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I[nybokoyBaxkaembie KoJLiern!

IIpoGnema AMArHOCTUKM HACAEACTBEHHBIX HapyIIeHUi (OUCIUIa3uii) CTPYKTYpbl U (DYHK-
uuu coeaunutenbHoit TkaHu (HHCT) saBnsgercs ogHoi U3 caMbIX CJIOXHBIX B MEAULIMHCKOMN
HayKe B II€JIOM ¥ B KapAMOJOIMH B YACTHOCTU. B peKOMeHAAIUAX U3JI0XEHBI U3BECTHBIC IO~
XOIbl K AMarHocTMKe OCHOBHBIX MOHOreHHbIx HHCT, aaroputmbl pacrio3HaBaHMsI KOTOPBIX
CErofHs YK€ COIJIaCOBaHbI AKCMepTaMu. ABTOPHI OOOOIIMIM OMBIT AUATHOCTUKU W JICYEHUS
Hau0oJiee PacIpOCTpaHEHHBIX CHMHIPOMOB M (DeHOTUIIOB. BIOJHE MOHATHO, YTO B paMKax
MpeularaeMbIX peKOMEHIAIMI He CMOTJIM HaliTH MECTO BCE aCTEeKThI 3TOM CJI0XKHOM MPOOJIEMBI,
HOCSIIIE MeXIUCIMITMHAPHBIN XapakTep. OUeBMIHO, YTO B AajbHEMIIEM OoTpedyeTcs pa3pa-
00TKa peKOMeHIAlMi Al Bpauell pa3lMYHBIX MEAMIMHCKUX CIIEHUAJbHOCTEN, B KOTOPBIX
OyayT OTpaxkeHbI COBPEMEHHBIE MPENCTaBICHMS 00 OCOOEHHOCTSIX TMATHOCTUKM W JICUCHUS
JTUCIIACTUYECKUX CUHIPOMOB U (DéHOTUIIOB B KapAMUOJIOTUHU, TTyJIbMOHOJIOTUH, TeMATOJIOT UM,
XUPYPTUU, OPTOTIEANN U IPYTUX 00JacTsIX MeAUUMHBL. CeroaHsl MpencTaBieH MEePBBI TOKY-
MEHT, TIpUOJIKAIONINI K PEHICHMIO 3TOM KpaiiHe BaXXHOM sl MPaKTUIECKOTO Bpaya 3al1ayu.
[To3BoJIbTE BBHIPA3UTh HAAEXKIY, YTO pa3pabOoTaHHbIE PEKOMEHIAIIMM TTOMOTYT MPAaKTHYECKOMY
Bpavy pa3o0paThCs B 3TOM CJIOXKHOM MpobdiieMe.

IIpe3unentr BHOK,
Axanemuk PAMH P.I'. Oranos

© BCEPOCCHHCKOE HAYYHOE OFI[ECTBO KAPJTHOJIOIOB

[Mpu uTMpOBaHUM TaHHOTO MaTepHalla CChUIKa Ha ITyOJIUKaIuio

B XKypHaJie 00s13aTeTbHa.
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CnmcoK COKpamieHHii M YCJIOBHBIX 0003HAYEHHIT

AJl — apTepuaibHOE TaBJIeHNE

AJIT — ayTOCOMHO-IOMWUHAHTHBIN TUTI

AMIIIT — aHeBpHU3Ma MEXIpPeACEPIHON MEPErOPOIKHU
APT — ayTOCOMHO-peLIeCCUBHBII TUIT

ATAK — acuMMeTpus TPeXCTBOPYATOTO A0PTAIbHOTO KJla-
raHa

ATJIX — aHOManbHbIe TpaOEeKyJIbl IEBOTO XKeayJ0uKa
BAJl — Guonornyecku akTUBHBIE J00ABKU

BJ1 — BeretatvBHast AMCHYHKLIMS

BHOK — Bcepoccuiickoe HayyHOE OOIIECTBO Kapauoio-
TOB

BHC — BereratuBHast HepBHasl cuctemMa

BC — BHe3amHast cMepTh

BCC — BHe3amHast cepyieuHas CMEPTHOCTb

TATl" — mMKO3aMUHOTJIMKAHBI

I'MC — runepMoOMIbHOCTh CYCTaBOB

I'OIl — rugpoxcunponux

JNHK — ne30kcrupubOHYKIEMHOBAS KUCIOTA

JACT — nucrniasust COeMUHUTENbHOM TKAaHU

NOxoKT — nonmnepaxokaparorpadust

KT — xoMmmnbloTepHast Tomorpadus

JIX — neBblii Xenynouek

JITT — neBoe npencepaue

JIXJIK — ioXXHbBI€ XOpAbI JIEBOTO XeENya0uKa

MAP — Masible aHOMaJIUU Pa3BUTHS

MAC — maible aHOMaJINH cepaia

MB — mapdaHouIHass BHEITHOCTh

MJI — MuKcoMaTO3Has AeTeHepalus

MKB-10 — wmexnynapomHasi knaccudukanus Ooje3Hen
(10 mepecmoTp)

MMII — MaTpr4Has MeTaJIONpOoTerHAa3a

MII® — mMaphaHOTIOTOOHBI (heHOTHUIT

MP — MuTpanbHas peryprutauusi

MPT — mMarHUTHO-pe30HaHCHas ToMorpadus

HACT — Heknaccubuumpyemble AWUCIUIA3UU COETUHU-
TEJIbHOM TKaHU

HK® — neknaccucbunmpyemslii peHoTUT

HHCT — HacieacTBeHHbBIe HapyIICHUS COSTMHUTEIbHOM
TKaHU

HO — HecoBepIieHHbII ocTeoTeHe3

00O — oTKpHITOE OBAILHOE OKHO

OIT — okcumnponuH

MJIC — moBbIIeHHAsT AUCTITIACTYECKAsS] CTUTMATU3ALIMS
MICB — moBbITIeHHAST AUCTUIACTUYECKAST CTUTMATU3alVS,
TIPEVMYIIECTBEHHO BUCIIEPATbHAS

IIMK — mposanc MUTpaIbHOTO KJIalaHa

ITP — nmopok pa3Butus

IITK — nponanc TpMKyCNUIAIBHOTO KJIalaHa

P® — Poccuiickas Denepanus

CBJl — cuHIpOM BereTaTUBHOM TUCHYHKIINN

CI'MC — cuHIpOM TUTIEPMOOWIBHOCTY CYCTaBOB

CM — cunapom Mapdana

CC3 — cepneuHO-COCYONCTHIEC 3a00I€BaHMS

CCO — cepneuHO-COCYINCTHIEC OCTOKHEHMS

CT — coenuHUTENTbHAS TKAHD

C® — cMenraHHBIN (DEHOTHIT

COI1 — cunnpom Dnepca-Ilanno

Y3W — ynbTpa3BykoBOE UCCIeIOBaHME

OI1 — pubpussauMs npencepauit

®P — (pakTop pucka

XCH — xpoHuueckas cepeyHasi HeJoCTaTOYHOCTb

IHHC — uenTpanbHast HepBHas cucTeMa

YCC — yacToTa cepieyHbIX COKpaIIEHU

OKT — anekrpokaparorpamMmma

BID — snepcononodHbIi heHoTur

ACC — American College of Cardiology

AHA — American Heart Association

MASS-denornn — akponnm: Mitral valve, Aorta, Skeleton,
Skin

MIM — Mendelian Inheritance in Man (MeHaenupyoiue
HacJieyeMble COCTOSTHUS YeJIOBeKa)

OMIM — MIM online

RO6 — penrreHorpadust

TGF-B (transforming growth factor-f) — pocroBoit ¢ax-
TOp

TNXB — tenacuuya XB

B-Ab — 6eta-anpeHOOI0KATOPBI
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Bsenenue

HacnencrBeHHBIe HapyleHUs CTPYKTYPH M (PYHK-
unu coenmHutenpHoit Tkanu (HHCT) mmupoko pac-
MIPOCTPAaHEHBI; 3HAaHNE OCHOBHBIX IIPUHIIUIIOB UX JIHA-
THOCTUKM U JICYSHHUST HEOOXOAMMO BpayaM CaMBIX pa3-
HBIX cnenuaibHocTeil. ColnanbHas 3HAYMMOCTD Kap-
MHUOJIOTUYECKUX ACMEKTOB 3TOW MpoOseMbl 0COOEHHO
BBICOKA, YTO IOCIYXMJIO OCHOBAHMEM IUISI MHUIIMATH -
BbI ceKLMM Bcepoccuiickoro HayuyHoro o01ecTBa Kap-
nuonoroB (BHOK) “Iucmimaszuym coequHUTEIbHOMI
TKaHU cepala” 10 MOATOTOBKE HAIIMOHAJbHBIX PEKO-
MmeHpgauui. bBwuim co3maHbl KomuTeT 3KcneproB
u Paboyad rpynna mjs mOATOTOBKM NMPOEKTa HACTOSI-
wux pexkoMeHmanuii. IIpoekT pekomeHmauLuil ObLI
pasocnad skcnepram 1o Bonpocam HHCT. B ganbHeii-
mweMm PaGouast rpynma ¢ yyeToM 3aMe4YaHUIl U IIpen-
JIOXKECHUI TOATOTOBMJIA MOKYMEHT ISl YTBEepPXICHUS
Ha PoccuiickoM HallMOHaJIbHOM KOHTPeCcCe KapauoJio-
TOB.

OCHOBHBIMHU JOKYMEHTAMU IIPH ITOATOTOBKE PEKOMEH-
AWK TTOCTYXKWIN:

e bepnuHcKast HO30JI0THS HACIeACTBEHHBIX HAPYIICHUIMA

coeanMHuTeIbHOM TKaHu, 1988 [22].

e MexXnyHaponHble PEKOMEHIALMM II0 JUATHOCTHUKE

cungpoma Mapdana— “ITentckme kpurepun”, 1996

[27].

e MexXnyHapoIHble PEKOMEHIALNM II0 JUATHOCTHUKE
cuHapoma Dnepca-danio, “BunibhpaHickue Kpure-
puu", 1998 [23].

e MexXnyHapoIHble PEKOMEHIALNM II0 JAUATHOCTUKE
CHUHApOMA TUIIEPMOOMIBHOCTH CYCTaBOB—
“Bpaittonckue kputepun”, 1998, ¢ mociemyroreit
nx pesusueit, 2000 [33].

e PyKOBOICTBO IO JIUCHHUIO MALIMEHTOB C KJIallaHHBIMU
6one3Hsamu cepmua, 2006 [20].

e AHanuTu4deckuii 0630p “JucriacTuyeckye CUHIPOMBI
u deHorunsl. Jucrutactuyeckoe cepaue”, 2007 [1].
Hactosimue pekoMeHIalnuy He CTaBSIT LEIbI0 M3JI0-

XeHHMe BceX acmeKToB cioxHoil mpoosembr HHCT.

B HUX OTCYTCTBYIOT maHHBIE O AECSATKaX CUHIPOMOB,

KOTOPHIMH 3aHMMAIOTCS Bpayd CaMBIX Pa3HBIX CIICIH-

aJIbHOCTEHi— OT OPTOIIENOB M XUPYPIOB IO TeMaTOJIOTOB

U cToMartonoroB. IlepBrie HAllMOHAJIBHBIE PEKOMEHIA-

LM TIPU3BaHBI TIOMOYb BpadaM Pa3IUIHBIX CIICIIMAJIb-

Hocteit B onpenenenny HHCT, yuuduumposath moaxo-

IbI K TMaTHOCTUKE HanboJiee pacIpoCTpaHEHHBIX TUCTI-

JIACTUIECKUX CHUHIPOMOB M (DEHOTUIIOB, CPABHUTH

MMOJTy9eHHBIC Pa3TUIHBIMHU UCCIEIOBATEIIMM PE3yIbTa-

Thl. EcTecTBeHHO, 4TO peKoMeHIaluu OyayT coBep-

IIEHCTBOBATHCS 110 MEPE HAKOILICHUS] HAyYHBIX 3HAHUM

U TIPAaKTUIECKOTO OITBITA.

2. OnpeneneHue TMIOHITUM U MPUYMHBI HACJIEICTBEHHBIX HAPYLLIEHUIA

COCIMHUTEJIbHOM TKAHU

BaxxHbIM yc10BUEM 1151 KOOPIMHUPOBAHHBIX UCCIIEN0-
BaHuii mo mnpooneme HHCT gapBnsgercs coriacoBaHue
MTOHATUITHOTO armapaTa, UCIOIb3yeMOTO B IPOIecce AMa-
rHocTuku. CrenyeT ymoTpeOsiTh CIAEOyIONIe TePMUHBI
U Ae(UHULNHA.

HacnencTBeHHBIe HapylIeHWS COCIMHUTEIbHOU
TKaHM— TeTepOreHHasI IPyIIa MOHOTEHHBIX 3a00JIeBAHMIA,
00YCJIOBIIEHHBIX T€HETUYECKUMU AedeKTaMM CHHTe3a U/
WM pacrmajga OelKOB BHEKJICTOYHOTO MaTpHMKca JHMOO
HapylleHrueM Mop@doreHe3a COCIUHUTENIBHON TKAaHU
(CT).

Hucnnazuu coenuuutenbHoit Tkauu (JICT)— HHCT
MYJIBTU(HAKTOPUATBHON TIPUPOIbI, 00bEeMIUHEHHBIE B CUH-
JIPOMBI ¥ (PEHOTUITHI Ha OCHOBE OOILTHOCTH BHEIIHMX U/
WM BUCIEPATbHBIX NMPU3HAKOB M XapaKTepU3yIOLIUecs
MHOTroo0pasueM KJIMHUYECKUX MPOSIBJICHUI OT J00poKa-
YECTBEHHBIX CYOKIMHMYECKMX (OPM IO TOJIMOPraHHOM
Y TOJIMCHCTEMHOM MaTOJOTUU C MPOrPEIMEHTHBIM Teue-
HUEM.

Marnbie aHomanuu pa3sutus (MAP) — BpoxXaeHHBIE
OTKJIOHEHUSI OPraHOB OT HOPMAaJbHOTO aHATOMUYECKOTO
CTPOEHUSI, HE CONMPOBOXMAIOIIMECS KIMHUYECKU 3HAYM-
MBIMU HapyuieHussMU ux @yHkuuu. Yacte MAP ucuesaer
C BO3pacTOM, Apyras Ipu ONpeaeeHHbIX YCIOBUSX CIIO-
co0Ha CTaTh MIPUYMHON Pa3BUTHUSI NATOJIOTHH.

ITopoxku pazsutug (ITP)— rpydoe OTKJIOHEHUE aHATO-
MUYECKOTO CTPOCHMsI OpraHa OT HOPMaJIbHOTO, KaK Ipa-

BUJIO, IPUBOJISIIEE K KIMHUYECKU 3HAYMMBIM HapyIIeHU -
SIM €10 (PYHKLIUM.

B ochoBe pazsButusg HHCT nexar myTaluu TeHOB,
OTBETCTBEHHBIX 332 CUHTE3 WJIM pachag KOMIIOHEHTOB 3KC-
TpauemonsgpHoro marpukca CT. UM3BecTHa Oosbluas
rpynna moHoreHHbIX HHCT, conpstkeHHBIX ¢ MyTauuei
IeHOB 0€JIKOB BHEKJIETOYHOTO MaTpuKca (KOJUIareHbl pa3-
JIMYHBIX TUIIOB, (GPMOPWIUIMH, TEHACIIMH), TCHOB PELICTITO-
PpoBpocToBbIX pakTopoB, ByacTHocTH TG F-f (transforming
growth factor-f) M MaTpUYHBIX METAJUIONPOTEUHA3
(MMII).

MyTaiuu 3TUX reHOB IPUBOMAST K Pa3BUTUIO MHOXEC-
8a HHCT, uyucno xotopwix cerogHsa > 250 [4].
BONBIIMHCTBO M3 3TUX CHMHAPOMOB BCTPEYAIOTCSl BEChbMa
penko. Peus uner o cunapomax Mapgana (CM), Drepca-
Hanno (CB]I), HecoBepiueHHOM ocTeoreHese (HO) u MHoO-
rMx ap. B MX ocHOBe jiexXaT M3BECTHBIE MOHOTICHHBIE
nedeKThl SKCTPpale/UTIONSIPHOIO MaTpuKca, HacjaeayeMble
MIPEUMYILIECTBEHHO 110 ayTOCOMHO-IOMMHAaHTHOMY (A/IT)
WJIM ayTOCOMHO-perieccuBHOMY (APT) Tvmam.

IToscemectHoe Hanmuue CT genaeT MOHATHBIM pa3Ho-
00Opa3ue MaToNIOTMK, CBI3aHHOM ¢ ee nedeKTaMu, 1 ITOBbI-
LIEHHBII MHTEPEC K 3Tl IpobJieMe CIIealIuCcTOB, pabo-
TaIOIIUX B CAMBIX Pa3HBIX 00JIaCTIX MEIUIIMHBI. MHOTHE
HHCT 3apeructpupoBansl B 6aze naHHbix OMIM (Online
Mendelian Inheritance in Man) HauuonanbHoro LleHTpa
CIIA 1o BompocaM OMOTEXHOJOTMYECKO MH(pOpMaLIMU
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(web-ctpanuna: http//www. nim.nih.gov/ Omim/
searchomim. html).

JuarHocTtrka OOJIBIIMHCTBA AUCILIACTUYECKUX CUH]I-
POMOB 1 (DEHOTHUTIOB COTIPSIKEHA C TPYIHOCTSIMU, KOTOpPbIE
BO3ZHMKAIOT M3-3a CXOJICTBA UX CUMIITOMOB U KJIMHUAYEC-
Kux mposgBieHuil (overlap connective tissue disorder)
[10,24]. K nmpumepy, Tpu3HaKK TUTIEPMOOMIBHOCTH CYCTa-
BoB (I'MC) saBnsioTcs OOMIMMU A1 TaKMX Pa3IUYHBIX
KJIacCu(UIMPYEMbIX HACIEACTBEHHBIX 3a00J€BaHUI Kak
CM, CB/1 u HO [16,38]. Ipoarnc MUTpaJbHOTO KiIaraHa
(ITMK) MOXHO BCTpPETUTh MPU BCEX MEPEUYUCTCHHBIX
HACJIeACTBEHHBIX CUHIPOMAX, HO Yalle OH SIBJISIETCS CaMO-
CTOSITCITHBIM HACJICACTBCHHBIM 3a001eBaHmneM [40].

Hanpotus, upe3BbiuaiiHo Beauko Konudyectso HHCT,
TPYNIMPYEMBIX B CXOIHBIE 1O BHEUTHUM W/WJIN BUCIIE-
paJIbHBIM TIPU3HAKAM CHUHAPOMBI U (PEHOTUITBI, UIEHTHU -
uMpoBaTh KOTOpBIE W3-3a TPYAHOCTEN BBITIOJHEHUS
MOJIEKYJISIPHO-TEHETUYECKUX HUCCIEIOBAHUNA, C OZHOU
CTOPOHBI, ¥ IOJIMTEHHO-MYJIBTU(aKTOPUATBHOM TIPUPOIBI

3TUX COCTOSIHUH, C IPYTOi, YaCTO HE TPEACTABISIETCS BO3-
MoxHbIM [2]. Takue HHCT cnenyer Ha3biBath ICT.

Hnst nuarHocTuku Haumbosnee wusyyeHHbix HHCT
HCTIONB3YIOTCSL COIIAaCOBAHHBIE KPUTEPUM, O3HAKOMUTH
C KOTOPBIMUM HIUPOKUIL KPYr MEOUIIMHCKON OOIECTBEH-
HocTh Poccur— ofnHa M3 3aa4 HACTOSIIIMX PEKOMEHMA-
1wmii. IpyruMu 3a1ayaMu SBIISIIOTCS CUCTeMAaTU3alus TIPU-
3HaKOB (MapKepoB), JIEXAIIUX B OCHOBE AMATHOCTUKU
mo6six HHCT, u npencraBnenue npuHATHIX B Poccuiickoi
Oenepanu (PD) anropuTMoB TUATHOCTUKK OTHEIBHBIX
CUHAPOMOB U (PEHOTUITOB B COOTBETCTBUM C MPU3HAHHBI-
MU B MUDE.

ITockonbKy neTaqbHOE W3yYeHUE BCEX MPU3HAKOB
HHCT wu4pe3BblyaiiHO TpPyAOEMKO, a WCIOJIb30BAHUE
WX TIOJHOTO CIMCKA HEBO3MOXHO [UISI MPAaKTUYECKOTO
MPUMEHEHUS, TPUOPUTET OTIAH MapKepaM C HaubobIIei
JIMaTHOCTUYECKO 3HAYMMOCTBIO U UCIIOJIb3YEMBIM B OITy0-
JIMKOBAHHBIX PEKOMEHJAIUSX MO TUarHOCTUKE Hanbosee
nsyuyeHHbix HHCT.

3. IlpyHUMNBI JUATHOCTUKU HACJIEACTBEHHBIX HAPYILLIECHU M

COEJIMHUTEJIbHON TKAHU

3.1. O0muMe NPUHIMIbI JUATHOCTUKH

O61me noaxoas! K nuarHoctuke HHCT nosmxHbI ObITh
OCHOBaHbI Ha KOMILJIEKCHOM aHAJIU3€ PE3yJIbTaTOB KJIMHU-
YeCcKMX, TEeHEeaJOTUYecKUX, J1abopaTOPHO-UHCTPYMEH-
TaJIbHBIX U MOJIEKYJISIPHO-TEHETUYECKUX UCCIEAOBAHUMA.

KimHuyeckoe obciieioBaHNe MpeaycMaTpuBaeT yrod-
HEHMe Xaiob naiueHTa, cbop HacAeICTBEHHOTO U CeMeli-
HOTO aHaMHe30B, (QeHOTUNUYecKoe U (Qu3MKaaibHOE
uccienoBaHus. Ype3BblualiHO BaxKHO 00CI€A0BaTh CEMBIO
MalKeHTa, YTO MO3BOJISIET MOATBEPAUTh HACIENCTBEHHYIO
MpUpoRy OOHAPYKEHHOW MaTOJIOTUH.

JlabopaTopHble KCCIENOBAHUS COAEPXKAT BaAXHYIO
uHbopManuio Wi oueHku Mmetabonusma CT. Haubonee
JOCTYITHA IS TIPAKTUYECKOTO MPUMEHEHMSI OMOXMMUYeC-
Kas oleHKa ypoBHs runpokcunpoauna (I'OIT) B buonoru-
YeCKMX XUAKOCTSIX: KPOBb, MOYA, KeJTyIOUHBIi COK, CHHO-
BUAJIbHAsI XUIKOCTb YW TMp. AHaau3 Ha CcofiepXaHue
B cyTouHoi Moye okcumnpojuHa (OIT) unu I'OIT u ruko-
3amuHornukaHoB (IAl') npenmonaraet cobtoneHue 60b-
HBIM B TeUeHUe 3 PeAIeCTBYIONINX CYTOK IMETHI U UCKITIO-
YeHUe MpruemMa HEKOTOPBIX JIEKApCTB. YPOBEHb CBOOOIHO-
ro ['OIl cayxuT MapkepoM MpoLEecCOB AECTPYKIUU KOJI-
JareHa, a nentuaocBsa3anHblii ['OIT oTpaxaeT kak mpo-
LIECCHI paclaja, Tak 1 0MoCHHTe3a KoytareHa. s aHanm-
32 MpoLECCOB OMOCHHTE3a KOJUTareHa NCMOJb3YIOT KO3(-
urment cBobomublii/mentunocsszanubiii [OIl. TAT
MOTYT CIY>XKUTb MapKepaMu IMPOLIECCOB pacmaaa MpoTeo-
TJIMKAHOB. BaXXHO MOMYEpKHYTh, UYTO HA3BaHHbBIE Mapa-
METPBI HE SIBJIIOTCS CMIEIIM(UYHBIMU.

OCco00EHHOCTSIMU MUHEPAJIbHOTO MeTabonu3Ma Mpu
HHCT xocTHOI TKaHU SIBASIOTCS: yBEIMYEHUE YPOBHS
dochopa mpu HOPMaAIbHON KOHIEHTpAUUU KaJbLMS
B CBIBOPOTKE KpoBU. [IMCHYHKIUS KaJbIUII-PETyInpylo-
IIMX TOPMOHOB (TIAPATUPEOUIHBI W COMATOTPOITHBIIT)

BbIsIB/IEHA TpeumyliecTBeHHO y XeHiuuH ¢ HHCT. [Ina
JCT xapaxkTepHo c1abo BbIpaxkeHHOe MpeodaagaHue mpo-
1IeCCOB pe30pOLMK Haja KocTeoOpa3zoBaHueM. bojee 3Ha-
YMTENbHbIC HApyLICHUSI Pe30pOLMU KOCTHON TKaHMU,
TUMUYHbBIE IS “OCTEONEHUM U OCTEO0Iopo3a”, oOHapyXe-
Hbl y nauueHToB ¢ CM [18].

Jnst TUarHOCTUKY OTACIbHBIX HACJICACTBEHHBIX CHHII-
POMOB HEOOXOIMMO MCIIOJNb30BaTh TaKWe CIELUaTbHbIE
METOAbl MCCIIEIOBaHUI, KaK TUIMPOBAHHUE KOJIareHa
METOIOM HENPSIMOil MMMYHOMIIIOOPECLICHIIMY, OIpeIesie-
HMe JedULUTa aKTUBHOCTU KOJUIATEHIMIPOKCHIA3bI
u ¢pudbpoHekTrHa pu CH/I, olieHKa MPOAYKLIMM KOJIIareHa
KYJIBTYpOii KOXXHBIX pudpobnactoB mpu HO, onpeneneHue
KOHIEHTpAllMM TeHAclMHA X B ChIBOPOTKE KPOBU IIpU
I'MC u psan ap. IIpu nogo3penun Ha MmoHoreHHbie HHCT
cllellyeT HAIpaBUTh IMallMEHTa B CIELHMAJIM3MPOBAHHOE
yUIpexKIeHUe IS IPOBEACHUST MOJIEKYISIPHO-TeHETUUECKUX
aHanu30B. HeoOxoaumMo KOHCTaTUPOBAaTh, YTO OOJIBILIMHC-
TBO JIOCTOBEPHBIX, OMOXUMHMIECKUX U MOJIEKYJISIPHO-TEHE-
TUYECKUX MCCIAeOBAaHUI B HACTOsIIIEee BpeMsl HEJOCTYITHO
npakThuyeckomy Bpady. OcoOyio BaXXHOCTb MpPUOOpETaeT
KJIMHUKO-TeHeaJJOTMYeCKUii MeTo 00cIeNoBaHusl O0JIbHO-
IO U WICHOB €r0 CEMbH, IMPOKOE MCIIOIb30BaHNUE UHCTPY-
MEHTaJIbHBIX METOIOB AUATHOCTUKH.

W3 UHCTpYMEHTANbHBIX METOMOB HCCICIOBAHUS
Haubosee BaxHa momruiepaxokapauorpadpusa (JIDxoKI),
BBITNIOJTHEHME KOTOPOM 00s3aTeIbHO IPU IOI03PEHUN
Ha HHCT, mockojbKy cepaedyHO-COCYIUCThIE OCIOXKHE-
Hust (CCO) 9BASIIOTCSI OCHOBHOM MPUYMHOM CMEPTHU MaLU-
€HTOB. YJabTpa3BykoBoe uccienoBaHue (Y3U) opraHos
OPIOIIHOI MOJIOCTH M TI0YEK ITO3BOJISIET ONPEACIUTD T3
BHYTpeHHUX opraHoB, MAP kemryHOro my3bIpsi, cele3eH-
KU ¥ 1o4ek. JIyueBble METOIbI AMATHOCTUKM— PEHTICHOT-
padust (RO) Tazo0eApeHHBIX CYCTaBOB, KOMIIbIOTEpHAsI
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tomorpadust (KT) wiu MarHuTHO-pe30HaHCHAs TOMOTpa-
¢ust (MPT) mo3BoOHOYHUMKA, TOJKHBI BXOAUTH B KOMIUIEKC
0043aTeIbHOTO UHCTPYMEHTATIBHOTO 00CIEIOBAHUS ALK -
€HTOB ¢ nopo3peHueM Ha CM.

NMMyHOTUCTOXMMUYECKWE W MOJIEKYJISIPHO-TEHETH-
YECKUE WCCIENOBaHUS B OOJBIIMHCTBE CIy4yaeB Majo
JIOCTYIHBI MPAKTUYECKOMY Bpayy, MO3TOMY 3HaHUE KJIM-
Huyeckux U deHorunuyeckux npuzHakoB HHCT oco-
OEHHO BaXHO.

OnpenesieHHbIE COYETAHUSI BHEIIHUX MMPU3HAKOB T03-
BOJISIOT C BBICOKOW BEPOSTHOCTBIO MPEANOI0XUTH TOT WU
WHOW HACJENCTBEHHBId CUHAPOM WIU (PEHOTHII.
Haunmenblneit TMarHocTHIecKoi crenn@uIHOCThIO Cpenn
BHewHuX npusHakoB HHCT o6nanator npusHaku MC;
OHU YacTO MPUCYTCTBYIOT MPU CAMBIX PA3JIUYHbBIX IUCII-
JACTUYECKUX CUHIPOMAaX U (DEHOTHUIIAX.

Hcxons u3 pe3ynsratoB (PeHOTUTMIECKOTO, KITMHUYEC-
KOTO W CEMEWHOro oOC/eJOBaHUM, CIedyeT HANpaBIsATh
MAlMEeHTa Ha KOHCYJIBTAUIO K CIIELIMATACTaM, BBITIOJIHSTh
WHCTPYMEHTAJIbHBIE UCCIIEAOBAHMS, MOJIEKYJISIPHO-T€HETH -
YeCcKoe, MMMYHOTHCTOXMMUYECKOe WM WHbBIe CIeluab-
HbIE aHAJIU3bI, TO3BOJISIOIIUE YTOUHUTD TUArHO3.

3.2. BHeniHue U BUCHIEPAJIbHbIE IPU3HAKU
HACJIeICTBEHHbIX HAPYIIEHUIi COeIMHUTEIbHON
TKAQHU U ACCOIMMMPOBAHHbIC C HUMM HApPYIICHUA
CTPYKTYPbI 1 YHKIMH OPraHOB M CHCTEM
Bce npossrnenus HHCT crnenyet pa3aensite Ha rpym-
MMbl B 3aBUCUMOCTM OT TOTO, KaKW€ OPTaHbl, CHUCTEMBI
¥ TKaHU BOBJICUECHBI B IMCIUIACTUYECKUH mponiecc. Huxke
TIPUBE/IEH TIepeYeHb OCHOBHBIX BHENIHMX W BUCIIEPAJIb-
Hbix mpuzHakoB HHCT 1 accolluMpoBaHHBIX C pas3iny-
HbeiMu opmMamun HHCT vzMeHeHuit opraHoB U CUCTEM.
3.2.1. KocTHbie
o KuneBunHas nedopmanus rpyIHON KIETKU
o BopoHkooOpa3zHas nedopManus rpyaHON KIeTKA
o JlonMXOCTeHOMENUS (OUaTHOCTUPYETCS TpU U3Mepe-
HUU JUTMHBI CETMEHTOB TYJIOBUIIA):
— OTHoIIIeHNEe BEPXHETO CErMEHTA TYJIOBHUIIIA (0 CUM-
(uza) K nmxuemy < 0,86
— Pasmax pyk/poct > 1,05
— ImHa cromsl > 15% ot pocra
— Imna xuct > 11% ot pocra
e ApaxHomakTuIus*
— CuMnTOM 3aITSICThS
— CuMIiToM OOJIBIIOTO HajIblia
e Cxonuoruyeckass necopmaiivisi MO3BOHOYHMKA WU
CIIOHIUJIONIUCTES
o Kudo3s u kubockonuos
o [lpsamasg cnuHa (OTCyTCTBUE (PU3MOIOTUYECKOTO IIEH -
HOTO JIOpI03a W/ TPYTHOTO Kudo3a 1/Wiu TosIC-
HUYHOTO JIOPI03a)
e OrpaHuyeHUe BHIIPSIMIIEHUS JIOKTEBOTO CYCTaBa 1o <
170°
Jucniasus Ta300eIpeHHBIX CYCTaBOB
Bricokoe apkoBumHOE HEOO
HapyuieHue pocta U CKy4eHHOCTb 3y00OB
JlomKkocTbh KoCTeil (> 2 mepeoMOB B aHaMHeE3e IMpu

MajgeHun)

o Jledopmaunu yepena

o Jlomxouedanmms*
— TUTIOTLIA3US CKYJIOBBIX KOCTEN
— peTrporHatus’*

Ipumeuanue: * Ipunoxcenue 4.

3.2.2. KoxHbie

o [loBbiieHHas (> 3 ¢M) pacTSLKMMOCTb KOXU

o Tonkas, JerKo paHUMas Koxa

e bapxatucras Koxa 3a C4eT OOWIUS IyIIKOBBIX BOJIOC
Pa3JIMYHOU IJTUHBI

e MHOXeCTBEeHHbIE TUTMEHTHBIE TIsITHA (> 20)

o Artpoduueckue IOHOUIECKME CTPUU (HE BbI3BAHHBIC
OXUPEHUEM WU OEpPEMEHHOCTBIO)

o [lTupokue aTpoduueckue pyoIsl B BUAE NaTUPOCHOM
Oymaru

o KenouaHble pyOLbl

e  MoOJUTIOCKOBUIHBIE TICEBIOONYXOIU U CHEPOUTHBIE
00pa30BaHMs B 00J1aCTH JIOKTEBBIX U KOJIEHHBIX CYCTa-
BOB

3.2.3. Mpinieynbie

e  MpiieyHas TUITIOTOHMSI U/WJIN TUTTOTPODUS

e AOmOMWHAIbHBIE TPBIXKU U TIPOJIATICHI BHYTPEHHUX
OpraHoOB

3.2.4. CycraBHble

o ['MC no Beighton P (Tabnuua 3)

o Cnonaue3

o Cnonngunonucres

¢ BriBuxu, moaBBIBUXY O0JiEe YEM B OTHOM CYCTaBe WU
B OJTHOM CYCTaBe, HO TOBTOPSIOLIUECS

¢ MenuanbHOe cMellleHre BHYTPEHHEH JTOMbIKKI

¢ [lnockocromnue MpomoNbHOE W/ WK TIONIEPEUHOE

3.2.5. Ina3ubie

o TomnyObie CKIIepHI

o [loaBbIBUX XpycTalINKa

¢ AHOMAJIBHO TUIOCKasi POrOBUIIA (ITO JAHHBIM KepaTo-

METPUM)

e VYBenuueHue JJIMHHOUN OCH IJ1a3HOro s10J0Ka (1o JaH-
HbIM Y3U)

e  Muonus

o Tumomnazust paayXHOU 00OJOYKM /WU TUITOTLIA3US
LIMJTMAPHON MBIIILIBI, BBI3BIBAIOLIAS MUO3.

o  DNUKAHTYC

o  DHodTaTBEM

o CKoUIeHHbIE KHU3Y TJ1a3HbIe 1eU (AHTUMOHTOJIOUT -
HbII pa3pes I1a3)

3.2.6. Cepueyno-cocyaucTas cucremMa

¢ PacivpeHue BOCXOASILEro OTAea a0PThI (PUCYHOK 1)

o JIBYXCTBOpYATHIN A0PTAJIbHBIA KJamaH WX BbIPaXEeH-
Has aCUMMETPUS TPEXCTBOPYATOTO aOpPTAIbHOTO KJIa-
MaHa

o [IMK

o Jlpyrue Manble aHoManuu cepaua (MAC): mponancel
tpukycnaaabHoro (ITTK) u aopTanbHOro KiamaHoB,
Majasi aHeBpU3Ma MEXIIPEeICepIHON MeperopoaKku
(AMITIT), acummeTpus TPEXCTBOPYATOTO A0PTATBHOTO
knanaHa (ATAK), imaroHanabHbIE, TOMEPEYHbIE U MHO-
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IT1011ab TOBEPXHOCTH Tea (M2)

A

[MpuMeyaHue: U3MepeHUe AMaMeTpa MpoBOIAT U3 nonepeyHoro DxoKI-ceueHus B mapacTepHaabHOM MO3ULIMHU 1O JJTMHHOM OCH.

Puc. 1 HomorpaMMmBbl 1J1sI OLIEHKH pa3MepOB KOPHST a0PTHI Ha YPOBHE CUHYCOB BabcaibBhl ¢ yUeTOM OMTYCTUMBIX KOJIEOaHUI B 3aBUCUMOCTH
OT BEJIMYMHBI MOBEPXHOCTH TeJa 1J1s: A— aeteii u moapocTkoB, B— B3pocibix < 40 siet, C— B3pocibix >40 sieT.

JKECTBeHHBIE JIoxKHBIe Xopanl (JIXJIXK) u aHomanbHbIe
TpabeKybl JeBoro xkenymouka (ATJIK), He3apareHue
oBasibHOTO OTBepCcTHs (000).

e PacmmpeHue cTBoja JISTOYHOM apTepuu MPHU OTCYTC-
TBUU KJIAITAHHOTO WJIM TIEePU(EepUIECKOTO JIETOUHOTO
CTEHO3a WM JI0OO0N NIpYyrod OYEeBUAHOW MPUYMHBI,
B Bo3pacte < 40 et

o (OObI3BECTBIICHHE MUTPATBHOIO KOJbIIa B Bo3pacTe <
40 ner

e PacumpeHue 1100 paccioeHUe CTEHKU TPYyIHOU WIn
Oplo1IHOI aopThl B Bo3pacTe < 50 et

o Bapuko3Has 06ojie3Hb BeH, Pa3BUBLLIASICSI B IOHOILIEC-
KOM BO3pacTe

e Bapukolene

e (OOpa3zoBaHUE TEMAaTOM IIPY HE3HAUYNTEIBHBIX TPaBMaX

3.2.7. BponxoJjierouHas CucTeMa

o TpaxeoOpoHXuanbHas OUCKMHE3UST (IKCIIUPATOPHBIN

KOJUIATIC TPaxen M KPYITHBIX OPOHXOB)

TpaxeoOpOHXOMATSIIIUS M/WIU TPaxeoOPOHXOMET IS

TTonukucTo3 NErkmux

ATnVKanbHbIe OYJUIBI, TOATBEPXAeHHBIE RO

CHIOHTaHHBII ITHEBMOTOPAKC

3.2.8. Opranbl OpIONIHOI ITOJIOCTH, MAJIOTO Ta3a

U MoYeK

e [ITO3bI OpraHOB OPIOIIHOM MOJOCTU U TTOYEK

e JlnadparmanbHas rpbixa

e HecocTosATenbHOCTD KapIuu KeayaKa

o JluBepTUKYJNbl IHINEBOAA U Pa3IUYHBIX OTIEJIOB
KUIIIEYHUKA

o AHoMaymu (OpMBI U PACIIONOXKEHHUS XENynKa, IBe-
HaAIATUTIEPCTHOM KUIIIKY 1 XEITIHOTO ITy3BIPST

e JlonuxocurMa, MerakojoH

o HenocraTouHocTh 6GayrMuHMEBOM 3aCOHKKU

o [Ipomaric reHUTaINH y XEHIIUH

o [loaukucTos novyek

BaxHo OTMETHTD, YTO MPAKTUIECKU BCE TEPEUNCTICH-
HbIe BHEITHWE U BUCIIEPAIbHBIC IIPU3HAKN MOTYT B OTHUX
CJIy4asX BBICTYIIaTh KaK CaMOCTOSITeJIbHBIC, M30JMPOBaH-
nble aedektol CT, a B ApyTuxX, KaK MPOsIBIEHUSI CUCTEMHOMN
HACJEACTBEHHON IaTOJOIMHY U IUIEMOTPOIIHOTO I€UCTBUS
neeKTHBIX TeHoB. Jlameko He BCe MapKephl, IpencTaB-
JICHHBIC B 3TOM CITMCKE, BKJIIOUCHBI B aJITOPUTMBI IHa-
rHoctukn u3BecTHbix HHCT, ogHako BepoOSITHOCTH
HUX BBISIBJICHUSI TIPM YX€ HM3BECTHBIX HACJCICTBEHHBIX
3a00JIeBaHUSIX HAMHOTO BBIIIIe, YeM B momyasaiuu [31].

HHCT yacrto conpoBoXaaroTcs HapyILIeHUSIMU CO CTO-
ponnl 1teHTpaibHOU (IIHC) m BereTaTMBHON HEPBHOM
cuctembl (BHC) [32], remopparndecKuMu 1 TpOMOOTH-
YeCKMMU HapyIIeHUSIMM B CHUCTEME I'eMOocCTasa, Hapylle-
HUSIMM CUCTEMbI UMMYHHOI 3aimThI [17]. EcTh maHHBIE O
BBICOKOM YacTOTe TUATHOCTUKYU CHHAPOMOB BTOPHUYHOTO
MMMYHOIe(DUIINTa— ayTOUMMYHHOTO U aJIepIrHIecKOro—
mpu ACT [17].

3.3. MaJbie aHoMaJIUM Pa3BUTHSA

MAP— u3MeHeHHUsI CTPYKTYpbl pa3IMYHbIX OPraHoOB
U TKaHEeH, He COMPOBOXIAIOIINECS KIMHNYECKH 3HAYN -
MBIMU HapymeHus MM ux ¢yHkmuu. MAP crenyer pas-
IeSITh Ha BHEIIHWE M BUCLepaibHble. K BHEITHUM
OTHOCSITCSI aHOMAJIMM Pa3BUTHS KOXM M KOCTEH dyepera,
KHCTH Y CTOIIBI: TUIIEPITUTMEHTAIIUS U ACTTUTMEHTAIINS
KOXM, OTTOIBIPEHHBIC YIIHM, OTCYTCTBHE MOYKM yXa,
CHHIAKTUJIUS, cCaHmaaueBUIHas 1menab u ap. K Bucle-
paJIbHBIM— U3MEHEHUS CTPOCHUS BHYTPECHHMX OPTaHOB:
VIBOCHHE YalleYHO-JTOXaHOYHOTO ammapaTra IoYek,
n00aBOYHAs JOJIS Cee3eHKU M Ip., a TaKXKe Iepedunc-
nenHble Boimie MAC [3,7]. YV GonblIMHCTBA 300POBBIX
Ju1 ynaercst ooHapyxuth 10 3-4 MAP. CpegHee konu-
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yectBo MAP y nun ¢ ICT noctoBepHO BhbILIE, YeM
B MOMYJISILIMU, YTO, BO3MOXHO, OATBEPXKIAET UX MATO-
TeHEeTUYECKYIO CBsI3b [3].

MAP oOHapyXuBalOT MpU POXICHUWM WIM B paHHEM
JIETCKOM BO3pacTe, YacTh U3 HUX MOJIAETCS 0OpaTHOMY pa3-
utuio: OO0, yBeIMYeHHbI €BCTaxueB KilamnaH U p. Jpyrue
COXPAHSIOTCS B TEYEHUE XU3HU, OHAKO C BO3PACTOM MOTYT
MpUOOpeTaTh CaMOCTOATEbHOE KIMHUYECKOE 3HAUEHUE,
CIOCOOCTBYS Pa3BUTHIO MATOJOTUM WM CTAHOBSICH (PaKTO-
pom pucka (DP) kapauanbHOIA TTATONOTHM, HATIPUMED, 9KC-

Tpacucrommyeckoit apurmuu mipu JIXJIK [14,15], mapanok-
canbHOM 3M60mmu ipu OO0, creHo3a aoptsl pu ATAK [3],
TpoMO03MOOIMYECKUX OcsioxXHeHUH ipu AMIIII.

Ha ocHoBe pe3ynbsratoB (DEeHOTUIMYECKOTO UCCIEI0-
BaHWUS, U3YYEHUSI CEMbU, AaHATM3a BHEITHUX U BUCLIEPATIb-
HbIX TMPU3HAKOB Bpay BIIPaBe 3aMOAO03PUTh HATUYUE
HHCT. Bce 510 Aenaer HEOOXOOMMBIM O3HAKOMJICHUE
IIMPOKOTO KPYra KJIMHULIMCTOB C NEMCTBYIOIIMMU PEKO-
MEHALUSIMU 10 TUATHOCTUKE HauboJjiee paclpoCTpaHEH-
Hbix MOHOTeHHBIXx HHCT.

4, HE[C.HGI[CTBGHHI)IG HapyYIICHUA COCAMHUTEILHOM TKAHU,
IO JMAarHOCTUKE KOTOPbIX Bblpa6OTaHbI COIJIaCOBAHHBLIC

pEKOMEH a1

4.1. Cunapom Mapdana

CM— ayToCOMHO-IOMMHAHTHOE, MYJIBTUCUCTEMHOE
HHCT, xapakTtepusyiolieecsl BBICOKOM BapruadeIbHOCThIO
KIMHUYECKMX TposBiIeHuil. Ero mmarHocTMka ceroms
Mmo-TpexkHeMy ocHoBaHa Ha [eHTckux kputepusax [27],
nmepecMaTpMBaeMbIX B Hacrosmiee Bpems [21].
HeobOxomumocTh Takoro mepecMoTpa CBsI3aHa C ycIeXaMu
MOJIEKY/ISIPHOM T€HETHKH, TTO3BOJUBIINMHI U3YYUTh MIPHU-
poIy MaKpOMOJIeKYN (pMOPMILIMHA U BBISIBUTD 3 €r0 THUIIA.
CTajio u3BeCTHO 0 BO3MOXHOCTH pa3BuTus CM 1 OJM3KHMX
K HEMy CMHIPOMOB 13-3a MyTall{ B OJHOM 13 IBYX I'€HOB
— TGFBR1 u TGFBR2, xomupymomuyx peuenTopsl
TGF-p.

B ocHoBe anroputma nuarHoctTuku CM JiexkuT onpee-
JieHUE OOJIBIIMX M MaJbIX KPUTEPUEB, XapaKTePUIYIOIINX
CTeTeHb BBIpaxkeHHOCTH u3MeHeHMit CT B pasmuuHBIX
OpraHax u cucremax. sl OLEHKM BBIPAXEHHOCTU TAKUX
M3MEHEHUI BBEACHBI [lIBa TOHSATHUS, OCHOBaHHBIC
Ha pe3yJIbTaTax aHajan3a OOJIBIIMX U MAJIbIX KPUTEPHUCB:

Ilamonoeuvecku 3nauumvie usmenenus 6 cucmeme cCoOT-
BETCTBYIOT OOHAPYXEHUIO OOJIBILINX KPUTEPHEB.

Bosénreuenue moil uau unoil cucmemb. COOTBETCTBYET
00HapYXEHUIO MaJIbIX KPUTEPHUEB, a B HEKOTOPBIX CIydasix
OIIHOTO OOJIBIIOTO.

[lepeueHb OOMBIIMX W MAJIBIX KPUTEPUEB U aJITOPUTMbI
OILICHKH CTETICH! BBIPAXXEHHOCTH M3MEHEHU IpeaCcTaBIe-
HbI B Tabnuue 1.

TpeboBanus kK auarHocTuke CM 3aBUCAT OT JaHHBIX
HacJIeACTBEHHOTO aHaMHe3a

g o6cenyeMoro nanveHTa:

— Ecnu ceMelHbIA WM HacJeCTBEHHbI aHAMHE3bI
He oTsiromeHbl, CM AuarHoCcTUpPYIOT IIpU HATUIUK OOJTh-
IIUX KPUTEPUEB, TI0 MEHbILEH Mepe, B IBYX Pa3IMIHBIX
CUCTEeMaX M BOBJICYCHHOCTH TPEThEl CUCTEMBI OPTaHOB.

— B ciryyae ycTaHOBIEHMS MyTalliK, KOTOPast M3BECTHA
Kak Be3bBaomiasg CM, IOCTaTOYHO OJHOTO OOJBIIOTO
KpUTEPUS B OMHOM CUCTEME U BOBJIICYUCHHOCTU BTOPOM.

Jyis 111, HaXOISIINXCS B POACTBEHHBIX OTHOIICHUSIX
C TAIMEHTOM, y KOoToporo muarHoctupoBaH CM, mocta-
TOYHO HAJIMYUS OXHOTO OOJIBIIOr0 KPUTEPHS B CEMEHOM
aHaMHe3e, a TaKXe OTHOTO OOJIBIIIOr0 KPUTEPHS B OMHOM

CUCTEME OpPraHOB W BOBJEYEHHOCTU JPYroil CUCTEMBI
OpraHoB.

Ipy Hanuuuu y mauuveHta “I@HTCKUX KpUTEpUEB”
CM pekoMeHIyeTcsl IPOBECTH MOJIEKYJISIPHO-TEHETUIeC-
KO€ UCCJIEIOBAHUE C LIeJIbI0 MOMCKA MyTallMii TEHOB, KOAK-
pytomux GUOPULTUH.

C mnosunwmii (popMasbHON JIOTUKU, TIPU OTCYTCTBUU
y obcnenyeMoro 2 OOJbIIMX KPUTEPUEB B 2 CHUCTEMax
1 BOBJIEUEHUS TpeTbeil cuctembl auarHo3 CM mocTaBuUTh
Henb3s. ONHAKO HEJaBHO BBIITOJHEHHOE MEXITYHAPOAHOE
obcnenoBanue 1009 mauueHTOB € TeHETUYECKU MOATBEPXK-
JNEHHOU MyTauuei reHa pudpuuirHa MoKa3auo, 4To ornac-
HOCTb OCJIOXXHEHUI (paccioeHue a0pThl U HEOOXOAUMOCTh
OIEepaTHBHOrO BMEILATENbCTBA) Y JIMIL C HEMOJHBIM Ha0o0-
poM “IeHTCKMX KpUTEpPUEB” MPAKTUYECKU HE OTIMNYAETCS
OT TaKOBOIi B IPYIIIIE JIUIL C TIOJTHBIM HA0OPOM KPUTEPHUEB
[30].

CnenoBateibHO, MHOTHE MALIMEHThI, HE OTBEYAIOIIME
“ITeHTCKUM KpUTEpUsIM”, TpeOYIOT He MEHBIIETO BHUMA-
HUSI ¥ MEAULIMHCKOTO HaOmoneHus. O4eBUIHO, UX HENb3sI
CUMTATh 3[0POBBIMHU, OOHApYyXXEHHbIE Y HUX MU3MEHEHUs
cTpyKTyphl U pyHkumu CT cnenyer 0603Ha4aTh Kak Map-
anomono6HwIit peroturn (MIID). [Tomumo CM, aBTOpHI
“ITeHTCKUX KPUTEPUEB” BBIACJSIOT CXOAHBIE MO (hEHOTHU-
nuyeckum nposisienusmM HHCT.

HacnencteeHHbIE paccTpoicTBa C YaCTWYHO COBIIA/IA-
IOIMMU heHoTUaMu, poacTBeHHbie CM

— BpoxneHnHass KOHTpakTypHasi apaxHOTAKTUJIUS

(OMIM 121050)
— CewMeliHas aHeBpU3Ma rPYTHOM aOPTHI (B IPOILIOM—
KMCTO3HBIA MeIMOHeKpo3 DpaxaiiMa) (607086)

— CeMeiiHoe paccioeHue cteHKu aopThl (132900)

— CemeitHast akTonus xpyctanuka (129600)

— Cunnpom Loeys-Dietz, Tun 2B; LDS2B (610380)

— MASS-cunzapom (604308)

Cunpapom HacneactseHHoro [TMK (157700)

— Cunpapowm Stickler (HacnencTBeHHast apTpoodTanb-
momnatust) (108300)

Cunnpom Shprinttsen-Goldberg (182212)

— Tomoumctunypus (236200)

COJ (xkudockonmornueckuit tum, 225400; rumnep-
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Taomna 1

“IeHTckue kputepuu” nuarHoctuku CM [27]

Boubume kpurepun

Mausbie Kpurepuu

KocTtHbie

Hanuuue 4 xpurepures u3 8 ClieayOUIMX:

o  KuneBunHas nedopmaius rpynHoid KIeTK1

o Boponkoob6pa3Has nedopManvs rpyaHoii KJIETKHU, TpeOyrolast
XUPYPTUYECKOTO BMEILATETbCTBA

o OTHoIlIeHHe BEpXHETO CerMeHTa Tejia K HukHeMy < 0,86 wiu
OTHOIIEHHE MEXIY pa3MaxoM pyK U poctom > 1,05

o [lonoxuTenbHbINM TeCT 3aMsICThs ¥ OONBILIOTO TANbIIA
(LTeitHoepr)

o  Ckonros > 20° Wy CIIOHAWIONNCTE3

o KoHTtpakTypa 10KTEBOTO CycTaBa ¢ OTpaHUYEHUEM BBITIPSIMICHHUS
JokTeBoro cycrasa < 170°

o MenmuanbHoe cMellleHrne BHYTPEHHE JIOMBIKKY, TPUBOJISIIEE K
TUIOCKOCTOTIHUIO.

o [lporpy3us BepT/IyXKHOI BAAMHbI 000K CTENEHU, MOATBEPXK-
neHHas RO

e  VYMepeHHass BOPOHKOOOpa3Hast aeopMaiivs TPYIHOM KIIETKI
r™McC

ApKOBHIHOE HEOO CO CKyYeHHOCTbhIO 3y00B

o Jlebopmaruu deperna: Toauxouedains, TMIOIIasys CKYIOBBIX
KOcCTei, 3HO(MTAIbM, CKOILIEHHBIE TJIa3HbIE IETH, PETPOrHATHS

W3meHeHUsI B KOCTHOM cUcTeEMe COOTBETCTBYIOT 60J'II)H_IOMy KPUTCPUIO,— MATOJIOTMYCCKN 3HAUYUMBIC UBMECHCHU A, €CIIN 06HapY)KCHBI He MeHee 4

13 TIEPEYMCIIEHHBIX § OONBIINX KPUTEPHEB

KocTtHas cucrema BoBjieueHa, eciii 0OHapyKeHbl He MeHee 2 OOJIbLIMX KpUTepHeB WK 1 6OJIbLION U 2 MaJIbIX

Iha3ubie

— IMonmBBIBUX XpycTAKa

3putesbHasl cliCTeMa BOBJIEYEHA, €CIIM ONPEAEICHbI 2 MaJIbIX KPUTEPUs

— AHOMaJIbHO TIJIOCKasl POroBUIIa (IO pe3ysibTaTaM KepaTOMEeTPHYECKUX
U3MEpeHuil);

— YuiuHeHue nepenHe3aHel OCH I1a3Horo sA610Ka (1o faHHbIM Y3 W)
C MUOTIHCH;

— [umornasust pamyXHoit 000TOUKY 1/WITN IUTHAPHON MBIIIITBI

C 3aTpyHEHUEM MHO3a

CepeyHo-cocyaucTas cucreMa

— Pacumpenue Bocxonsiieit aopThl (pPUCYHOK 1) ¢ aopTajbHOI
peryprutanueil wim 6e3 Hee M BOBJICUCHMEM, KAK MUHUMYM, CHHYCOB
BanbcanbBbl; MK

— PaccioeHue Bocxomsnieit aOpThl

—[IMK

— PacmmpeHue cTBoa IETOYHOU apTepyuy TP OTCYTCTBUM KJIaraH-
HOTO WM nieprepryecKoro JIETOYHOTO CTeHO3a W JII000# Apyrou
OYeBMIHOI MPUYMHEI B BozpacTe < 40 JeT;

— OOBI3BeCTBIIEHIE MUTPATBHOTO KOJIblla B Bo3pacte < 40 jiet;

— Pacummpenue/paccioeHue CTeHKU rpyIHOM U1K OPIOLIHOM a0pPThI
B Bo3pacte < 50 et

CeprevHo-cocyaucTasi CCTeMa BOBJIeUeHa, €CJIM BhIsIBJIEH 1 00JIbIIOM My 1 Maliblii KpuTepuit

Epouxo.ﬂem'maﬂ cucremMa

— OTCYTCTBYIOT

Bpox—[xoneroq}{aﬂ CUCTEMA BOBJICYEHA, €CJIM BbISABJICH 1 manblit KpI/ITepI/IfI

— CrOHTaHHBII MHEBMOTOPAKC
— AnukanbHble OyJITbl, TOATBEpXKAeHHBIE R rpymHOi KieTku

Koxnbie

— OTCyTCTBYIOT

Koxa BoBieyeHa, eciiv BbISIBJICH | MaJiblii IpU3HaK

— ATpocuueckue CTpuM, He CBsI3aHHbIE C BHIPAXKEHHBIMU
M3MEHEHUSIMU MacChl TeJia, 6epeMEHHOCTHIO MJIM YaCTBhIM JIOKATbHBIM
MeXaHUYeCKUM BO3JIEHCTBUEM

— PeuuauBupytomiye uiy nociaeonepaluoHHble TPhKI

Tsepnas Mo3roBasi 000J049Ka

— [MosicHMYHO-KpecTLIOBas AypajibHasi SKTa3usl, BbISIBICHHAs! IPU
KT wiu MPT*

— OTCyTCTBYIOT

OTAronieHHast HACIEJCTBEHHOCTh

— Hanuume 6113KuUX pOJICTBEHHUKOB CO CIEAYIONIMMUI

IMarHOCTUYECKUMU KPUTEPUSIMU:

o wmyrauusa B FBN1, usBecTHas Kak npuunMHa BO3HMKHOBeHUs CM;
init

» BoisBieHue JHK-mapkepos CM

BossieueHue npu HaMuuu 1 GOJIBLIOrO MpU3HaKa

— OTCyTCTBYIOT

[Tpumeuanne: * [losiCHUYHO-KPECTIIOBAsT 3KTa3Wsl TBEPAOM MO3rOBOI O0ONIOUKM (MEIIOTYATOE PACLIMPEHNE MCTOHYCHHOW TBEPHOW MO3TOBOM
o6omo4ku) 1o nanHbM KT nim MPT nmarnoctupyeTcs myTeM U3MEpEHUs IMaMeTpa IypalbHOTO MENIKa Ha ypoBHe L — S;.

10
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Knaccubukanus tunos CO/I

Taoauua 2

Bosbume kpurepun

Mausbie Kputepuu

MonexyaspHblit
nedekr

Knaccnuecknii Tun, AIt, OMIM 130000, 130010

[MoBbllIeHHAsT PACTSKMMOCTD
KOXM.

[upokue aTpoduueckre pyoLbl.
'MC.

[Mankast, GapxatrcTast Koxa ¢ MOBBIILIEHHBIM POCTOM ITyILIKOBBIX BOJIOC.

MosocKOBUAHBIE TICEBIOOITYXOJH.

MonxoxHble chepryeckre 00pa3oBaHMsI.

OcnoxHeHust TMC: pacTsixeHue cycraBa, BBIBUXU U MTOJBbIBUXH,
TUIOCKOCTOTIHE.

MpiieyHast TUIIOTOHWYSI, 331ePXKKa PA3BUTUSI MOTOPUKH.

Jlerkoe o6pa3oBaHNe reMaToM MPU HE3HAYUTEbHBIX TPABMAaX.
BoipaxeHHbIE TPOSIBICHUST PACTSKUMOCTH U ClTa00CTH TKaHei (rpbika
MTUIIEBOIHOTO OTBEPCTHSI, AHAIBHBII MPOJIATIC B IETCKOM BO3pAcCTe,
LiepBUKAJIbHAs HEJIOCTATOYHOCTD).

[MocneomnepamoHHbIE TPHIKH.

Hannuue aHaOrMIHBIX 3200/1€BaHUI B CEMBE.

Pro alfa 1(V) unu

Pro alfa 2(V) kosnaren
mermnei tuma V.
HeHopMasnbHast cTpykTypa
BOJIOKOH KOJUIaTeHa IO TUITY
“LIBETHOIA KamycThbl”.

TunepmoOubHbIii TUN, AT, OMIM 130020

KoxxHbie matonornyeckue
TTPOSIBJICHUSI
(TUIEepPaCTSKUMOCTD 1/ WU
ragKasi, bapxaTucras Koxa).
TenepanuzoBanHas TMC.

Peunnusupyionyie cmerieHus (MOABBIBUXU) CYCTABOB.
XpoHuyeckue 60JIM B CycTaBaX/KOHEYHOCTSIX.
Hanuuue aHanornyHbIX 3a00JIeBAaHUI B CEMbE.

MyTanuu reHoB CUHTE3a

kostareHa Illal, TeHacumHa X

Cocynuctoiii Tun A/It, OMIM 130050

ToHkasi, mpocBevrBaroLIast KOxa.
CnabocTb WM pa3pbIBbl apTEPHid,
KMILEYHMKA, MATKHU.

OO61MpHBIE KPOBOTIOATEKH

U TIOBEPXHOCTHBIE TPAaBMBI.
XapakTepHblii BUI JIMLIA.

Akporepus.

[unepMoOUIBHOCT MAJTBIX CYCTABOB.

Pa3zpeiB cyxoxXuiuii U MbILLLL.

DKBMHOBapycHas AehopMaLus CTOIbI (KOCOIANoCTh).
BapukosHble BeHBI B IOHOIIECKOM BO3pacTe.
ApTeprOBEHO3HbIE KAPOTUAHO-KaBEPHO3HbIE (GUCTYIBI.
[THEeBMOTOpAaKC/TTHEBMOTEMOTOPAKC.

Petteccust necHeI.

Hanuuue ananornuHeix 3a60/1€BaHuii B CEMbe.

BC 6513KMX pOACTBEHHUKOB.

aHOMaJIbHasl CTPYKTYpa KOJ-

narena 11, BbipabaTsiBaeMOro

¢ubpobiactamu;
mytatu rena COL3A1

Kudockomoruyecknii Tun APT OMIM 225400

TenepanuzoBanHas TMC.
Tsxenas MblieyHas
TUTIOTOHUSI C POXICHUSI.
[Mporpeccupyiomuii CKOIN03.
PeuunuBupytoiiast camonpo-
M3BOJIbHAS OTCJIOMKA CETYATKH,
MUOTHSA, TIAYKOMa.

Jlerkast paHUMOCTb KOXHU, aTpopuuecKue pyorbl.
HaxsnoHHOCTB K reMaToMamM

PazpbiBbI apTepuii.

MB.

VMeHbllIeHre pa3MepPOB POTOBHUIIbI

RO 3HauMMoe HapylieHHe OCTeOoreHe3a.
CeMeiiHbIlf aHaMHe3, HarpuMep, 60JIe3Hb CUOCOB.

PLODI,
TU3WI-4-Tuapokcuiasa 1

Aptpoxanasus Alr OMIM 130060

Tsxenas reHepanuzoBanHas [MC
C MIOBTOPHBIMYU MOJABBIBUXaMH.
BpoxneHHast auciokauust
Ta300eAPEHHBIX U IPYTHX
KPYIHBIX CYCTaBOB.

[oBblnIeHHAST PACTSIKMMOCTD KOXH.

PaHumocTb KOXH, aTpoduyeckue pyoLsl.

Jlerko BO3HUKAIOIINE TeMaTOMBI

MpiieYHast TUIIOTOHUST

Kudockonmnos

Jlerkuit ocTeonopo3 (paaronIornyeckoe NCCIeI0BaHue)

COLI1AL, COLIA2
KoJjunareH I Tuna

Hepmatocnapakcuc APT 305200 (X-cuensieHHoe peneccuBHOe 3a00ieBanue)

HenocraToynast akTHBHOCTh MPOKOJIAreH-nenTHuaa3bl

Tsxenas hopma c1abocTh KOXKH.
[MpoBucatomasi, U3MHUIIHSIS KOXa.

Msirkast, peIxjiasi CTPyKTypa KOXH.

Jlerko BO3HUMKAIOLINE TeMaTOMBI.
[MpexxaeBpeMeHHBIN Pa3phiB TIOMHBIX 000T0YEK.
Bosblime rppiku (MyNOBUHHBIE, TAXOBBIE).

ITpoune dopmer AJL 130080, 225310, 147900, 130070

ADAMTS2
MPOKOJIAreHOBAst
N-nporenHaza

MoOubHBIN T, 130020)
— Cungpom 'MC (CI'MC) (147900).

Ilpumeuanue: ¢ cxobkax npueeden HoOMEp CUHOPOMA
no OMIM.

[IpemnoxeHHbIH TepeYeHb B HACTOSIIIEE BPEMSI BBITJISI-
IUT NAJIeKO HE ITOJHBIM U €TO0 MOXHO YBEJIMYMTD 32 CUET

HACcJeICTBEHHBIX CUMHApPOMOB, 01m3kux K CM 1o BHe-
mHUM nposiBieHusM (ITpunoxenue 1).

YacTh mepeuncIeHHBIX CMHIPOMOB IIPM OTCYTCTBUU
noHoro Habopa “IeHtckux kpurepue” CM u mipu Bo3-
MOXHOCTH MOJIEKY/ISIPHO-TEHETUIECKOTO O0C/IeI0OBaHUS
Hens30exXHO oKaxercs BKimoyeHHoi B MIT®. IpuHummb
nuarHoctuk M®IT 6ynyT u3noxeHsl gasnee.
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Tabmma 3
JessatubannbHas mkaiaa IMC [23]
Tect CycraBbl
Croco6HOCTh TpaBbId JIEBBIA
MACCUBHO Pa3oTHYTH V masel] B nmsicTHo(dataHroBoM cycrase > 90° 1 1
TacCUBHO TIpMBeCTH | Masiel K JafoHHO# TOBEPXHOCTH PYKU 1 1
MacCHBHO Pa30THYTh JIOKTEBOIi cycTaB > 10° 1 1
MacCHBHO Pa30THYTh KOJIEHHBIN cycTas > 10° 1 1
VHTEHCUBHO MIPUXATh JIAJIOHH K TIOJTY, He CTHOast KOJeHe i 1
HUroro 9

OmuH 6ayT MOXXET OBITh TOTYYeH JUIST KaXKI0ii CTOPOHBI TPYU MAaHUTTYJISIIUAX | —4, moaToMy mokasatenb [ MC MaKCMMabHO COCTaBISIET 9 GaioB.

4.2. Cunapom Dnepca-/lanio

HuardHoctuka CBOJ] B HacTosiiee BpeMsl OCHOBaHa
Ha “Bunnbgpanmickux kpurepusx” [23]. B Hux BmecTo
paHee pu3HaHHBIX 10 BbIIEIEHBI 6 TUIIOB: KJIACCUYECKMIA,
TUTIEPMOOMIIBHBIN, COCYAUCTBINA, KU(OCKOIUOTUUECKUIA,
apTpoxanasusl, iepMarociapakcuc. bonbiive u Majbie qua-
THOCTUYECKHUE KPUTEPHH OIpPeAeIeHbI I KaXIOoro TUIla
U JIOTIOJTHEHBI TT0 Mepe BO3MOXKHOCTU pe3yJasTaTaMu J1abo-
paTopHBIX UccIenoBaHMiA. B Tabmuiie 2 mpeacTapieHa Kiac-
cudukanysg Haubosiee pacrpocTpaHeHHBIX TUITOB CO/I.

TpeboBanus kK quarHoctuke CHJI

g KIMHWYECKON AMAarHOCTUKKM HEOOXOMMMO Halld-
yue XoTa 6bl 1 Oonpmoro xputepus. [1o Bo3MOXHOCTH
IUArHO3 MOJKEeH OBITh ITOATBEPXICH COBPEMEHHBIMU
J1a00paTOPHBIMKA METOIAMM MCCIIEIOBAHUS: TUCTOXMMM-
yecKuii aHanu3 kosuiareHos I, 111, V Tunos; nezokcupu6o-
HyknenHoBas kucnota (JJHK)-guarnoctuka nis onpene-
JIeHUs MyTaluii B reHax koitareHoB— COLIA1, COL1A2,
COL3Al1, COL5AI1, COL5A2, teHacuuHa-X, ornpenesie-
HMe (HEePMEHTOB, YYACTBYIOIINX B CO3PEBAHUN MOJICKYIIbI
komnareHa— PLODI1, ADAMTS?2; onpenencHue ypoBHS
TeHacUMHA-X, TU3UI-4-TUIPOKCUIA3bl 1, TPOKOoIIareHo-
Boit N-TipoTenHa3bl B CHIBOPOTKE KPOBH.

Mainble Kputepuu UMeIOT 00Jiee HU3KU YpOBEHb ara-
THOCTUYecKOl crneuudpuyHoctd. Hammuyme > 1 mamibix
KpUTEpHUEB BHOCUT BKJIa B TMAaTrHOCTUKY TOTO WJIM MHOTO
tumna CO/I.

[1pu oTcyTCcTBUYM OONBLINX KPUTEPUEB MaJIbie HEAOCTA-
TOYHBI IJI1 AMArHOCTUKM. Hamnume MaipIX KpuTepueB
JIaeT OCHOBaHMe M0J03peBaTh COCTOsIHUE, MogooHoe CH/I,
XapakTep KOTOPOro OYIeT SICeH I10 Mepe TOro, KakK CTaHeT
M3BECTHOI €ro MOJIEKYJISIpHasl OCHOBA.

I[Momumo C3JI, mepeuncnenHsle npusHaku HHCT
MOTYT COOTBETCTBOBATD €IIe IIeJIOMY PsSIIy HacJAeICTBEH-
HbIX 3200JIEBAHMIA:

— Cewmeitnas 'MC (Joint laxity, familial, 147900).
— Cunapowm Bstoit koxku (Cutis laxa, 219200).
— Cunapowm 3ateiiogHoro pora (Occipital Horn syndrome

304150).

TakuMm oOpa3om, Hapsany ¢ HamuuumeM C3JI, TONHO-
CThI0 OTBevamllnero “BuinbGpaHIICKUM KpUTepUsIM”,
BO MHOTHX ClTy4yasiX UMeeTCsl UX HeToJIHbI Habop. Takue
cIy4yau cleayeT OTHOCUTD K 3JIepCOrIoq00HOMY (DEHOTHITY
(BI1®), KpuTepUK IMATHOCTUKKM KOTOPOIO OYIYT U3JI0XKE-
HEI Jajee.

4.3. HecoBepuieHHbli 0cCTeOreHe3s

HO (osteogenesis imperfecta)— rpynma HHCT, xapak-
TEPU3YIOIIAsICS TOBBIIIEHHON JIOMKOCTbIO KOCTeid. s
€r0 IMAarHOCTUKM 0 HACTOSIIEr0 BPEMEHM HCITOJIb3YIOT
Mapkepnl [41]. HO otHocutcst K 3aboneBanusiM AJIT
HacJIeIOoBaHUs, OTHAKO BO3MOXHBI CITOHTAHHBIE MYyTa-
uuu. Beigensior 8§ tunmoB HO, mist KOTOPBIX XapaKTepHBI
WM HEeIOCTaTOYHOE KOJMYECTBO, MJIM HU3KOE KauyecTBO
koyutareHa. OCHOBHBIMM KJIMHUYECKMMM TPU3HAKAMU
SIBJISIIOTCSI TIOBBIIIIEHHBIE JIOMKOCTh U JehopMaliusl Koc-
Teit, caboCTh CBSI30YHOIO armrmapara CycTaBOB, HU3KUIA
MBbIILIEYHBIN TOHYC, MaJIbIiA POCT U TOJYObI€ CKIIEPHI.

4.4. CUHIPOM rHNepMOOMIbHOCTH CYCTABOB

W3 Bcex HHCT c¢ cormacoBaHHBIMYM KPUTEPUSIMU KITH-
Huueckoit quarnoctuku, CI'MC Haubonee pacrpocTpaHeH
B KJIMHUYECKON MpPaKTHUKe. IMIepMOOMIBHBIMU CIIEIyeT
CUMTAThb CYCTaBbl C M30BITOYHBIM OOBEMOM JBUKEHUIA.
OnenuBasg 'MC cnenyeT y9UTHIBaTh BO3PACT, TIOJI U 3THU-
YecKoe MPOMCXOXIeHNe MaiueHTa. U3BecTHO, 4To y 310-
POBBIX JIIOZIEH CYCTaBHAsI MOOMIBHOCTh CHUXKACTCSI C BO3-
pacToM, y KEHIIUH €¢ YPOBEHb BHINIE, YeM Y MYXYMH,
y BBIXOIIICB M3 A3MM OHa HaMOOJbIIas, y €BPOICHIICB
HanMeHbas [23]. Beipaxennocts TMC cnenyer oreHH-
BaThb 110 AeBATUOAIILHOM 1IKaje Beighton P (Tabmmia 3).

I'MC gaBnsieTcs pe3yabTaTOM CJIabOCTU CBSI30K, KOTO-
pasi HOCUT HACHeICTBEHHBIN xapakrep. OcoOyio pojb
B 9TOM OTHOILIEHUY UTPAIOT MyTallX T€HOB, KOAUPYIOLTUX
KoJIJIareH, 3JacTuH, (GMOPWIIIMH U TeHACUUH X.

I'MC mMoxeT OBITh TPUOOPETEHHOI, ITOCKOJIBKY 00beM
IBIKEHUI B CycTaBaX MOXET OBITh YBEIMUYEH J0O TUIIEPMO-
OMJIBHOTO TIOA BO3ICHCTBHMEM TPEHHMPOBOK. ApPTHCTaM
OaneTa, He 00JIaIAIOIIUM HACIEACTBEHHOM MOBBIIIEHHOMN
PaCTSZKMMOCTBIO CBSI30K, IPUXOIUTCS Pa3BUBATh TUIIEP-
MOOMJIBHOCTH OIpPENeICHHBIX CYCTaBOB, IIPU 3TOM HM3HA-
YaJbHO HEM3MEHEHHBIE OKOJIOCYCTaBHBIC TKAHU 3aIIHINa-
10T uX OT TpaBM [37].

CI'MC cnenyet Ha3bpIBaTh coueTaHue Mpru3HakKoB [MC
C KJIIMHUYECKOW CHMMNTOMATUMKOM. Peub uaer o yacThix
BBIBUXaX U ITOIBBIBUXaX CYCTaBOB, apTPajTusX, BOBJICYE-
Hun BHC (BJl — BeretatuBHas aucyHKIMSA). Takum
o0pa3oM, Id TMOHMMaHMUS B3auMocBs3eir Mmexny [TMC
u CI'MC ymectHo nipuBectu popmyny Grahame R [35]:

I'MC + cumnromatnka = CI'MC.

Kmanueckue npusHaku CI'MC gacTuyHO coBNagaloT
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Taomuuna 4

IlepecmoTpeHHble ArarHocTUueckue kpurepuu CI'MC** [33]

Bosbmue kpurepun Mausie Kputepun

o [lokasarens Beighton 4/9 wnu Boite .
(KaK npu o0clieoBaHUM, TaK U B IPO-  ®
1IoM)*. CIOHAMJIONUCTES™,
e Aprpanrus > 4 CycTaBOB B TeUeHUE > 3 o
MecsILeB*. .
BWT, OYpPCHT.
e MB.

IMokazatens Beighton 1,2 wmt 3/9 (0, 1, 2 wnm 3, y marenTa > 50 jet)*.
Aptpanrus > 3 mec. B 1—3 cyctaBax uim 007b B CiuHe > 3 Mec.), CIIOHAMUIE3, CIOHAIe3/

CwMenieHue,/monBBIBIX > | cycTaBa win | cyctaBa ¢ HEOMHOKPATHBIM MTOBTOPEHUEM.
Bocnanenue Msrkux okojaocycTaBHbIX TKaHei. [ToBpexaeHust > 3: aNMKOHIWINUT, TEHIOCUHO-

o AHOMAaJIMM KOXU: CTPUM, TUTIEPPACTSKUMOCTb, TOHKAsl KOXa, 00pa3oBaHue PyOLIOB MO TUITY

ManupoOCHOM OyMaru.

L HpI/IBHaKI/I, CBS3aHHBIC C OpraHaMu 3pCHUSI: SIIMKAHTYC WU MUOIINSI, NN AHTUMOHTOJIOUTHBIN

paspe3 rias.

. Bapuko3Hble BeHbI, U1 I'pblKa, WINX BbIITAACHUE MaTKH/HDHMOﬁ KHWIIKHA.

TTpumeyanue:* CoueTaHre OOJBLIMX U MAJIIX KPUTEPUEB MO HOMEPOM | U 2, COOTBETCTBEHHO, UCKIIOYaeTcs. ** Kpurepuu NpuMEeHUMBI JUIS JIULT

B Bo3pacTte 16-85 Jet.

¢ TakoBbiMK Tipu Apyrux HHCT. K wum, nmomumo TMC,
OTHOCSTCS TTOBBIIIIEHHAs PACTSDKUMOCTD KOXKHU, HapyIleH1e
pyoOlLeBaHus U cTpuu, MapdaHouaHas BHelHOCTb (MB),
a takxe ocreorneHusi. CymiectByeT MHeHue, uto CI'MC
u runepmoouibHyto hopmy BJIC (panee umeHoBanu 3J1C,
tun IIl) chnenyer cumrath omHo3HauHbIMU [33]. CIT'MC,
XOT$I M He YMEHBIIAET MPOIOJIKUTETbHOCTY XU3HHU, CYIIEC-
TBEHHO CHIIKAeT €€ KauyeCTBO, T. K. COIPOBOXIACTCS BO3-
HUKHOBEHHEM CYCTaBHBIX OOJIEi U HETPYIOCITOCOOHOCTBIO.

B Tabnuue 4 npusenensl kputepuu CI'MC.

CI'MC anarHoCTUpPYIOT IpU HATUYUM 2 OOJBLINX KPU-
TepueB 100 1 0ONBILIOTO U 2 MaJIbIX, WU 4 MaJIbIX KpUTe-
pUEB. 2 MaJbIX KPUTEPHUS IOCTaTOYHBI, €CJIU MMEETCs
OJIM3KMIA POACTBEHHMK, CTpagarolIvii TaHHBIM 3a00jeBa-
HueM. CI'MC wuckmouaior npu Haauuuu CM unu COII,
HMHBIX TUTIOB, KpoMe runiepMoouibHoro tuna D1 C (panee—
BIC III), B COOTBETCTBUMU C ONPEAEICHUIMU, PEAYCMOT-
peHHbIMU “TenTckumu” [27] u “BunnbdpaHILICKUMU Kpu-
Tepusimu” [23].

Takum obpaszom, nuarHo3 CI'MC ycraHaBIMBalOT IIpu
Hanmmuun I'MC u cycTaBHBIX 0oJiei, MpeaBapUTEIbHO

uckmouuB CM u CO/. InarHo3 CI'MC y yactu naiueH-
TOB B HACTOSIIIIEE BPEMST MOXKET OBITh IOATBEPKIEH Jlabopa-
TOPHBIM aHAJTM30M YPOBHSI TeHACLIMHA- X CHIBOPOTKU KPOBU
W TIpM OTIpeeJIeHUH MOJMMOpGbur3Ma TeHa TeHacliMHa-X.

B 3aximoueHue ciaeayeT MOAYepKHYTh, YTO B OTIIMYME
OT JAPYIUX, pacCMOTpeHHBIX Bbille, BapuaHToB HHCT,
CI'MC BcTpeuaeTcs JOCTaTOYHO 4YacTo, 4YTO TpeOyer
00CYXICHMSI aITOPUTMA €T0 TMarHOCTUKH.

4.5. A.TII‘OPI/ITM JAUATHOCTHUKU HACJ/ICACTBCHHbBIX
HapyIIeHUd COeTUHUTEIbHON TKAH!

AJITOPUTM JMAaTHOCTUKM OCHOBHBIX KJIACCH(DHUIMpYe-
Mbix HHCT y nauuenroB ¢ npuzHakamu 'MC npencras-
JieH Ha cxeMe [38] (pucyHoK 2).

OrnpeneneHHblii HaOOp BHEIIHMX MPU3HAKOB TTO3BOJISIET
¢ OOJIBIIIOI J0JTEH BEPOSITHOCTH TIPETIOIOKUTD HATMYKE TOTO
wi uHoro HHCT. HaumeHblieit uarHocTMYECKOM Crelu-
(pUYHOCTBIO 00J1aAIOT cycTaBHBIE MpU3HaKu, a IMC Moxer
MIPUCYTCTBOBATh IMPAKTUYECKM TPU BCEX MMCIUIACTUYECKUX
cuHapoMax 1 eHotumax. CouyeTaHue KOCTHBIX M CYCTaBHBIX
MapKepoB JaeT OCHOBaHME JUIS JMATHOCTUYECKOTO ITOMCKa

Anroputm  gunarsoctukn HHCT

y naumentoe ¢ TMC (E Malfait et al., 2006 )

[MNeppacTARKMOCTD)

KposoToum
Tpoduueck

aHeBpK13Ma aopTbl

POMASHHDIE BBIBUXY

CuHapom Jnepca

HecoseplueHHbIA
—[anno?
_ ocTeoreHes?
(kpome IIl Tuna)? ||

BUORCHA KOMM:

COL3A1,COLSAL,

MapdaHongHan

CuHgpom
MapdaHa?

MpblweuHan

ToHKMe pyBul TMNOTOHMA

MapdaHougHas KOHTpakTypsl
Auzmopdum
VYMCTBEHHAA

PeancTeHTHOCTB K oTCTanocT

NWOoKanHY

CuvHgpom T

rmnepm 06KMNbHOCTH
HacnepcTBEHHbIE

CycTaBoe

(34 11l Tun) SHHAEDMG

OnpegensHie HAansHenues
TeHACKKHA X copTBeTCIByLes

||E CBIEDPOTHE KpOBWY oéene,q,omun'e

Puc. 2 Anroput™ nuarHoctuku Kiaccuduuupyembix HHCT y nauuentos ¢ npusHakamu T'MC [38].
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CM u poxacteenHbix emy HHCT. BoisiBneHue mnpr3HaKoB
M3MEHEHUSI KOXXU B COYETAHNM C CYCTABHBIMU ¥/ VJT KOCTHBI-
MU KPUTEPUSIMUA YKA3bIBAET HA BHICOKYIO BEPOSITHOCTh HAJIM-
yust COJI. [oBbIIeHHAST IOMKOCTh KOCTEH, TOTyObIe CKIIEpPhI
B COYETAHUM C HU3KOPOCJIOCTBIO JAI0T OCHOBaHME IS Ava-
rHoctukyu HO. Hakonen, Hamure Habopa rnpusHakoB TMC
TPYA OTCYTCTBUU MPU3HAKOB BOBJIEUEHUST KOCTHOW CUCTEMBI
U KOXU MOXeT yKa3biBaTh Ha CTMC.

Onupasich Ha pe3ynbTaThl (DEHOTUNMMYECKOTO U KJIM-
HUYECKOTo 00CIe0BaHus, Bpay J0JKEH HAMPaBUTh MallK-
€HTa Ha MEIUKO-TEHETUYECKYIO KOHCYJIBTALINIO IJIS1 MOJIE-

KYJISIPHO-T€HETUYECKOT0, UMMYHOTUCTOXMMUYECKOTO WJIH
WHBIX CMEeLUANbHBIX UCCAeI0BAHUIM, TTO3BOJISIIOLINX YTOU-
HUTb AUATHO3.

OnHako, Hapsimy C HacJeNCTBEHHbIMM CHHIPOMaMHu,
JMUATHOCTUYECKUE KPUTEPUU KOTOPHIX MU3BECTHBI, IIIMPOKO
pacnpocTpaHeHbl CUHAPOMBI U (DEHOTUIIBI, OOJagaroIIme
o01mumMuy yepramu ¢ BeiieHa3BaHHbIMU HHCT, Ho He mofi-
HOCTbIO COOTBETCTBYIOILLIME COIJIACOBAHHBIM KPUTEPUSIM.
OTU CUHAPOMBI U PEHOTUITBI UMEIOT CPAaBHUTEBLHO OJ1aro-
TPUSTHBIA MPOTHO3, O0JIee pacIpPOCTPaHEHbl, UM COIMYTC-
TBYIOT ITOCTOSIHHBIE AUATHOCTUYECKUE TPYAHOCTH.

5. HaubGonee paciipoCTpaHCHHBIC JUCINIACTUYCCKNC CUHAPOMbI

1 (DEHOTUIILI

Yucno HHCT, crpynnupoBaHHBIX B CXOIHBIE 11O BHE-
ITHAM ¥ BHUCLIEPAJIbHBIM IIpHU3HAKAM CHHIPOMBI U (heHO-
TUIIBI, BeJrKo. OCOOEHHO Y4acTo B peaslbHOM BpayeOHOM
MPaKTUKe CTAJIKUBAIOTCA C CHHIPOMAaMM, OJU3KUMU
110 cBoeil KinmHn4yecKoii KapTrHe K CM. ITockonbKy naeH-
tudukaimsa otnenbHpX HHCT u3-3a c1o0XXHOCTH OpraHu-
3aLUKA MOJIEKYJISIPHO-TEHETUYECKUX UCCIECIOBAHUI Kpail-
He 3aTpylHeHa, CJeAyeT UCMOJb30BaTh MPUHIMUIIBI OIpE-
JeJIeHUSI CUHAPOMOB U (DeHOTUITOB Ha OCHOBE OJIM30CTHU
1X (peHOTUIUYECKUX MPU3HAKOB. OCHOBAaHMEM ISl TAKO-
IO OIpeIeICHHUS CIIYKAT AJITOPUTMBI, CO3TAHHBIE C MCTIONb-
30BaHUEM OOIIEIPUHATHIX ITOIXOIOB C IPUMEHEHHEM
COIJIaCOBaHHBIX KpuTepueB. OTHaBas JaHb OTEYCCTBEH-
HOW Tpamulliy, TaKWe CHMHIPOMBI U (DEHOTHIIBI CICIyeT
otHectu K JICT.

Huxe npencraBiaeHbl HamOoJiee paclpocTpaHEHHBIE
OUCIIACTMYECKUE CUHAPOMBI M (PEHOTHIIBI, KOTOPBIE
JaCcTO MMEIOT CXOTHBIC BHEITHME IIPOSIBIICHMS.

Haubonee pacnpocTpaHeHHbIe CUHIPOMBI 1 (heHOTH-
I1bI, BKJIIOYEHHBIC B TIOHATHE “MUCIUIA3HUS COCAMHUTEIb-
Hoii Tkann”: [IMK, MB, MII®, BI1®, CI'MC, cunapo-
MBI CO cMeITaHHBIM (beHoTHIIOM (CD), HeKTaccupuIupy-
emblii heHotun (HK®D).

B nepeuens BkmoueH CI'MC, anropuT™Mbl AMarHOCTH-
K KOTOPOTIO paccMaTpUBAIUCh paHee. Bce CHHIPOMEBI
1 (DEHOTHUIIBI PACIIONOXKEHBI B TIOPSIIKE YOBIBAHUS MX KIIH-
HUYECKOU 3HAYMMOCTH.

[IepBrie Tpu cuHAPOMA U (PEHOTHUIIA YACTUIHO COBIIA-
JIAIOT 10 KIMMHWYecKUM TiposiBieHussM ¢ CM. JIBa cienyio-
X (PeHOTHa M CUMHAPOMA MMEIOT MHOTO OOIIMX YepT
C KJIJACCUYECKUM U TMIepMOOMIBbHBIM TuIaMu CH/I.

OCHOBOJ 1J11 IUarHOCTUKY TaKNX CUHIPOMOB U (peHO-
THUIIOB JOJDKHBI CTaTh Pe3yJIbTaThl CEMENHOTO, TeHEaI0TH-
4ecKOro M (PeHOTMIIMYECKOTo OOCIeIOBaHMS, HaHHBIC
OxoKTI' n Y3U opraHoB OpIOIIHOI TOJOCTH M TOYEK.
W3 mHoxectBa BHemHUX npu3HakoB HHCT npuopureT-
HBI T¢, KOTOPBIE MCITOJIB3YIOTCS B MEXKIYHAPOIHBIX PEKO-
MEHIALMSIX B KavyecTBe OOJBINMX M MAaJbIX KPUTEPHCB
HHCT.

JI1s1 OLIeHKM BOBJIEUEHMS TOM WJIM UHOM CUCTEMBI Clie-
IIyeT OIMPaThCs Ha KPUTEPUH, N3IOXKEHHBIE B PEKOMEHIA-
muax: “Ienrckue kpurepum” guarHoctuku CM;

“Bunnbdpaniickue kKputepun” puarHoctTuku COJI;
“Bbpaititonckue kputepun” guarHoctuku CI'MC; peko-
MeHmaunu American Heart Association (AHA) mo Beme-
HUIO OOJIBHBIX € TIATOJIOTMEN KiianaHoB cepaia [20].

BaxxHO MOAYEPKHYTH, YTO OUATHOCTUKA MEPEUUCICH-
HBIX CHHIPOMOB U (DEHOTHIIOB TpeOyeT He TOJBKO 3HAHMS
OCHOBHBIX nMpu3HakoB 1 anroputMoB HHCT, Ho 1 pe3yib-
TaTOB ceMeltHOro, 1abopaTOpHOro o0caea0BaHUI MeTabo-
muszma CT.

OCHOBY aJITOPUTMA TUATHOCTUKY Ha3BaHHBIX CUHIPO-
MOB ¥ (PeHOTHUIIOB COCTABJISIIOT T€ K€ IIPUHITUIIBI IETCHUS
IUATHOCTUIECKNX KPUTEPHEB Ha OOJIBbINME U Majible, KaK
3TO CHEJaHO B COTJIACOBAaHHBIX IKCIIEpTaMH PEKOMEHIA-
musax mo auarHoctuke ocHoBHBIX HHCT, ncmomnb3ayiorcst
TOT e HabOp MapKepOB U TE XKe ITOIXOBI K OIICHKE CTeTIe-
HU uX BbIpaxXeHHocTH. CorimacHo “IeHTCKMM KpUTepH-
sIM”, OOJIbIINEe KPUTEPUU CBUAETEIBCTBYIOT O HAIMYUU
B COOTBETCTBYIOIIEH CHCTeME ITaTOJOTMYECKUX M3MEHe-
HMil. Manble KpUTeprun, a B HEKOTOPBIX CIyYasX OIMH
0OJIBIION, CBUIETENLCTBYIOT 00 Y4YacCTMM CHUCTEMBI
B HacnencTBeHHoM matoorun CT.

5.1. AnropuT™bl JMATHOCTHKH JAMUCILIACTHYECKHX
CHHAPOMOB ¥ ()eHOTHIIOB
5.1.1. TIIponanc MUTPAILHOTO KJIANIAHA

I[IMK ompenensior cerogHst mo gaHHEIM IxoKI' kak
BBIOYyXaHUE OTHON U/WIM 00euX CTBOPOK MUTPAJIBHOTO
KJIallaHa B ITOJIOCTB JieBoro mpeacepaust (JIIT) > 2 MM Hag
YPOBHEM MUTPAJILHOTO KOJIBLA B TIapacTepHAIbHOM 1TO3M -
UM 110 JUIMHHOM OCH C MMKCOMATO3HOM JereHepaluei
(M) ctBopoK wiu 6e3 Hee, C MUTPAIbHOM peryprutanyeit
(MP) mnu 6e3 Hee [20].

Takast hopMy/IMpPOBKa HOIMYCKAeT BKIIOYCHHUE B TIOHS -

tue IIMK cambIx pa3HbIX BApUAHTOB:

— 0e300unHbIil Dx0KI-(heHOMEH, BO3HMKAIOIIWIA
13-3a M30BITOYHOM IUIMHBI CTBOPOK WJIM MX BBICO-
KOM 3JIACTUIHOCTH Y JIUII MOJIOZOTO BO3pacTa, 0CO-
OCHHO Y MOJIOIBIX XKEHIINH;

— MAC, ygacto conmpoBoXaalonas Ipyrue Kiaccudu-
LIHUpyeMble ¥ HEKJIacCU(PUINPYeMbIe IHCILIACTH-
YeCKUe CUHIPOMBIL;

— CAMOCTOSITEJIbHBIM KIMHUYECKU W TIPOTHOCTUYESCKU
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3HAYMMBI CUHIPOM: epBUYHBIN ceMelHbiii [IMK
(Familial mitral valve prolapse;— MIM 157700),
nanee,— cuHapoMm [IMK u mepBuyHBI MUKCOMa-
to3Hblil [IMK (Myxomatous mitral valve prolapse—
MIM 607829 uu MIM 610840). Bo3aMoXHBI Hece-
MeitHbie dopmbl cuHapoma [IMK B pesynbrate
CIIOHTAHHbBIX MyTal[Uil TEHOB.

— IUIEHOTPOMHOE MPOSIBIEHNE HEKOTOPBIX Kiaccudu-

uupyemeix HHCT: CM, CBJ1 u np.

IIpexne Bcero, HeoOxoaumo uckimouuth [IMK, cBs-
3aHHbBIA ¢ ogHUM U3 kinaccuduipyembix HHCT. Tlpu
BBISIBJIEHUY ceMeiHOTro i MukcomarozHoro IIMK coot-
BeTcTBylomuii auarHo3: “Cunapom IIMK” wim
“TlepBuunblit MuKcomato3Hbiii [IMK” Gynyt npeamnodru-
TeJIbHBI Tepe]] BCeMU APYTUMU AUCILIACTUYECKUMU CUH]I-
poMamu U eHoTUNaMu. [Ipu AMarHOCTUKE TEHETUYECKU
JeTepMUHUPOBaHHOTO nepBuuHoro [IMK Hesnb3s orpanu-
YUTbCS JUIIb (opMabHO BbIMOJHEHHOU OX0KI B cTan-
JAPTHBIX MO3ULUSAX, HEOOXOIUMO YYUTHIBATh PE3YJIBTATHI
00cienoBaHUs ceMbU, (PEHOTUNUYECKNE JaHHbIE U KIIU-
HUYECKYIO KapTUHY 3a00J1€BaHMSI.

IIpu otcyrcTBuM mpusHakoB MJI] CTBOPOK M MWHM-
ManbHOii MP Heobxonuma mudbdepeHIanbHas AUarHoc-
tuka Mexay cuaapomoM ITMK, TTMK kak onnoit uz MAC
U BapuaHTOM HOpMBI. [luarHocTrka cunapoma [IMK nomxk-
Ha OCHOBBIBAThCS Ha KIIMHUYecKUX 1 OXoKT mannbix [1,20].
Cunapom ITMK— 310 couetanue OxoKI-npusHakoB mpo-
JIaOMPOBAHUST CTBOPOK/CTBOPKY C KIIMHUYECKUMU JaHHBI-
MU: CUCTOJMYECKUI KUK U CUCTOIMYECKUIA IIyM, TUIIO-
TEH3USI U OPTOCTATUYECKAs HEeAOCTaTOYHOCTh, BJI, aput-
MUYECKUI CHHAPOM U U3MEHEHUS Ha 3JIEKTPOKAPIUOTpaM-
Me (OKT). Ipu uckmoyennu cunapoma I[IMK BeiOyxaHue
CTBOPOK > 2 MM HaJl YPOBHEM MUTPAIBHOTO KOJIbIIa MOXHO
paclieHUTh Kak oauH u3 BapuaHToB MAC, KOJM4ecTBO
KOTOPBIX, KaK U3BECTHO, TECHO KOPPEIUPYET C KOJIUYECT-
BOM BbIsIBISieMbIx BHelmHux npusHakos HHCT [19].
He cnenyet 3a0b1BaTh 0 BO3MOXHOCTH BBIOYXaHMSI CTBOPOK
Ha 2 MM HaJ YpPOBHEM MMWTPAJIBHOTO KOJblia 0e3
MP u M1 kak BapraHTe HOPMBI.

5.1.2. MapcdanouaHasi BHEHIHOCTD

HNuarHo3 MB crenyet yctaHaBIMBaTh B COOTBETCTBUU
¢ [eHTCKUMY KPUTEPUSIMU TTPU HAJTMYUU TTPU3HAKOB BOB-
JIEYEHUSI KOCTHOM CUCTEMBI M OTCYTCTBUU MPU3HAKOB BOB-
JIeYeHUs1 3pUTEIbHOTO ammapara, CepAeYHO-COCYIUCTON
U IbIxaTeabHoi cucteM (IenTckue kpurepuu, pasnen 3.1).
HamomHuM, 4TO KOCTHasi cuCTeMa CYMTAETCS BOBJIEUEH-
HOI1, €CT IPUCYTCTBYIOT 4 U3 § MaJIbIX KPUTEPUEB, XapaK-
TepU3YIOLIUX JOJIUXOCTEHOMENUIO. /IS OLIeHKU BOBJEYe-
HUSI KOCTHOM CUCTEMBI CJIeyeT UCIIOJIb30BaTh KPUTEPUH,
TpuBeNeHHbIe Hike [38].

Ilpusznaku MB

— ApaxHOAaKTUIUS (CUMITOMBI OOJIBIIOTO Majibla +

3aMsCThs).

— Ckonnotnyeckast neopmManvisi HO3BOHOYHMKA.

— Boponkoob6pa3Has aedpopMalius rpyaHoi KIETKH.

— KunesunHas nedopmanus rpyagHoii KJIETKU.

— OrTHollleHrEe pa3Maxa pyK K pOCTy paBeH Wiu Ooee

1,03.

— OrtHouleHne BepXHEro (M0 JIOHHOTO CpAallleHMUs])
1 HMXXHETO CeTMEHTOB Tesia MeHee (,89.

— Inna xucty 6onee 11% ot pocra.

— Inuna crombl 6onee 15% ot pocTa.

MB BHEITHOCTb MOXET ObITh CAMOCTOSITEIbHBIM CUH]I-
pomoM (cuHapom Loeys-Dietz tum 2B; LDS2B— 610380)
wiu nposiBienueM npyrux HHCT: CM, nepsuunsii [IMK,
MASS-cuHapOM, BpOXIEHHAsE KOHTPAKTYpHAas apaxHo-
JAKTWIAS U JIp.

5.1.3. Mapdanononoonslii peHoTHI

MII® nuarHOCTUPYIOT IPY HAIMYUU TTPU3HAKOB BOB-
JIeYeHUsI KOCTHOW CUCTEMBI B COYETAHUU C MaTOJOr1yec-
KUMU U3MEHEHUSIMU OJTHOI U3 BUCLIEPATTBHBIX CUCTEM MU
TPU3HAKaMU BOBJIEYECHMUS elle ABYX CUCTeM. B obs3aTesnb-
HBI TepeYeHb UCCIeJOBAHUI KOCTHOI CUCTEMBI OOBHBIX
¢ nono3peHreM Ha CM cornacHo [eHTCKUM KpUTEpUSIM
BKITIOUeHBl: RO mcciemoBaHue Ta300eqpeHHBIX CYCTaBOB
u KT v MPT no3BoHOYHUKA.

B MII® wmoryr OBITH BKITIOUYEHH KakK CiIydyau
CM c HENOJHBIM COOTBETCTBUEM “[EHTCKMM KpUTEpU-
am”, Tak u uensii psan poacteeHHbix ¢ CM HHCT, xoro-
peie niepeuunciensl B [Ipunoxenuu 1. Heobxonumo mom-
HUTb, YTO OTCYTCTBUE MOJHOTO Habopa “IeHTCKUX KpuUTe-
pueB” CM, He CHUXAET OMACHOCTU PAa3BUTUS OCTIOXHE-
HMUI1, CBI3aHHBIX C PACCJOEHUEM U Pa3PBIBOM a0PThI, XOTS
TaKUe OCJIOXHEHUS MOSIBJISIIOTCS Y OOJBHBIX C HE MOJTHBIM
HabopoM KpuTepueB B Oosee no3aHeM Bo3pacte [30].
5.1.4. Dnepconoao0HbIil (heHOTHI

BID — 310 MMPOKU AUATIA30H COCTOSTHUI OT “HETOJ-
Horo” COJI] no BechMa JETKUX OTKJIIOHEHW, TMarHOCTHU-
pYeMbIX TMPU HATWYUU MaIbIX MPU3HAKOB HM3MEHEHUS
KOXU, MBIIIII, CYCTABOB, a TAKXE COCYIO0B. [J1aBHOE ycII0-
Bue muarHocTuku DI1D— Hammume He MeHee 2 MabiX
KpuTepueB BoBieueHUs Koxu (“BuuibdpaHnickue Kpu-
Tepun”, pasaen 3.2). Heo6xoaumMo UMETh B BUAY, YTO MPU
YIIPOLIIEHHOM alropuT™Me nuarHoctuku B DIID moryr
OBITh BKJIIOYEHBI KAK HEKOTOPBIE CYOKIMHUYECKUE Bapy-
AHTBl YX€ W3BECTHBIX IIECTH MOATUIOB, YMOMSHYTHIX
B “BusutbpaHIICKUX KPUTEPUSIX’, TAK U MHOXECTBO €11E
He Kjaccu(puuupoBaHHbIX BapuaHToB CO/I.

5.1.5 Cmemannblii peHOTHT

C® nrarHoCTUPYIOT NIPY HATMIUU MapKEPOB BOBJIEUE-
HUS1 KOCTHOM cucteMbl, Koxku 1 'MC. BoBneyeHue KocT-
HOI CHCTEMBI CJIe/IyeT OIIEHMBATh MO “IeHTCKUM KpUTepu-
sm” [27], ucnonb3yeMbIM 1Sl tuarHocTuku MB (4 u3 §
KPUTEPUEB); KOXU— MPU HATAYUU HE MEHEEe 2 KOXHBIX
KpuTepues; cycTaBoB— mpu Hamuuuu [MC > 4 Ganios
[23]. Takoe omHOBpeMEHHOE MPUCYTCTBUE IPU3HAKOB,
YKa3bIBAIOIIMX HA BOBJEYEHUE KOCTHOW CUCTEMBI, KOXU
U cycTaBoB (overlap syndrome), BIIOJIHE JOIMYCKAET HaJIM-
yyue KJIVMHUYECKM M TeMOAMHAMUYECKH HE3HAYUMOTO
IIMK (otcyrctBue mpusHakoB M/l u BeipaxeHHOi MP).
BosmoxHocTs couetanus npusHakoB HHCT npencrasie-
Ha Ha pUCYHKe 3.

5.1.6. CunzapoM runepMoOHIbHOCTH CYCTABOB

HuarnHoctuka CI'MC 0bl1a paccMoTpeHa B paszjelie
4.4, OHa ocHOBaHa Ha “BpalTOHCKUX KpUTEPUSIX”, TTO3MI-
Hee peBu30BaHHBIX [33]. Kak 1 Bce BhILIETIEpEUNCIIEHHbIE
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cuHapombl U deHotumnbl, CI'MC auarHocTUpyoT JUIIb
Ha OCHOBE OOIIHOCTU KJIMHUYECKUX TPU3HAKOB; OH TeHe-
Trdecku HeopHopoaeH. CITMC MoxeT BKIIIOYATh Clydyau
MyTalluM HE TOJBKO TFeHa TeHAaclUMHa-X, HO W JIPYTUX
TeHOB, OTBETCTBEHHBIX 3a (POPMHUPOBAHUE CTPYKTYPHI
U GyHKIIMM 6ETKOB BHEKIIETOYHOTO MaTPUKCA.

5.1.7. Heknaccudunmpyembrii peHoTun

OteuectBeHHble uccienoBanusd HHCT ocHoBaHBI
Ha KOJIMYECTBEHHOM WX OAJIbHOM MOIXOAAX K AUarHOC-
tuke HHCT. OHM no3BoJMIM TPOAEMOHCTPUPOBATh BKJIAJ,
HHCT B dopmupoBaHue 0coOEHHOCTEN KIWHUYECKOM
KapTUHBl MHOTMX 3a00JieBaHUII BHYTPEHHUX OPIraHOB,
pasBuBIuxcs Ha (one npusHakoB ICT. Ocobo cienyer
ocraHoBuThcd Ha HK®. InarHoctnika HK®, B ommmune
OT JOpYyTrUX OCHOBaHA HAa KOJWYECTBEHHOM IMPUHIIMIIE.
3axmouenne o HK® crnemyer menaTh Tpu BBISBIEHUU
He MeHee 6 MaJIbIX BHEIITHHMX W,/WJIN BUCLIEPAJTbHBIX KPUTE-
pues IICT, mocie MCKIIOYEHUS] BCEX BBILIETIEPEUUCIICH-
HBIX CHUHIPOMOB, Hanuuuu otsaromeHHoro nmo HHCT
CEMEIHOr0 aHaMHEe3a U Pe3yJbTaTOB J1a00OPaTOPHBIX aHa-
JIN30B, MOATBEepXKIaOIIMX HapylneHue Metadoausma CT.
5.1.8. 3akmoyeHus: 0 HAPYIEHUSX COEANHUTEIBHOM
TKaHH, He TpeOyIoIue BhIHECEHUS B TUATHO3
(HeIMArHOCTHYECKHE)

Hcxonst U3 MaHHBIX JUTEPATYphl O BO3MOXHOCTHU
WCTIOJTb30BaHUS KOJTMYECTBEHHOTO U/ VTN OAJTTBHOTO TIOJ-
xona s pacno3HaBanus ICT [8,9], cienyeT mponokKuth
WCCIENOBAHUS KIMHUYECKON 3HAYUMOCTU OTAEIbHBIX
npuzHakoB HHCT 1 BO3MOXHOCTM NMpPUMEHEHUS TpU-
HIIMIA ONpPEAEIeHNS TTOpOra CTUTMAaTU3aLMK [UTS Pacios3-
HaBanus JCT. Peub uaet o cirydasix BeISIBIEHUS OOJBIIOTO
yucaa BHEUTHUX ¥W/Win BuclepanbHbix pusHakos JICT,
a Takxe o foopoxkavectseHHoit ITMC.

IloBplllIeHHAd IMCIUIACTAYECKAsd CTUTMAaTHU3alNs
Iac

— Hanuuue 3-5 mManbIx BHEIIHUX KPUTEPUEB AUCILIA-
3UMU.

— PaznuuHble cOYETaHUSI MAaJIbIX KOCTHBIX, KOXHBIX
U CYCTaBHBIX KPUTEPUEB, KOTOPbIE HE MO3BOJISIOT
KJIacCU(MULIMPOBATD OIMH U3 BBILIETIEPEUMCIEHHBIX
CUHAPOMOB U (DEHOTUIIOB.

IpeumyiiectBernHo BucuepanbHad [1JIC (TTACB)

— Hannuune eIMHUYHBIX MajibIX BHEIIHUX KPUTEPUEB
ACT.

— Hamumuue > 3 MAC, Bruioyast yIUIMHEHUE CTBOPOK
MUTPAJIBHOTO KjanaHa wiu jerkuit [IMK 6e3 npu-
3HakoB MP u M]] u/vnu coeqmHUTETbHOTKAHHOTO
Kapkaca IpYyTMX BHYTPEHHUX OPraHoOB: IUCTOIHS

Puc. 3 B0o3MOXHOCTb YaCTUYHOTO coBraaeHus npusHakoB HHCT
MPU HEKOTOPBIX HAC/IENCTBEHHBIX HAPYILIEHUSIX CTPYKTYPhI
u ¢pyHkuuu CT.

MOYEK, BUCLIEPONTO3, pedIIoKCHas 00JIe3Hb, PELU-
JVBUPYIOIIUI TTHEBMOTOPAKC, TPaXeoOPOHXOMera-
JIYSL, TEMOPPAaruyeCcKuii CHHAPOM U JIp.

Io6pokayecrsennas TMC:

— Hannuue npuznakoB 'MC, onpeneieHHBIX IO IKaie

BeiiroHa Ha > 4 6aJ10B 6€3 apTpaTHUH.

Tpu BBHIIENPUBEJCHHBIX 3aKJIIOUEHUS HE CJeayeT
BBIHOCHUThH B IMArHO3, OJHAKO JajibHEMIlee HAKOIIEHUE
HAyYHBIX JaHHBIX U KJIMHUYECKUX HAOIIONEHUNA MOXET
YTOYHWUTh WX KIMHUYECKYIO 3HAYMMOCTh W OIIPEAEIUTh
BO3MOXKHOCTH TIPAKTUYECKOTO UCTIOTb30BAHUSI.

5.2. TudepennmaibHasg AMATHOCTHKA
PACTIPOCTPAHEHHBIX AUCILIACTHYECKUX CHHAPOMOB
1 )eHOTHIIOB

YyuThiBasi CXOACTBO CUMIITOMATMKM M BO3MOXHOCThb
HaJIMYYS TTOXOXWX BHEITHUX ITPU3HAKOB IIPH Pa3HBIX IHC-
MJIACTUYECKUX CUHIPOMaX, BOIPOCH UG depeHIIMaNbHOM
JIUATHOCTUKU TPEOYIOT YTOUHEHMS:

— TIPUCYTCTBUEC KPHUTCPHEB, ITO3BOJITIONIMX ITOCTABUTH
nuarHo3 “cunapom ITMK wiu nepBUYHBINM MUKCOMa-
To3Hblli [IMK” uckimouaer BO3MOXHOCTb J1I00OTO
13 MIEPEUUCIIEHHBIX HIXKE CUHIPOMOB U (DEHOTUIIOB.

— nuardHo3 MB cTaBST npy HaIUYUU KPUTEPUEB BOB-
JIeYeHUsT KOCTHOM CUCTEMbI U MPU OTCYTCTBUU TTPU-
3HAKOB y4aCTHsl IPYTUX OPraHOB U CUCTEM, XapaK-
TepHbIX 111 CM.

— HauOOoJbIlIME TPYIHOCTA BO3ZHUKAIOT MpU audde-
peHmanbHoi muarHoctuke MII® u DIID, moc-
KOJIbKY TIpY TMEPBOM MOTYT MPUCYTCTBOBATh MPU-
3HAKU U3MEHEHMSI KOXU, TOYHO TaK Xe, KaK IMpu
OIIPO— u3MeHeHUST KOCTHOU CUCTEMBI. B 1momo0-
HBIX CIy4dasiX TIpu qudpepeHIInanbHON TUarHOCTH -
KE€ CJedyeT Y4YMTHIBaThb CTENEHb BBIPAKEHHOCTU
1 KOJIMYECTBO MPU3HAKOB U3MEHEHUI CO CTOPOHBI
ckeneta u Koxu. BepositHocts DID cymiecTBeHHO
MTOBBIIIAETCS TIPY HAJTUINH > 2 KOXKHBIX KPUTEPUCB
1 OTCYTCTBUU KPUTEPUEB JOJUXOCTEHOMEIUN.

— Cungpomsl co CO cremyeT AMarHOCTUPOBATh IIPU
HaJIMYUU MapKepoB BOBJIEUEHUSI KOCTHON CUCTEMBI,
Koxn u cycraBoB. Hammume C® He MCKIIOYaeT
MAP, B T.u. MAC.

— Juarnossl MIT® nnn DI1P MckmoyaoT BO3MOXK-
HocThb HK®.

— 3akmouenre 0 HK® Bo3MOXHO JIUIIIB IIPA OTCYTC-
TBUU KPUTEPHUEB AMATHOCTUKM IPYTUX BEHIIICHA3-
BaHHBIX CUHIPOMOB 1 (DEHOTHUIIOB.

— I[NAC u I CB 3aHMMAIOT MOC/IEAHUE MECTa B Mepap-
XU JIMAaTHOCTUYECKMX 3aKJIIOYEHUI, a OlleHKa
WX KIMHAYECKOW 3HAYMMOCTU TPeOYeT CIIelHMahb-
HBIX UCCJIEIOBaHUM.

JMarHOCTUYECKUI aJrOpyuTM pacro3HaBaHUS IUCI-
JIACTUYECKUX CHHAPOMOB U (PEHOTHMIIOB TIPEACTaBICH
Ha pUCyHKe 4.

JIuarHocTvka CHUHAPOMOB U (DEHOTUIIOB TpedyeT
He TOJIbKO 3HaHUSI BHELIHMX MTPU3HAKOB, HO U 00C/Ie10Ba-
HUSI APYTUX OPraHOB U CUCTEM, TIPEXJe BCEro, CepAeyHO-
cocynuctoii. Ocoboe MeCTo B IMarHOCTHUKE BOBIIECUYEHUSI
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ANFOPHUTM OMATH
KV

TIpM3HaKK BOBABYEHMA:
HocTHoM cucTembl
Komn
CycTaBoB

Mponanc
MHTPaNbHOIO
KnanaHa

Ll

rﬂ anoie aHOManMuu

Manbie aHomanuim
cepaua !

praHoE GPHILIHOK NMoNoCTA
W noueK

WaHHbIA GeHoTHN

eMbli feHoTHN

Puc. 4 ANroput™ AMarHOCTUKM PacHpOCTPAHEHHBIX JUCIIIACTUYECKUX CUHIPOMOB U (DeHOTHUIIOB.

cepalia ¥ COCYIOB B TUCIUIACTHYCCKUI TIPOIIECC 3aHIMMAeT
DxoKIT, 6e3 KoTopoii ceromHs] HEBO3MOXHO HCKITIOUUTH
HAaCJIeACTBEHHYIO MTATOJOTHIO a0PTHI M MUTPAJILHOTO KJla-
maHa. Ha pesyneratax OxoKI' ocHoOBaHa mMarHocTuka
MASS-denoruma u [IMK.

5.3. Bo3pacTHbie acneKTbl JUATHOCTHKH
HACJIeICTBEHHbIX HAPYIICHUIA COeIMHUTEIbHOI
TKAHU

Tenetnueckue neeKTH MOTYT IPOSIBUTLCS B JIIOOOM
BO3pacTe, M YeM paHbIIe OHM TOSBISIIOTCS, TeM Ooee
BBIpaXkeHa KIIMHNYECKAast KAPTUHA 3a00JIcBaHUS U TSLKENee
MPpOrHo3. B mpotiecce pocTa 1 pa3BUTHSI OpraHM3Ma HaKarl-
nuBaroTcs gedexTol B cucteMe CT: 6ekax BHEKJIETOYHOTO
MaTpuKca, hepMeHTax, KIeTKax. Bo3pacT mosBneHus Kiv-
Hudeckux npusHakoB pa3nnuHbix HHCT 3aBucut ot Bpe-
MEHHBIX 3aKOHOMEPHOCTEM T€HHOM SKCIIPECCUM, ITCHET-
PAHTHOCTH I'€HOB M (PaKTOPOB BHEITHEH CPEIBI.

M3BecTHO, YTO B paHHEM JIETCKOM BO3pacTe TUarHOC-
TnKa CM BBI3BIBAET O0COOBIE 3aTpyIHEHMSI, 1 HA OCHOBE
KIMHUYECKUX JAHHBIX BO3MOXHA JIMIIL B 56% ciy4aeB
[30]. C opyroii croponsl, nnarHoctTnka CI'MC 1o KImHu-
yeckoii KaptrHe 'MC mmpocTo HeBO3MOXHA Y IeTe 1 oI -
pocTkoB < 16 JeT.

Kacasich Bo3pacTHBIX acIleKTOB TUAaTHOCTUKH, CIIEAYeT
MMOMTYEePKHYTh, YTO MHOTHE TPU3HAKU, OOBIYHO acCOIINH-
pytontuecst ¢ HHCT, MoryT OBITh CBSI3aHBI ¢ TIpOLIeCCaMU
CTapeHUST: CKOIMOTHYECKAs Ae(popMaIiisl TO3BOHOYHUKA,
IJIOCKOCTOITHE, BApMKO3HAs 00JIe3Hb M IIp., YTO, €CTECT-
BEHHO, 3aTPyOHSAET BBISIBICHHWE MHOTUX CHHIPOMOB
1 GEHOTUIIOB Y JIMI[ CTApIIMX BO3pAcTHBIX Ipyrm [8].
Hdpyrue, HaripuMep, MOOMILHOCTb CYCTaBOB, C BO3PacTOM
YMEHBIIAIOTCS, YTO TaKXKe TPeOyeT TIATeIEHOTO U IIeyie-
HaIIpaBJIeHHOTO cOOpa aHaMHe3a IS YTOYHCHUS TMarHo-
3a CI'MC. HauGombleil 4yBCTBUTEIHHOCTBIO U CIIEIU-
¢uuHOCTBIO Mg KiIMHMYecKoil amarHoctuku HHCT
00J1a1a10T KOCTHBIE IMpU3HaKK [1].

5.4. HacnencrBeHHble HApyHIeHUS
COCHHHHTCHLHOﬁ TKAHU U MEXTYHApOaHadA
Kiaaccudukanusa 6oae3neii (10 mepecmorp)

B MKB-10 orpaxkeHbl ocHoBHbIe MOHOTeHHBIe HHCT
1 HECKOJIPKO HACJIeACTBEHHBIX CUHAPOMOB, OTHECEHHBIX
k rpynne JCT. Q 78.0 HecoBeplieHHBI# OCTeOreHes.
BpoxneHHast omkocth kocteit; Q 79.6 COM; Q 87.4
CM; I 34.1 IIMK; M 35.7 TunepMoOWIbHBII CUHAPOM
Pa300ITaHHOCTU, M3IUIIHEH MoaBUXHOCTH. CeMelHas
¢1ab0CTh CBA30K.

[Ipu xoaupoBaHWY TUArHO3a Y MALMEHTOB C CUHIPO-
MaMd 4 (peHoTHImamMM, He KiIacCU(GUUUPOBAaHHBIMU
B MKB-10, Harmpumep MB, MIT® u nip., cieayet UCIoNb-
30BaTh BeAylllMe KIMHUYECKUE KPUTEPUH, PYOpHUII-
poBaHHbie B MKDB. [l onucaHus MoaMopraHHbIX Mopa-
KEHUI 3a4acTyl0 HETOCTaTOYHO ONHOIO Mudpa, TOJbKO
COBOKYIMHOCTh KogoB MKDB mo3BosisieT oTpa3uTh YHU-
KanbHbell HaOop npusHakoB HHCT y koHKpeTHOro
MalyeHTa.

IIpu opMynnMpoBKe AMarHo3a y MmalueHTa ¢ Ipu3Ha-
kaMu HHCT Heo0xomuMo CTpeMUTbCA Ha OCHOBaHUU
Pe3yJIBTaTOB 00C/IeI0BaHUs TUATHOCTUPOBATh IUCILIAC-
TUYECKHE CUHAPOMBI U (eHOTUIBL. B ciydasx, korma
KIMHMYECKUE KPUTEPUU IO3BOJISIIOT IOCTaBUTh COOT-
BETCTBYIOIIMIA TMAaTHO3, HET HEOOXOAUMOCTH TPEeNBaPSITh
ero tepmuHOoM JICT, TouHO TakXe KakK He CIeAyeT YKa3bl-
Bath nepen auarHozoM CM — “moHoreHHoe HHCT”.
Juarno3 HK® MoxHO MCITONb30BaTh IUIS TEX CIIyJaes,
Korga KiacCuuUMpoBaTh AUCILIACTUYECKMM CHUHAPOM
Wi (HEHOTMIT He IpeACTaBiIsieTcss BO3MOXHBIM. [lpu
3TOM B JIIOOOM Cily4ae nmpu (popMyIupoBKe IUarHo3a ciie-
JIyeT yKa3blBaTh UMeloluecs y naureHTa npusHaku JCT,
bopmupyst, TakuM 00pa3oM, MOPTPET MALIMEHTa, ITOHST-
HBII Bpady IIpM MOCJEAYIOIEM KOHTAKTe.

B Ipunoxenuu 2 npuBeaecHb IpUMeEPHl GOPMYIHUPO-
BaHMsI JUATHO30B y JIMI] ¢ Pa3IMYHBIMU AMCIIACTUYEC-
KUMU CUHIPOMaMHM U (DeHOTUITAMMU.
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6. TakTuKa BelleHUS U JIeUeHUE MallIEHTOB C HaCJICACTBECHHbIMU
HAapyHICHUAMU COCIMHUTEJIbHOM TKAHU

CerogHsl ycwiusl uccleqoBaTefieil HampaBeHbl
Ha TOMCK METOJOB F€HHOU MHXEHEepPUU ISl KOPpEeKIUU
reHeTHuyeckux nedexton. BMecrte ¢ TeM, peanbHasi TOMOIIb
MalyeHTaM HaxoAUTCs B cpepe MPakKTUIeCKON MeTULIMHBI
U 3aKJIoyYaeTcss B pa3paboTke OOIUX MEPONPUITHI
no muarHoctrke 1 jedeHno HHCT B meiom 1 MeTOmOB
NMpoUIaKTUKKU U TEPANUK OTAETbHBIX (GOPM.

6.1. O0mue NoaXo/bl K JIeUEHHI0
HACJIeICTBEHHBIX HAPYIICHUIi COeINHUTEILHON
TKaHU

Oo6mue noxxons! K Tepanuu HHCT u, npexne Bcero
JCT, 1o/mXHBI COAepXaTh PEKOMEHIALUU 110 TCUXOJIOTH-
YecKOl moaaepxKe, pexkuMy THS U JBUTATeTbHOW aKTUB-
HOCTH, OUeTOTepanuu, HU3UYECKUM METOJaM JIeYeHUSs,
MEIMKAMEHTO3HO! MeTaboIMIYeCKOii Tepanuu.

HecMotpst Ha HUM3KMI ypoBeHb nokasateabHocTu (C
wm D), BceM manmentam ¢ npusHakamu HHCT peko-
MEHyeTCsl KypCOBOW MpYeM OCHOBHBIX 4 TpyMI mpemnapa-
TOB, MPSIMO W ONIOCPEJOBAHHO BO3AEUCTBYIONIMX HA METa-
6omusm CT.

— I rpynna — cTUMYJIATOPBI KOJIIareHOOOPa30BaHUS:
ButamMuH C (ackopOMHOBas KHCJIOTa), KpOME CiIydyaeB
KaJIbLIMYPUU U OKCAJATHO-KAIbLIMEBOW KPUCTAJLTYPUH,
KaJIbLIUTPUH, CTEKJIOBUTHOE TEJIO, KAPHUTUH, COJTKOCEPUIT
B COYETAHUH ¢ BUTaMUHamu rpymisl B (B, B,, honnesas
kucnora, By) u mukposnementamn Cu?®, Zn?*, Mg?*,
Mn2* u np. Cpenn mpemapatos I Tpymmbl 3aciayXuBaeT
CMEUATIBHOTO YIOMUHAHWSI MarHueBasi CoJib OPOTOBOU
KUCJIOTBI, KOTOpAsi C YCIIEXOM UCIOJIb30Bajlach IJis Jieue-
Hust pasnuuHbIX iposteienuit JICT [6,13].

— II rpynma — KOppeKTOpbl HapylEHUs CHUHTE3a
u Kartabonusma Al XOHAPOMIPOTEKTOPHI U3 KJIacca XOH/I-
poutnHcyabdaToB U AT’ — rmoko3amuHocynbgpat, BAJIbI,
conepxarue ITATL

— III rpynna — ctabuanzaTopbl MUHEPAIBHOTO 0OMe-
Ha: ol-Kabiudepon (ButaMuH D,), Kanbinii-Dy

_ IV rpynma — KoppeKTopbl OMO3HEPreTUYeCcKOro
COCTOSIHUSI OpraHu3Ma: MpemnapaTsl, cojepxaniue ¢oc-
(opHbie coenuHenus:, 1 bBAJIbI ¢ KOMITIEKCAMU 3CCEHLIU-
ITBbHBIX AMUHOKUCIIOT.

ITpuMmepHas cxema KypcoBoii MeTaboinyeckoil Tepa-
muu nanueHtoB ¢ npuszHakamu HHCT npencrabieHa
B [Ipunoxenun 3.

Kpome obuiux mep mno yaydiieHuto metadonauzma CT,
clenyeT MPOBONUTH JieyeOHble M MPOGMUIAKTUYECKUE
MEPOMPUSTUS, B 3aBUCUMOCTHA OT OCOOEHHOCTE! TeUeHUs
U XxapakTepa ocjoxHeHuil otaeabHbix ¢opm HHCT,
a TakXe OCHOBHBIX CEpIEYHO-COCYIUCTBIX CUHIPOMOB,
conposoxnatommx HHCT.

6.2. Cocymuctsiii cunapom. Pacciioenne u pa3pbiB
aopThI

CocynucThie TIOpakeHHsT BeCbMa 4acTO COITYyTCTBYIOT
paznuuHeiM popmaM HHCT. Peub ugeT o pacummpeHuu

AOPTHI U JIETOYHOU apTepuu, HOPMUPOBAHUU COCYTUCTBIX
aHeBpu3M. M3BecTHBI MyTanuu reHoB peuentopoB TGFp
R1 v TGFp R2, koTopbie MOTYT IPUBOIUTH HE TOIBKO K
pasBuTuio cuHapoma Loeys-Dietz, HO U K peHOTUNMYEC-
KU 61u3koMy cocynuctomy tuity CB/I, KOTopble CO3[aloT
MPeIpPacoNOKEeHHOCTh K arpeCCUBHBIM U IAPOKO pac-
MPOCTPAHEHHBIM COCYUCTHIM 3a00JI€BAHUSIM.

O0pa3oBaHMe aHEBPU3MBI BOCXOSIIEN a0PTHI COMPO-
BOXIAETCS pa3BUTUEM TAKUX OCIIOXHEHUI KaK €€ paccio-
€HUE U pa3pblB — TUMUYHBIX 111 CM U pOACTBEHHBIX EMY
cuHapomoB (cocymucteiii Tun COI u cunapom Loeys-
Dietz) [29]. Pa3Butuie aHeBpU3Mbl OPIOIIHOTO OTHAENA
AOPTHI CBSI3BIBAIOT C BBICOKUM COJEpPXAHWEM TEHACLH-
Ha-X B CHIBOPOTKE KPOBU U YMEHBIIIEHUEM €T0 CONMEepPXKa-
HUSI B aHEBPU3MATUUYECKOM TKaHU [42].

Pa3peiBBI U paccioeHue aHEBPU3MBI A0PTHI €XETOIHO
cIyxat MpudnHoit 1 — 2% Bcex cllydaeB CMepPTH B IPO-
MBIIIJIEHHO pa3BUTHIX cTpaHax u 50 Teic. cMepteil B CLLIA.
3anocneanvie 40 neT cpeaHsIs TPOAOJIKUTETbHOCTD XKU3HU
6onbHBIX ¢ CM yBenuuwiach Ha omHy TpeTh [34], 4to
CTaJIo BO3MOXHBIM OJ1arofapsi COBEpLUICHCTBOBAHUIO 1A~
THOCTMKM U YycmexaM Kapauoxupypru. OCHOBHBIM
HampaBieHueM B JiedueHurn CM ciayxuT npoduiakTuka
3TUX OCJIOXHEHUH.

6.2.1. TakTuka BeeHus, MPOPUIAKTHKA U JIedeHHe

Ilpu aunatanyy aopThl MOKAa3aH MOCTOSIHHBIA KOHT-
poJib 32 YPOBHEM apTepuaibHoro aasiaeHus (All), mpuem
B-ampenobnokatopoB ($-Ab) He3aBUCMMO OT BO3pacTta.
IMpodunaktnueckuii s3¢gdexr f-Ab Haubosee BbIpaxeH
pu Auametpe aopthl > 4 cMm. DP paccioeHus a0pTHI Cie-
JIyeT CUUTATh. YBEIWYCHUE NUAMETpa aopThl Ha YPOBHE
CUHYCOB BasbcabBbl > 5 cM; OBICTpHIN TEMIT HapaCTaHUS
pacimpeHust aopTel (> 5% wim 2 MM/TOI y B3pOCIBIX);
YKa3aHUs Ha pacclOoeHUe aopThl Y OJU3KUX POJCTBEHHMU-
koB. [etsam ¢ CM pexomeHayloT tuHaMmuueckoe DxoKTI -
HaOJTIoICHE ¢ MHTePBATIOM B 6 — 12 Mec. ¢ onpeaeeHueM
JMaMeTpa KOpHS a0pThl, TpoduIakTUIecKuii mpueM B-Ab
u Jo3aptaHa [34]. Xupypruueckoe BMEIIATEIbCTBO IS
MPOMUIAKTAKU PACCIOCHUS U pa3pbiBa a0PTHl TOKA3aHO
MPpU €€ pacIlMpeHUM Ha yPOBHE CUHYCOB BaibcanbBb
10 5,0 cm [34]. boabHbiM ¢ CM M nuiatanuveil KOpHs
A0pTHI > 5 CM TMOKA3aHO KapIuOXUPYPTrUYecKoe JieueHue
Jlaxe Tpyu 0eCCUMITOMHOM TeMOIWHAMUYECKU HE3HAYM-
MO/ aOpTaJbHOW HEAOCTATOYHOCTU. bepeMeHHOCTh
y xeHIuH ¢ CM yBenuurBaeT pUCK PACCIOCHUS a0OPTHI.

6.3. Knanaunblii cunapom. IIpoaanc MutpaibHoro
KJIalmaHa

ITpu HHCT BecbMa pacnpocTpaHeHO IposabupoBa-
HME Pa3IUYHbIX KJIAMaHOB cepaua, cpeau kotopeix [IMK,
Oyaronapsi CBoeil 4acToTe pacipOCTPaHEeHMUs, JOCTYITHOC-
TU JJIS1 AMaTHOCTUKU U KIMHUYECKON 3HAYUMOCTH, 3aHHU-
MaeT ocoboe Mecto [31]. M3yueHuto KIMHUYECKON 3HAYHU-
mocTtu IITMK mocBsieHa aureparypa, Kacaroumascs npo-
onempr HHCT [14,19,25,26]. BMmecte ¢ TeM, CUHAPOM
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ITMK He gaBasiercst MAC, u 6onbiioe unciao MAC neneco-
00pa3HO paccMaTpuBaTh KakK MpPOSIBICHUE COEAUHUTENb-
HOTKaHHOW nucmiasuu cepaua [1]. Bompochl BemeHust
nauveHToB ¢ [IMK cranu mpeameToM paccMOTpEHUS
American College of Cardiology (ACC) un Paboueii rpyrrbi
AHA [20]. Ha Bonpocax TMarHOCTUKY U TAKTUKHU BeICHUS
nauueHToB ¢ [IMK crneayeT ocTaHOBUTBCS OAPOOHEE.

B HacTosiMx peKoOMeHAAUUIX Pedb UAET JIUILIb O CUH-
npome IIMK u HacnencTBeHHOM MUKcoMaTo3HoM TIMK,
TOCKOJIBKY BECbMa PaclpOCTPaHEHHbIE CITy4yan “MSATKOro”
IIMK, nuarHoctupyemoro mpu OxoKI, He conmpoBoxna-
JOTCSl ayCKYJIbTATUBHBIMU MPU3HAKAMU, U KIMHUYECKOTO
3HaueHus1 He uMeloT. B momobHbIX cinyvasix auarHo3 [IMK
BBICTaBJISTh He caenyeT [20].

6.3.1. IIpuHIMIBI AMATHOCTHKHA

OcHoBHbIM MeTonoM auarHoctuku IIMK sBasiercs
nByxmepHass DxoKIT TIMK auarHocTvpyloT mpu Makcu-
MaJTbHOM CUCTOJIMYECKOM CMEIIEHUY CTBOPOK MUTPAIBHOTO
KJTaraHa 3a JIMHUIO MUTPAIBHOIO KOJbLA B MapacTepHaIb-
HOM MO3WLIMK TI0 IUTMHHOM ocK cepaua Ha > 2 MM [20,26],
B OCOOEHHOCTH MPU CMELIEHUM 30HbI KOOMTAMU CTBOPOK
3a JIMHUIO KoJiblla. Hannuus M301MpOBAHHOTO CMEILEHUS
nepeHeli CTBOPKY KJTaraHa 3a JIMHUIO MUTPATLHOTO KOJIbLA
B YEThIPEXKaAMEPHOI BEPXYIIEYHO MO3UILIMU HEAOCTATOYHO
st auardoctuk [TMK. DToT nmpusHaK CIy>XXUT OCHOBHOM
npuyrHOil runepauarHoctuku [IMK. Tlpu obHapyxeHun
MPOBUCAHUS CTBOPOK KiamaHa B mojocth JIII, HO mpu
OTCYTCTBUM WX YTOJNIICHUS, YAJTUHEHUS, U3MEHEHU XOp[
1 HUOPO3HOTO KOJIbLIA, MUTPATIBHOM HEOCTATOYHOCTH, A~
rHo3 [IMK cTaBsIT TOJBKO B TOM Ciydyae, eCIv y MalyeHTa
HMMeeTCs XapaKTepHasi aycKyJIbTaTUBHAs KapTHHa [5].

6.3.2. OcoGenHoCTH TeueHus M cTpaTH(UKANKIS PUCKA
npu IIMK

Bomnpocam cTpatudukaium prcka pa3BuTHs OCJI0XHE-
HuUit 1 BHe3amnHoi cepaeyHoit cmeptu (BCC) npu ITMK
MOCBAIEHO MHOTO JIMTEPAaTYPHBIX MCTOYHUKOB y Hac
B crpaHe [5,12] u 3a pybexxom [20]. B cooTBercTBUU
¢ 0o0OuIeNPU3HAHHBIMUA METOAAMU CTPATU(UKALUS PUCKA
npu [IMK pomkHa ObITb OCHOBaHa, TpexIe BCEro,
Ha OlIEHKE CTeMeHU BbipaxeHHocTU MP u onpeneneHuun
TOJNIIUHBI CTBOPKU (CTBOPOK) MMTPAJBHOIO KjamaHa.
IMocnenHss xapakTepusyeT HATMYUE U CTETIEHb BbIPAXEH-
Hoctu MJI knanaHa. HeobxonuMOCThb orpenenaeHus: ToJ-
IIMHBI CTBOPOK CTOJIb OYEBUAHA, YTO B AHIJOSI3bIYHOU
JuTeparype IMPOKO UCMOb3YeTCs MOHSATUE “KIIacCUyec-
kuit [IMK”, mon kotopeiM noHumarot [IMK ¢ TonmuHo#i
CTBOPOK MUTPATIBHOTO KjiamaHa > 5 MM. [Ipu Takoii Ton-
IIMHE CTBOPKU JOCTOBEPHO TMOBBIIIAETCS CyMMapHasi
BeposiTHOCTh BCC, sHa0KapauTa u LiepedpajbHbIX 9M00-
quit (p<0,02), pa3BUTUS MUTPATbHOW HEAOCTATOYHOCTU
—26% vs 3,1% (p<0,001), pa3pbiBa XOp[I, XKEIyI0UYKOBBIX
HapyuieHuii putma (p<0,001). Takux mauueHTOB claeayeT
OTHECTM K Tpymme BbIiCOKOro pucka. Creunuanucram
o OxoKT cienyeT B 3aKJII0UEHUE IO pe3yabTaTam obce-
JIOBaHMSI BHOCUTh JAHHBIE O TOJIIMHE CTBOPOK, OIMpee-
JISIEMOIA B IUACTOIY, B UX CPETHEN 4aCTH, BHE 30HBI OTXOX-
JEHUSI XOpJ, CO3MAIUIMX JIOXHOE BIeYaTiieHue o0 ee
YTOJILIEHUH.

bonbmnHeTBO mauueHTtoB ¢ [TMK 6e3 mpusHakoB
MJI ctBopok u ¢ MP < II crenieHu MOTYT OBITh OTHECEHBI
K TpyMIe HU3KOTo pucka ¢ OJaronpusTHBIM MPOrHO30M
[20,28]. OxupmaeMasi MpOIOKUTENbHOCTb XWU3HU Y HUX
COOTBETCTBYET TAKOBOIA B 0o011el momysiuuu [20].

Heb6naronpustHoe TeueHue IIMK xapakrtepusyercs
HapactaHueM MP, npuBoasiueit kK aunatauuu JIK u JITT,
Gubpwinauuu npencepauii, cCUCTONMYECKO AUChHYHK-
muu JIXK 1 XpoHUYecKoi cepaeyHOl HeZOCTaTOYHOCTU
(XCH). Bo3HukHOBEHHE U OBICTpOE MPOrpeccCUpoOBaHUE
MP MoxeT ObITb CBSI3aHO C pa3pbIBOM MUKCOMATO3HO
U3MEHEHHBIX XOP/I.

Hanuuve nzmeneHHbIx ctBopok npu [IMK noBeimaer
PUCK BO3HUKHOBEHUS] MHGEKIMOHHOIO 3HAOKApAUTA,
XOTS B LIEJIOM BEPOSITHOCTb €r0 Pa3BUTUS B TOMYISLUU
nauueHToB ¢ [IMK nocrarouHo Huska [28]. Mo3srosas
3SMOOJIUS CYXXKUT OCHOBHOW MPUYUHOUN HEBPOJOTMYECKON
CUMMTOMATUKU (TPAaH3UTOPHbIE HINEMUYECKUE aTaKu
W UHCYABTHI) y manueHtoB ¢ [IMK; puck ambonuu y HuX
Bbille, yeM B oOwei nomynasauuu [20]. BC — peakoe
ocinoxHenne [IMK (< 2% cnydaeB mpu JJIUTeIbHOM
HaOJTI0ICHUH C €XXeTOIHOM cMepTHOCTHIO < 1%). OCHOBHasI
npuurHa BC mpu [IMK — xenynoukoBble TaXMapuTMUU
[17]. Haubonblliasg ux yacToTa HaOMIOAAETCS MPU CEMEN-
HbIX popmax [IMK.

6.3.3. O0pa3 xu3nu

BbonbmmHeTBy nanmeHToB ¢ IIMK noka3aH oObIUHBII
00pa3 XU3HU C PETYJIIpHBIMU (HDU3UYECKUMU TPEHUPOBKA-
MuU. B ocobeHHOCTH 3TO KacaeTcsl MallueHTOB, Y KOTOPbIX
IIMK He compoBoxaaeTcsl KIMHUYECKOW CUMIITOMATH-
koii [39]. OrpannyeHue 60abIINX PUNIECKUX HATPY30K
WJIU 3aHSITUI COPEBHOBATEIbHBIM CITIOPTOM PEKOMEHI0Ba-
HO MpU HAIMYUKU yMepeHHoil mauiatauuu JIXK, ero auc-
(DyHKLIMY, HEKOHTPOJIUPYEMOU TAXUAPUTMUU, YIUTUHEHUYN
nHTepBana QT, CHHKOMATbHBIX COCTOSIHUSIX, pACIIUPEHUY
KopHs aopThl. [Ipu Hanuuumu uzonupoBaHHoro ITMK
0epeMEHHOCTb HE TIPOTUBOIOKA3aHA.

6.3.4. OcoGenHocTH BeieHHs TALMEHTOB C TPOJIATICOM
MUTPAJIBHOIO KJIANMAHA

ITanuenTtam ¢ 6eccumnToMubiM [IMK, B T.u. 6e3 MP,
HE00X0oMMO KIIMHUYECKOe 00CIeoBaHue Kaxable 3 — 5
siet. IloBropHast OxoKI He moka3aHa, €€ BBINOJHSIOT
TOJIbKO NIPU HAJTMYUU MTPU3HAKOB BBICOKOTO pUCKa, OOHa-
PYXEHHBIX Tpu niepBrdyHOi Dx0KT, a Takke mpu nopo3pe-
HUU Ha HalMmyue 3HauuMmoil MP wiu cepaeuyHo-cocyauc-
toro 3aboneBaHusi (CC3). ITalmeHTOB BBICOKOIO pUCKa
U C YMEPEHHO BBIPAXEHHON WIM TSKEIOW MUTPAIBHOM
HEIO0CTaTOYHOCTHIO 00CEAYIOT HE PexXe OMHOTO pa3a B ro/l.
ITaumeHTam ¢ TSXeMoi MUTPaTbHOW HENOCTATOYHOCTHIO,
HMMEIOUIUM KJIMHUYECKYI0 CAMITOMATUKY WU HApyLIeHUE
cucronnueckoil pynkumu JIXK mokasano kaparoxupypru-
yeckoe yseyeHue [20].

6.3.5. Jleuenne

IMauuentsl ¢ IIMK u xanobamu, CBI3aHHBIMU C TTOBbI-
LIEHUEM TOHYCA WY PEaKTUBHOCTU CUMIIaTUYECKOI HEPBHOMN
cucteMbl (cepaueOueHre, Kapauairvy, OJbIIIKA), 4acTo
TOJIOKUTENBHO pearupyloT Ha JieueHve B-Ab. B psne ciydae
JIOCTaTOYHO OTKA3aThCs OT TAKKUX CTUMYJISITOPOB KaK KOEuH,
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AJIKOTOoJTb U KypeHue. OpToCTaTUYeCKyt0 CUMIITOMATHKY (T10C-
TypaJIbHasl TUTTOTEH3US U CePALIEOMEHNE) MOXHO YMEHBILIUTh
TOBBILIEHUEM TMOTPEOIEHNS XUIKOCTU U COJU, HOLIEHUEM
KOMIIPECCUOHHOTO O€JTbsl, a B TSDKEJNBIX CIY4asiX — MIPUEMOM
MUHEPATOKOPTUKOUIOB. HapyllieHust putMa MoryT morpeo-
BaTh IOMOHUTESBHOTO JieueHus [20].

[MTpodrnakTrky THPEKIMOHHOTO SHAOKAPIUTA U UHCYJTh-
Ta y nauuenToB ¢ [IMK crenyetr mpoBoIuTh B COOTBETCTBUM
¢ pexomeHmammsmMu ACC/AHA 1o BemeHMIO TALMCHTOB
¢ 