHOBC CTATUCTUYCCKUX HAaHHBIX.
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OHo(raneMm - (0T Tpeu. en - B, BHyTpHu u ophthalmos - rna3), rmy6okoe mo-
JI0’KEHHE TTIa3HOTo sI0JI0Ka B TIa3HUIIE.
DONUKaHTYC - TOJYJIyHHas BePTHKAJIbHAsl KOXKHAsS CKJIaJIKa y BHYTPCHHETO

yIiia rJ1a3HOM IS, ITPUKPBIBArOIIasA CJIC3HOC MACHO.
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Ipunoxenne 1

ApaxHoJaKTH/IMA (TayKooOpa3HbI€ MaJbIbl) - JJIMHHBIE, TOHKHE MaJIbLIbI.
JlmarHocTupyeTcs ¢ MOMOIIBI0 KIMHUYECKUX TECTOB M pacueTa MeTaKapraabHOTO
uaaekca (MUN). Krunuueckue mecmoi AJie TUarHOCTUKHA apaxHOJAKTUIINH BKITFO-
JaroT:

1. Cxpunune-mecm «boavuioco nanvya» (Steinberg I). bonpmioii manerr yer-
KO YKJIAJbIBACTCs TIOTIEPEK JIAJOHA U B 3TOM IOJOKCHUH KOHIIEBOM OT/IEN HOITe-
BOH (paJTaHTH BBICTYIIAET 32 €€ yJIbHAPHBIN Kpail, He3aBUCUMO OT TOTO JOCTHUTACTCS
ATOT BBIXO/I C TIOMOIILIO UCCIIeoBaTENsI Win O0e3 Hee (puc. 1 a).

2. «Tecm zanscmesiy (Walter-Murdoch): manpieHT erko oxBaThIBacT 3aris-
CTh€ MU3HMHIIEM U OOJIBIITUM TAJBIEM, ITPU 3TOM KOHYHMK OOJBIIOTO TMajbla mepe-
KpBIBa€T BECh HOTOTh MATOTO Nasbla (puc. 1 6).

3. Anuna cpeoneeo nanvya kucmu npesviuiaem 10 cm.

s T

Puc. 1 a) TecT «00bII0TO TIATBIA» U 0) «TECT 3aISICThS»

Memaxapnanvholii unoexc onpenessioT Kak otHomrenue anunsl (R) 2, 3, 4,
5-0l1 MeTakapHaJlbHBIX KOCTEH Ha PEHTTeHOrpaMMe IMPaBOMl KUCTH K WX HIUPHUHE
(S) B Mmm: MU = [(R2:Sz) + (R3:Sg) + (R4:Sa) + (55:Ss)]:

4. HopmanibHbIN UHAEKC OT 9,5 110 8,0.

YMEpPEHHO BBIPAXKEHHOW ApaXHOMAKTHIMM COOTBETCTBYET MOKa3arenb §,1-
8,5, BeIpaxkeHHOM - 8,6-10,5.

Bricokoe apkoBHaHOE HEHOO - HEOO C OCTPHIM YIJIOM y BEPIIUHEI (pUC. 2).

Puc. 2 - ApkoBusnoe He00

I'unepTenopu3M - MIUPOKO paccTaBiICHHBIC TJ1a3a. KoJMuecTBEHHO OICHM-
BACTCs MO BEIIMUUHE Medcopoumanviozo unoekca (MH): MU = paccTrossHre MEX-
ny opoutramu (cM) x100 / OKpY>KHOCTB TOJIOBHI (CM).

Paccrosiare Mexy opOMTaMu - 3TO PacCTOSTHUE MEXIy BHYTPCHHUMH YT-
namu ria3. ['uneprenopusmy cOOTBETCTBYET MOKa3aTeb > 6,8.
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JedopmMannu rpyAHOH KJIETKH.

Boponxoobpasnas epyonas knemxa (ungynoubynapras ) epyoHas Kiemka,
«2py0b CanoMCHUKA») - BOPOHKOOOpa3HOE yriyOJieHUe HUXKHEH 4acTH TPYJIHON U
BEpPXHEH YacTu OPIONIHOM CTEHKHU C KpaTepooOpa3HbIM e(EeKTOM IpyJIMHBI U pe-
OepHbIX cousieHeHui (puc.3).

Puc. 3 - BopoukooOpasHast v kuiieBuaHast 1edopManus rpyIHON KIETKH

Kunesuonas oegpopmayus epyomnoii xiemku («Kypuras epyoby») XapaKTepH-
3yeTCsl YBEIMUEHUEM TMEPEIHE3aIHET0 pa3Mepa rpyJHON KIETKH C PEe3KUM BBICTY-
MaHueM TPyAUHBI Briepe (puc.3).

Jlo1uxocTeHOMeJINsl - YTOHYCHUE W Y/UIMHCHHE KOHEYHOCTEH, TOITBEpP-
KIAEMBbIE CIEAYIOIMMMH PaCuYeTHBIMU HHICKCAMHU:

CooTHoleHue JJIMHBI KUCTU K pocTy (cm) x 100>11%.
CooTHoIIeHUe JJIMHBI CTOIBI K pocTy (cMm) X 100>15%.

PaznocTh Mex 1y BeTMUMHAMH pa3Maxa pyK U poCcTOM (cM) >7cM.
CooTHoIIIEHHE BEPXHETO CETMEHTa Teja K HIkHemy (cM) - 0,85 1 me-

B

Hee.
5. Pasmax pyk/poct > 1,05 (puc. 4).
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Puc. 4 - [Ipu3Haku JOTUXOCTEHOMENNH - YIJIMHEHNUS] KOHEUHOCTEN

CrnenyeT y4uThIBaTh, YTO HUA OJTHO M3 ITUX OTHOILICHHUMN HE JJaeT TOYHOTO pe-
3yJbTaTa MNPy HATMYUHU TKEJIOr0 CKOJIMO03a WK Kudo3sa.

Jlnuna kucmu - paCCTOSIHUE MEXIY MPOCKIUEN MIMJIOBUIHONW KOCTH HA MPO-
JOJDKEHUE JIMHUM 3-U MACTHOM KOCTH JI0 CaMOW JUCTAJIbHOW TOYKH HOT'TEBOU (a-
JIAHTH 3-TO manbla.

J[nuna nneua - OT BBICTYMAIOLIETO Kpas aKpOMHUAIBLHOTO OTPOCTKA JIOMATKH
710 BEpXHEH TOYKHU T'OJIOBKHU JTy4E€BOU KOCTH.

Jlnuna eepxneil koneuHocmu - 3T0 PACCTOSTHUE, U3MEPSAEMOE OT BBICTYIIAIO-
HIEro Kpasi aKpOMHAJIBHOTO OTPOCTKA JIOMATKH A0 AUCTAIbHON TOYKHA HOITEBOMU
dananru 3-ro najsla.

Pazmax pyx onpenensieTcss Kak pacCTOSSHUE MEXIY KOHIIAMH HOTTEBBIX (ha-
JIAHT TPETHUX IMANBLIEB P OTBEICHNH PYK B CTOPOHBI Ha 90°, BKIIOUas MHPHHY
Tied.

Jlnuna cmonwel 1O TJIAHTOTPAMME - PACCTOSIHUE OT MATOYHOTO Oyrpa A0 KOH-
11a HOI'TeBOM (hajlaHru 2-TO Masblia.

Hoaunxouedanaus - npeobiiajaHie NPOJOJIHHBIX Pa3MEPOB TOJOBBI HAJ TO-
NepeYHbIMU, yITMHEHHas (hopma depena (puc. 5).

Jliist oObeKTUBU3aMK HAapyIIeHUH (OPMBI M TTPOMIOPIIMOHATILHOCTH JTUIEBO-
ro Yeperna UCToib3yeTcs «iuyesou unoexcy (JIN): JIN= mopdonorudeckas BbIcOTa
muna (cm) / ckynoBas mupuna (cM) x 100.

3nauenus ot 88,0 10 92,9% ykas3biBaroT Ha y3Koe, a MeHee 93% - odueHb y3-
KO€ JIULIO.
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Puc. 5 - JluneBbie nucmopduu:
a) peTporHaTtus; 0) aHTUMOHTOJIOUAHBINA pa3pes IJ1a3; B) JoauXonedams.

JlypanabHas 3kTa3us (puc. 6) - pacTsHKEHHE TBEPJOH MO3TOBOM 000JIOUKU
CIIMHHOTO MO3Ta, KOTOpas BBI3BIBACT Y3YyPaIMIO MOSICHUYHO-KPECTIIOBOTO OT/ENa
MO3BOHOYHOIO CTOJ0a (MeHuH-Touene). Juarnoctupyercs no ganaeiMm MPT wnn
KT.

Puc. 6 - JlypanbHasi 5KTa3usi 1 ¢ MEHUHTOIIENE (yKa3aHa CTPEJIKOW OeIoro 1BeTa).

IIpoxoabHOE NJIOCKOCTONMHE - YIUIOMICHUE TMPOJOIBHOTO CBOJA CTOIBI
(puc. 7).

JIJIsl OIICHKM CTCIICHU BBIPAXKCHHOCTH IIOCKOCTOIUS MOJKET OBITh paccyu-
TaH nodomempuyeckuul unoexc (IIN): [N = Beicora cromsl (cm) x100 / qiuHa cTo-
bl (CM).

Ornenka mogoMeTpuyeckoro mHaekca: 31-29 - HopmanbHbIN cBOM, 29-26 -
MMOHMKEHHBIN, 25 1 MEHEE - 3HAUUTEILHOE MIIOCKOCTOIIHE.
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Puc. 7 - IIpononapHOE TI0CKOCTOMNHE (2) M CXeMaTHIHOE
n300paxkeHre BaJIbI'yCHOM fedopMaliuu cTomsl (0)

Banberycnas nedopmanus (MeauaabHast pOTalus JOIBDKKN) JODKHA OIEHHU-
BaTbCS CIIEPEIU U C3aH, IPU ATOM CIIEAYeT OTJIMYaTh Ty (POpMy OT OOBIYHOTO
MJIOCKOCTOMHS 0€3 3HAUUTEILHOM BaJIBI'yCHOM JeopMaIiuu.

IIporpy3usi BepT/Iy:KHOM BHAJUHBI - IIPOJIABIMBAHUE)» JTHA BEPTIYKHOU
BIIaJIMHBI TOJIOBKOW O€IpEHHOM KOCTU B MOJOCTh Ta3za. PeHTreHorpadus B cTaH-
JApTHBIX TepeaHe3aHed U OOKOBOW MPOEKIUSAX SIBISIETCS BEAYLUIUM METOJIOM B
JTMArHOCTUKE MPOTPY3UOHHOTO JieheKTa BEPTIY>KHOU BIIaIUHBI (pHUC.8).

_ Puc. 8 - CxeMa peHTIeHOJIOTHYECKOM IMarHOCTH-
/ /_\ KM ¥ PEHTTEHOrPaMMa IPOTPY3HOHHOTO nedeKTa
BepTiIy)kHOM Briaguusel. (I.M. KaBanepckuii u co-

aBT., 2009) 1— moaB3A0IIHO-CEAATUIITHAS TUHUS

(J'II/IHI/ISI Koxepa); 2 — noaB3nouiHo-rpedeHuaras

N F\\ f\ JUHUSA, 3 — MeauaibHas CTEHKa BEPTIY>KHOU
L™ ,

/ BHAJWHbL, 4 — JIMHUS, COCOUHSIONIAS BEPIIUHBI

3 ' (uryp «cnesp»; 5 — yroia Mexay BepTUKAIbHOU

‘ ‘ JMHUEHN, TTPOXOAIIEH Yepe3 LEHTP pOTalUU To-

L\ 4 ! | JOBKM OEIPEHHOW KOCTH, U JIMHUEW, COCIUHSIO-

el [EeHTp poTalMHM ¢ HaumboJjiee JiarepalbHOM

TOYKOW KPBIIIM BEPTIYKHON BIIAJAUHBI B HOPME;

6 — yroa Mexnay BEpTHKaJIbHOW JMHUEH, MPOXOIAIIEH Yepe3 EeHTP pPOTaIlluu To-

JIOBKM OepeHHON KOCTH, W JIMHUEH, COCAMHSIONICH LIEHTP pOoTalluu ¢ HamOoliee

JaTepaibHON TOYKOW KPBIIIA BEPTIYKHOM BIAAWHBI IPU MPOTPY3UOHHOM JAe(eK-
T€.

Perpornarusi - cMenieHue (CIBUI) BEPXHEW YENIOCTH K3aJM MPHU €€ HOp-
MaJIbHBIX pazMepax (puc. 6a).

I'mneppacTsskMMOCTh KOKM - BBISBIISIOT 0€300JI€3HEHHBIM OTTSATUBAHUEM
KOXXHU Ha > 2-3 cM B 00JacTu ThUla KUCTH, Ha JIOy, HaJ HApYKHBIMU KOHIIaMU
KJIFOUMIT JTHOO BO3MOXKHOCTBIO (POPMHUPOBAHUS KOKHOU CKJIaJKK Ha KOHUYMKE HOCA.

Mbilie4yHble U3MEHEHHSI - OLICHUBAIOT MO COCTOSIHUIO MBIIIEYHON CHIIBI,
TOHYCa, OCAaHKH, HAIMYUIO aTpo(uu, Juactaza MBI, TPHIKEBBIX BHITITYUBAHUN
PAa3JIUYHOM JTOKATU3AIINH.

CK0J1103 MOXET OBITh JUATHOCTUPOBAH KIMHUYECKU MPU UCKPUBJICHUH TTO-
3BOHOYHUKA BO (DPOHTAIBHOU IJIOCKOCTH M ACHMMETPHH MEXPEOEPHBIX MpoMe-
JKYTKOB CJIEBa U cripaBa Ha 1,5 cM u 6onee (puc.9).
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Puc. 9 - Ckonuno3s I'pyaHOro oTaciia I0O3BOHOYHHKA

Ha pentrenorpamme yroa Ko66a (yron Mexmy JMHHUSIMH, IMPOBEACHHBIMH
BJIOJIb BEpXHCH IpaHUIIBI BEPXHETO IMO3BOHKA M BJIOJIb HMKHEH TUIACTUHBI HIDKHE-
ro TMO3BOHKA, OIICHUBAEMOTO yJacTKa B IepeaHe3agHell MPOEKIIMU) AOJKEH CO-
CTaBJIATh He MeHee 20°.
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Ipunoxenne 2

JlJisl olleHKH pa3MepoB KOPHSI a0PThl HA YPOBHe CHHYCOB BasbcaibBbl
UCIIOJI3YIOT HOMOTPaMMBI C YY4E€TOM JOIYCTUMBIX KOJI€OaHUW B 3aBUCUMOCTU OT
BEJMYMHBI MOBepxHOCTH Tena (puc.l, 2). M3smepenue nquamerpa IpoBOIST U3 MO-

IMCPCYHOTO Ox0KI '-ceueHnus B HapaCTepHaHBHOfI IIO3UIIHNH 110 ,HHHHHOﬁ OCH.

e

Pucynok 1 - Cxema u3amMepeHust KOpHs a0pPThI

A B C

AT U NOAPOCTKM  B3poC/ble < 40 neT  B3POC/bi€ >40 NeT

4,2 — 20 - 40 ner 4.4~

3,8} 4,01~

3,4 —'— 3v6

3,0 3,2~

b

2,6 i 285

5 2,4

Ll do 1 2280 Tl segesil >
04 08 12 16 20 1,6 20 2,4 1,6 20 24
Maowaab nosBepxHoCcTH Tena (M?)

Pucynok 2- Homorpammel [1u1s OLIEHKH Pa3MEPOB aOPThI
Ha YPOBHE CMHYCOB BasbcanbBbl

IIpoaanc MuTpanbHOro KJjaamaHa - corjacHo pekomengarusm AHA/ACC
(Bonow R. O. et al., 2008r.).IIMK nuarHocTUpyIOT B ciiydae IpOTUOaHUs CTBOPKU
MUTpaJIbHOIrO KianaHa > 2 MM. Beicokas yactota [IMK B nonynsauuu (10 98%) B

Pecnyonuke benapych, Poccuu npu mogoOHON KOJIMYECTBEHHOW OIEHKE IMOCHTY-
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JKWJIa OCHOBaHUEM [IJIs1 TIOBBIMICHUS mopora nposiadupoBanus. Ouenka [IMK, nHa-
YyHas ¢ MPOrudOaHus CTBOPKM MUTPAJILHOTO KilarmaHa 3 MM, npuHsaTa B Pecrny0iu-
ke benapyck u, no MHeHuro 3emioBckoro J.B. u Manesa O.I'., 2014 r., B a3TOM

ClIy4ac 94aCToTa COOTBCTCTBYCT Hpe,HCTaBHeHHOﬁ B 3aPY6C)KHLIX HCTOYHHKAX.
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