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PE3IOME

Cunznpom YepHoryboBa — Inepca — Janno u cuuapoM Mapdana sSBasioTCsl ORHUMU U3 HanboJiee pacnpocTpaHeHHbIX AuddepeHLnpoBaH-
HbIX MOHOT'€HHbIX CUHAPOMOB JUCIIa3UN COEMHUTEJIbHOMN TKaHH, C KOTOPbIMM MOTYT CTOJIKHYTbCS BpauM pa3HbIX CreLraIbHOCTEN. ,HJ'IH Hx
JUArHOCTUKHU 6bIJ’II/I pa3pa60TaHbl CcoryiacuTesibHble KDUTEPHH, B COOTBETCTBUU C KOTOPbIMU HeO6XOI[I/[MO npoBeeHre TIAaTeJIbHOro yrny6neH—
HOro 06CHe,ElOBaHVI${. B craTbe 13noskeHbl TPYAHOCTH MPUMEHEHUS 3TUX KPUTEPHEB B KJIMHUYECKOM NPAaKTHUKeE, B CBA3U C Ye€M B PYyCCKOA3bIYHbIX
UCTOYHHMKAX NMAaLKWEHTbl C STUMU CUHAPOMaMH Cl)OpMaHbHO UCKJTIOYAIOTCA U3 HAYYHbIX I/ICCJTG,E[OBBHI/IVI, MPpX 3TOM LIMPOKO UCNOJIb3YETCS Tep-
MUWH «He,I[I/ICl)Cl)epeHLII/lpOBaHHaH JUCIINIA3UST COEUHUTENIbHOM TKAaHW». OrnucaHbl MOJIMCUCTEMHbIE MOJIMOPraHHbIe AUCITIACTUYECKHEe ITOPAKEHNS
NPYU MOHOTE€HHbIX CUHAPOMaAX, KOTOPbIE He B MOJIHOM Mepe YUUTbIBAIOTCS B COBPEMEHHbBIX KPUTEPUSX NUArHOCTHKU. B To ke BpeMs OTMeU€eHO,
UTO HECBOEBPEMEHHas AMarHoCTUKa MOHOT€HHbIX CUHAPOMOB MOKET CTaTb le/ll{l/lHOl}'I OTCYTCTBMSI HACTOPO>XEHHOCTH B OTHOLUEHNH COCTOHHMI7[,
KOTOpble MOT'YT 00YCJIOBUTb OCJIOKHEHHOE TeueHne GU3MOIOrMIEeCKHUX NPOLIECCOB (Hanpumep, 6epeMeHHOCTb) MU Aaske CTaTb IPUYMHON Jie-
TaNbHOro Mcxoza. [lofuepknBaeTcst HEO6XOAUMOCTb Pa3pabOTKM TEXHOJIOTUI1 MHTEIIIEKTYaIbHOM MOAIEPsKKY BpaueOHbIX pelleHyit 171s Gonee
].LII/IPOKOIZ 148 CBoeBpeMeHHOVI ANarHOCTUKU MOHOT€HHbIX CHHAPOMOB, UYTO o6ecneln/rr MOBbILLIEHME KAYeCTBA OKA3aHWS MEAVULIMHCKOM MTOMOLLIU.
K/TFOUYEBDBIE CJIOBA: cunapom Mapdgana, cunapom dnepca — Jauso, AMcniasust COeqUHNUTeNIbHOM TKAHU, JUCTIACTUIeCKui peHOTHII, IKTa-
3151 TBEPAOi1 MO3roBoit 0005104KH, [eHTCK1e KpuTepun, BunbpaHilckue kputepuu.
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ABSTRACT

Chernogubov-Ehlers-Danlos and Marfan syndromes belong to the most common differentiated monogenic disorders of connective tissue
dysplasia, and health care providers of various specialties may deal with such patients. The agreed diagnostic criteria have been devised for
these diseases and they should be used for conducting a thorough medical examination. The article refers to some difficulties associated with
the application of these criteria to clinical practice. As a result, in Russian-language literature the patients with these syndromes are formally
excluded from the research, and in this context a term "non-differentiated connective tissue dysplasia” is commonly used. As noted, multisystem
dysplasia disorders with the involvement of different organs that occur in patients with monogenic syndromes are not fully reflected in the
modern diagnostic criteria. At the same time a delayed diagnosis of monogenic syndromes may lead to the absence of alert about the conditions
that potentially complicate the course of physiological processes (e.g. pregnancy) or even cause lethal outcomes. The authors emphasize the
need for developing intellectual technologies to support physician's decisions that are focused on a broader and timely diagnosis of monogenic
syndrome as they will help to improve the quality of medical care.
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€PMUH «WCIIa3nsl COENMHUTENIbHOM TKaHW» HAa TEPPUTO-  (PULIMPOBATb MOHOTE€HHbIE CUHIPOMbI, HEPEIKO CKPbIBAIOLLMECS]
pUM TOCTCOBETCKOrO MPOCTPAHCTBA TaK MPOYHO BOLIEN 32 MPUBbIYHBIM OOJIMKOM NalieHTa-aucriacTyka. o 3apybesx-
B MEZIMLIMHCKYIO PAKTHKY, YTO MHOTHE PEBMATOJIOTH, KAP-  HbIM 1 OTE€YECTBEHHBIM JAHHBIM M3BECTHO, YTO Y TAKMX OOJIbHBIX
JMOJIOTH, FAaCTPOSHTEPOJIOTH U TEPANeEBTbl HE CTPEMSITCS BepU-  MOCTaHOBKE NMPABUJIbHOTO AMArHo3a npeniiectsyer ot 2 1o 15
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JIeT XOKIeHWs1 0 CreLyanicTaM, 4To CBULETENbCTBYET O Heag-
(eKTUBHOM OKa3aHWK MeMLIMHCKOM oMoy [1].

OcHOBHbIE TPaZMUMOHHO BblAensieMble JUCIUIaCTUYecK1e
beHoTHIIBL — 3TO MapaHonof00HbI (C JOTMXOCTEHOMETHEN,
apaxHONAKTHJIME) 1 371epCONOROOHBII (C rUIEPMOOUIBHOCTDIO
CyCTaBOB, TMIEPJACTUUHON KOXKeil) HepemKo NepeKperlyBa-
IOTCS1 MeXJy CO00ii C HEBO3MOKHOCTBIO BbIZIEJIEHHST BEZYLLIETO.
IMockonbky A.H. YepHory6oB nepBbiM omnycasn CHHAPOM TOBbI-
IIEHHO! pacTSXKUMOCTM KOkM B 1891T., Ha3BaB ero rexepa-
JIM30BAHHbIM HApyLUEHWeM COENMHUTENIbHOM TKaHW, a MO3XKe
3TOT CMHAPOM Obl1 onMcaH aepmaronoramu 3. nepcom (1901)
1 X.A. Jlanno (1908), npaBunbHee CHAPOM Ha3blBaTb CHHAPO-
mom Yepuory6osa — Inepca — Hdanso (CY3N) [2].

[lpy HanuumM y MNAUMEHTOB AMCIVIACTUYECKUX IIpU3Ha-
KOB NpKMeHeHne [eHTcknx uan Bunb@paHICKuX KpuTepues
w1 6onee COBpEMEHHbIX KpUTEpHeB, pa3paboTaHHbIX Mex-
IyHaponHbIM KoHcopuuymoM B 2017 r., momoraer npu6mu-
3UTbCS K AMarHocTike cuHapomMa Mapdana (CM) u CUI. Tem
HE MeHee MOHOTEeHHble CHHZIPOMbI YacTO YMyCKalOTCS W3 BUIY.
06 3TOM CBUIETENBLCTBYET KOJIMYECTBO MALMEHTOB MOJ HAOJO-
IleHeM B TeHeTMUYeCKMX KOHCYJNbTALMSIX TOpOIOB-MUJIIMOH-
HUKOB. Tak, 3MMAeMHOJIOrM4eckre NaHHble CBUAETEJIbCTBYIOT
o pacnpocrpaHeHHocT CM — 1 HoBoposkaeHHblit Ha 10 Toic. [3],
a CY3M1 — 1 HoBOpOKAEHHbI Ha 5 ThiC. [4]. 3Ha4MT, B ropoze
C MUJUIMOHOM >KUTeJIel IOJIKHO CTOSITb Ha y4eTe Kak MUHUMYM
100 naumentos ¢ CM 1 200 naumentos ¢ CY3]I. Ha camom nene
311 uupbl B 10 pa3 menbie. OObsSICHEHHIT 3TOMY HECKOJIBKO.
Bo-nepBbIX, KMHHYeckoe NpHMeHeHWe [eHTCKUX KpuTepueB
anst auarHoctikn CM 3aTpynHeHO B CBSI3M C MeTofamu o0crie-
TOBAHMS JUIsl ONpeJeseHns] CUCTEMHOIO BOBJIEUEHMSI COemU-
HUTEJIbHO TKaHW, B YaCTHOCTM JJIs ONpeniesieHusl NPOTPy3nn
BEpPTJIY>KHOI BIafiHbl M 9KTA3WM TBEPIOI MO3rOBOI 000JIOUKH.
Knunnueckoe uccnenosanue ans sepudukaumn CU3I ¢ uc-
MOJIb30BaHNEM KpHTepHeB, pa3paboTaHHbIXx MexkayHaponHbIM
koHcopurymoM B 2017 1., Tpy#0eMKO, Tak Kak BKJouaeT 13 Tu-
TOB C MHOTOUMCIIEHHBIM CreLpUIECKIM HaOOPOM MPU3HAKOB,
Ka&XIbll M3 KOTOPbIX HEOOXOHMMO TILIATENbHO MPOBEPUTD,
YTO 3aHMMAaeT MHOTO BpEMeEHH, 3HAUMTEJIbHO MpPEeBbILIAOLLEM
BpeMs! CTaHAAPTHOTO npuema. Bo-BTopbix, MoneKyIsipHO-reHe-
THYECKHe UCCIIeIoBaHMs], 6e3yCIIOBHO MOKa3aHHbIE B 9TOI CUTY-
aluy, B PYTHHHON MEIMLMHCKOI MpaKTHKe [ OOJIbIIMHCTBA
TNAL1EHTOB HEOCTYIHbI 13-3a BbICOKOM CTOMMOCTH (He BXOZST
B OIUIATy CUCTEMbl 0053aTENIbHOTO MEIMLIMHCKOTO CTPaxoBa-
HUs). B-TpeTbux, IIMpOKas NpefCcTaBIeHHOCTb (PeHOTUITHYECKUX
TIPU3HAKOB JMCIJIa3MU COENVHUTENbHON TKaHW OT MasloBbIpa-
JKEHHBIX JIO TSDKeJbIX (pOpM TpeOyeT 3HaHMIt 1 HABBIKOB MO Be-
pyduKaLKKY BeoyLIMX KPUTEPHEB JIsl AMarHOCTUKY MOHOT'€HHBIX
CHUHIIPOMOB. VIHepTHOCTb Bpaueii B acniekTe pacrno3HaBaHMs MO-
HOTEHHbIX CUHAPOMOB TaK>Ke UrpaeT orpezesieHHYIO PoJlb.

Ob6patiaer Ha cebs BHMMaHKe U TOT (akT, 4To Jjaxke B Ha-
YUHBIX MCCNIENOBAHMSIX [O CUX MOP HCHOJIb3YEeTCsS TEPMMH,
NPUMEHMMblii [J1s1 MepBUYHOTO KOHTAaKTa Bpaya C MaldeH-
TOM, — <«IUCIUIa3Msl COEAMHUTENbHONM TKaHW», 0e3 paciund-
POBKM KOHKPETHOT'O BOBJIEU€HHs] COeJMHUTE IbHOM TKaHH Jjaxke
MO TPYNNOBON MPUHAJIEXXHOCTH U TeM Oosee BepuduKa-
LMX MOHOTEHHOro cuHzipoMa. Takoi Noaxoz TepsieT HayuHylo
LIEHHOCTb, TaK Kak He BbISIBJISIET 0COOEHHOCTH FeHEeTHYeCKH Je-
TEPMUHHUPOBAHHOTO COCTOSIHUS, Peasn3yIOLLerocsi Yepes KOH-
KpETHBIi1 AucIacTuyeckuii GeHoTu. B cuity ykasaHHbIX Bbllle
NpyuMH OOJbILIAas YacTb MOHOTEHHbIX CHHIPOMOB OCTaercs
HepacrosHaHHO!. B To e Bpemsi MalMeHTbl WCMbITbIBAIOT
HeBeposITHble TPYIHOCTM AO TMOCTAHOBKM TOYHOrO AMArHo3a
¥ COOTBETCTBYIOLLETO JIEUEHHSI: SKEHLLMHb UIMEIOT OCIIOXKHEHUST

BO BpeMsi 6epeMeHHOCTH 1 POZLOB, a JIAW MOJIOOTO BO3pacTa
BHE3aNHO NOrubaloT WM CTAHOBSTCS MHBAIMAAMU OT Paspbl-
BOB COCYJIOB Pa3JIMuHbIX JIOKanu3auuii [4, 5].

C mpyroit CTOPOHBI, y FeHETHKOB € GOJIbLIMM KIMHUYECKUM
OMbITOM BO3HMKAIOT MOJO3PEHHs], UTO UMEIOLLIMecs: KpUTEpPUn
B OTHOLLEHNY MOHOT€HHBIX CHHPOMOB HECOBEpLIEHHbI, TaK
KaK He YUMTbIBAIOT MUHUMaJIbHBbIii HAOOP MPHU3HAKOB, HEOOXO-
IMMbIX 7151 YCTaHOBJIEHHS! KJIMHUUECKOro JUarHosa, B YaCTHO-
ctu ang cocyaucroro noatuna CYI] [4]. Takum o6pasom, co-
BepLLEHCTBOBaHKe 3HAHMI 1 HABBIKOB Bpayell B 3T0ii 0bnacty
1 Goree LIMPOKOE MPUMEHEHHe MOJIEKYIISIPHO-TeHETHUECKOTro
aHaJM3a B MEIULIMHCKOI NPaKTHKe, 0COOEHHO B HAYUHBIX M3bl-
CKaHUsIX, aCT Goiee TOUHble KPUTEPHUH AUCIIACTHYECKHUX de-
HOTHIIOB I MOHOTEHHbIX CHHAPOMOB.

Cunapom YepHory6oBa — Inepca — JlaHio MpUHSTO Cuu-
TaTh CaMbIM YacTO BCTPEUAOLLIMMCs 3a0071eBaHIEM CPEay BCexX
3a6071eBaHNI1 COEIMHNUTENbHOI TKaHH, KOTOPbIE CBSI3aHBI C HApY-
LLIEHNSIMHM B TeHaX KosuiareHa. 1 3a00sieBaHHst IMEIOT Kak ay-
TOCOMHO-ZIOMMHAHTHbII, TaK WU ayTOCOMHO-PELIECCUBHbINA THI
HacnezoBaHust [6—8). CM sBnsiercst Gonee penko BCTpevaro-
LLIMMCSI FeHETHYEeCKUM 3a00JIeBaHHeM C ayTOCOMHO-JOMUHAHT-
HBIM TUIIOM HACJIEZI0BAHKSI, BbI3BAHHBIM NATOJIOTMYECKUMHU Ba-
puvanTamu resa ¢ubpwumza 1 (FBNT) [9, 10], komupytoLiero
BAKHEHLIYIO CTPYKTYPHYIO 4acTb MUKpOGUOPHIT 3JacTuye-
CKMX BOJNIOKOH — ¢ubpumu [10]. PacnpocrpanenHocts CM
konebnercst ot 17-20 ciyyaes Ha 100 Thic. yenosek 10 1 ciy-
yag Ha 10—15 Toic. yenosex [9, 11, 12]. [pumepno B 27% ciy-
yaeB MyTaL¥sl BO3HUKAET de Novo, IPU 3TOM Y OOJIbHOrO OTCYT-
CTBYeT CEMEMHbIi aHaMHe3, W JUarHo3 CTABUTCS KJIMHWUYECKU
c ucrnonb3oBanreM lentckux kpurepues (1996, 2010). lent-
CKM€ KPUTEPUH OMMCBIBAIOT CKENETHbIE, CepPIeUHO-COCYNUCThIE,
I71a3Hble, JIerouHble, KOXKHbIe NPOsIBJIeHKs] Hapsily C CeMeiHbIM
AHAMHEe30M, a TaK)Xe Pe3yJIbTaTbl FeHeTUUeCKOro TeCTUPOBaHUSI
¥ UCIIOJIb3YIOT CHCTeMy 0ajuioB isl YCTaHOBJIEHMsS! MarHo3a
[3, 10, 12]. B l'enTckux kpuTepusix yKa3blBaeTCsl, UTO TAKOE Mpo-
sienenre CM, Kak marosiorust aopThbl (B 4aCTHOCTH, aHeBPHU3Ma
A0OpTbl) pa3BMBAETCSl TOJIbKO C JOCTHKeHHeM Bodpacta 21 rog.
9TO menaeT KpUTepuy MajoNpUMEHNUMbIMU y 60jiee MOJIOZbIX
nauuenTos [9]. Mcxons us 3toro, HeoOxoaumo 6osee fAeTasbHO
M3y4atb Jpyrue MposiBJIeHNs JAHHOTO 3a00J1eBaHKsl U MOHSITHE
«BOBJIEUEHHOCTb COEIMHUTEIIbHOM TKaH».

[Mockosbky cycTaBHbie mpobGieMsl BeTpeyarotcst mpu CUI
1 CM B 100% cnyuaes, maLueHTbl 4acTo 00pallaloTCs K peB-
marosnioraM. [ledexTbl COeAMHUTESIbHOM TKaHW KJIMHUYECKH
TNPOSIBISIOTCS Y NAaLMEHTOB B BUIE U3ObITOUHONM NOBUKHOCTH
CYCTaBOB M XpOHMYECKHX O0JIEBBIX CHHAPOMOB B BUJE NOJIHAp-
TpasrMy Un noaMapTpuros [13].

O6a crHapOMa acCOLMUPYIOTCS C MHOTOYMCIIEHHBIMH OT-
KJIOHEHUSIMM B ONOPHO-JBUIaTeIbHOM ammnapare, BKJIIOYast
CKOJIMO03, fiepOpMaLI1K IPYIHOI KJIETKU U CTOMbL. ITH HapyLie-
HUSI BKJIFOYEHDI KaK B CHCTeMHble [eHTCK1e KpuTepuy, Tak U B
Kkputepun MesxkayHapopHoro koHcopuuyma 2017 r. [8], urpa-
IOT 3HAYMTEJIbHYIO POJIb B AMArHocTHKe 3aboneBanuii [3]. Ot-
JIMUKTEJbHbIE XapaKTePUCTHKY CKeJleTa MauueHToB Kak ¢ CM,
TaKk ¥ C HeKoTopbiMM moptunamu CUS]l BKIIOYAIOT acTeHU-
4ecKoe TeJIOCIIOKeHHe, BbICOKHI POCT, MPEBbILIAIOMUIA BepX-
HKe 'PaHMLbl BO3PACTHBIX HOPM, BBICOKOE 1yrooOpasHoe Hebo,
CKY4EeHHOCTb 3y60B — 3TO MPU3HAKM KJIACCHUECKOro «mapda-
HOMJHOrO (eHOTUNA». A BOT JIMLEBblE AU3MOPGUN — IUIMH-
HOE y3KOe JIMLO U uepen (fonuxouedannsi) CO CrnaxkeHHbIMUA
CKyJIaMK (TMIOIIa3Msl CKYJIOBBIX KOCTeNt), PeTpO- WM MUKPO-
rHaTusl, ryOOKO MoCaxkeHHble 171a3a (IHOPTANbM), CKOLLIEHHbIE
BHU3 [71a3Hble L — MaTOTHOMOHMYHbIE PU3HAKU CHCTEM-
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Horo BosJyiedeHust mpu CM. Kpome Toro, NosiBUIMCh ONMCaHUS
YLLIHBIX PAaKOBMH OOJIBILIOrO pa3Mepa, HU3KO MOCAaXKEHHBIX U MO-
BEPHYTbIX K3a[1, a TaKxKe NaToJI0rMK BUCOYHOH KOCTH, BKJIIO-
yaroLleil U3MeHeHNs1 HapYKHOTO yXa, KOCTOUeK CpeHero yxa
¥ BecTuOynsipHOro aksenyka npu CM [3].

[TatorHoMoHnuHbM 111 CM 1 KpaiiHe OnmacHbIM MPU3HAH
nedeKT TBepaoit MO3roBoit 060soukH (ectasia dura matter),
00bIYHO 3TO MpOrpeccHpyiolliee cO BpeMeHeM paclliMpeHHe
N03BOHOYHOro KaHana. Hanbonee yacto mopaxkaercst nosic-
HUYHO-KPECTLIOBbIN 0T/l TO3BOHOYHNMKA, HanboJiee pacnpo-
CTPaHEHHbIMM KJIMHUYECKUMM CUMIITOMAaMMU SIBJISIIOTCS 60JIb
B MOsICHULIE, TOJIOBHAsl 60b, c1aboCTb U MOTEpPsi YyBCTBU-
TEIbHOCTH KOHEYHOCTEii, MHOrIa pekTanbHast 007b U 60Jb
B o6nacty renuranuit [14]. [pn 06cnenoBaHny € MOMOLLbIO
KT u MPT y 63-92% nauuentoB ¢ CM BbisiBisIeTCS MosiC-
HUYHO-KpecTLoBas 3Krasus. JlokasaHo, uTO nypasbHas
9KTa3Ksl MOXKEeT IpOSIBSTbCS MOCTYPAJIbHBIMU TOJIOBHbI-
M GOJIIMHM 13-3a BHYTPHUUEPENHO# TMIIOTEH3NH NPU yTeuKe
CMMHHOMO3rOBO#1 KMAKOCTH 1 CKOIIEHHS] JIMKBOPA B 0671aCTH
IypaJibHOTO paciuvpenus [14].

CoBpeMeHHble 1CCeOBaHMs OKA3blBAOT BHICOKYIO pac-
TNPOCTPAHEHHOCTb PEHTIeHOJIOTMYECKUX MPU3HAKOB JedeKTa
BMCOUHO KOCTH cpeny nauuenTto ¢ CM. Hannune anomanb-
HOro COOOLLEHNS] MEKIY HECTepPUIIbHBIMU BO3ZYLUHBIMH MPO-
CTPAaHCTBAMM BHCOYHOIM KOCTM M CTEPWJIbHBIM CybapaxHo-
UIATbHBIM MPOCTPAHCTBOM MOXKET MPUBECTH K MEHHHTUTY,
SHLUEepANUTy ¥ BHYTPUUEPENTHOMY abCLieccy U CIY>KUT MoKasa-
HUeM K KOppeKTUpytoLLefi onepaumu. JlaHHbli GpakT ykasbiBaeT
Ha TO, UTO KIIMHULMCTaM HeOOXOMMO MPOSIBIISTb HACTOPO3KEH-
HOCTb K kano6am nauueHtoB ¢ CM Ha 3a105KeHHOCTb B ylLaXx,
LIYM, CHIKEHHE CJTyXa, NIOCTOSIHHYIO PUHOPEIO, @ TaKKe K Ka-
1106aM, KOTOpbIE MOTYT yKa3bIBaTh Ha HU3KOE BHYTPHUUYEPETHOE
IaBJieHne, 4TOObl BOBpeMs NpenyrnpeanTb BblllleyKa3aHHble
ocnoskHenus [14]. Topaskenne oprana ciyxa ¢ ocnabneHrem
cyXa B MOJIOZIOM BO3pacTe Takxke XapakTepHo st CUII.

B cBsI3u c TeM, UTO coeAMHUTENbHASI TKAHb BXOAMT B COCTaB
BCEX OPraHOB W CHUCTeM OpraHM3Ma, NpY ee MOpaKeHUH KIU-
HUYECKHe MPOSIBIEHNs] HOCST Pa3HO0OpasHblit U, KaK MPaBuJIo,
cucteMHblit xapaktep [15]. Opmanvmonozuieckue nposene-
Hus mpy 000MX CHHAPOMAx BKJIIOYAIOT HApYLIEHHs aKKOMO-
JaLuy 1o TUMy G6JIM30pPYKOCTH M HAJbHO30PKOCTH, TMIOMIA-
3110 Pazly’kKHO# 000JI0UKM C HapyLleHreM ee AradparMasbHON
YHKUMY, yBeNMUeHHe OCEBOil AJIMHBI I1a3Horo s10510Ka, OT-
CJI0EHHe CeTYaTKU, NOpPa)keH!e POroBUUYHOrO CJIOsl, IMIayKOMY
1 paHHee pa3BUTHe KaTapakThl [16]. kTonus 1 NOABLIBUX XpY-
CTa/MKa — NaTOrHOMOHMYHAS narosorus rmas 11 CM, HaOmo-
naercs npuMepHo y 60% nauneHTos.

Cpemu cepoeuro-cocyoucmeix nposeneruii CM n CHI]I oc-
HOBHO# MPHYMHOI 3a00JIEBAEMOCTH M CMEPTHOCTH [0 HACTO-
SILLET0 BPEMEHN CUMTANIMCh [OPaXEHUsl COCYHOB PasM4YHOrO
KanmoOpa, KI1araHoB 1 MX OCJIOKHEHNsI. AHEBPH3Ma aopTbl, peryp-
TUTaLMsl C Q0PTAJIbHOTO KJlanaHa C Noc/ieAyloLMM paccyioeHheM
AOpTbl OCTAIOTCSI NMATOTHOMOHWYHBIMM M HanOoJiee ONacHbIMU
ans kusHn nposieennsiMu CM. Taxkoe knamanHoe nopaxkeHue
npu CY31 n CM, Kak nposanc MUTPalbHOTO KilanaHa C peryp-
ruTawmeii wm 6e3 Hee, cunraercst 6oree «106pPOKAYECTBEHHBIM.
OnHako npM MpOrpecCHpoBaHMM MWTPaJbHOM perypruTaLuu,
yBeJIMUEHUH JIeBOTrO Mpefcepius M BOSHUKHOBEHMM apUTMMUii
WM IIPUCOeNHEHNN NHPEKLMOHHOTO SHOOKAPANTA 3TH OpaxKe-
HUS IPEICTaBTISIIOT Yrpo3y Anst skusHu [17—-19]. B nocnennee Bpe-
Msl KJIMHUYECKUMU MCCTIeJOBaHMSIMU JJOKA3aHO, YTO Apyrye cep-
Ie4HO-COCYAHCTbIe MPOOTIEMBI SIBJISIOTCS! KMU3HEYTPOKAOLLMMU
17151 nauyienToB ¢ CM 1 OpyrMy BapuaHTaMy JYCIUIasuy COenu-

HUTeNbHOM TKaHH, Bkmouast CYI]I. Cepneunast HeOCTaTOUHOCTb,
KapAMOMMONATHSI, HAZXKEYJOYKOBbIE 1 SKeJTy[I0UKOBbIE apUTMUN
CTa/1 IOMOJIHUTENbHBIMU MpHUuMHamMK cMepTeit. [1pu aToM ru-
nepTpodHst IEBbIX OTAENOB CepALa M AMCHYHKLMS MUOKapZa MO-
ryT ObITb KaK PE3y/IbTATOM KJIAMaHHOTO MOPaKeHUsl, Tak U mep-
BUYHBIM TPOSIBJIEHMEM 3a00JieBaHMs MUOKapaa 0e3 KilarnaHHOI
naTosnoruu — kapavMoMuonaruu [11, 15, 20, 21].

SnMaeMHosIornieckoe UCCienoBaHre B [epmanun nonTsep-
JVJIO 3HAUMTETIbHOE YBEJIMUYEHVE YMCTIa Cy4aeB CepeYHON He-
JOCTaTOYHOCTH ¥ KapAMOMKONATUK cpeay nauuentos ¢ CM [11].
Hucdynkums nesoro skenynouka npu CM BbI3bIBaeTCst MHOXe-
CTBEHHbIMK (pakTOpaMK, BKJIIOHAIOLMMKM KaK MOpaskeHHe Kia-
TaHa, Tak M MOJIEKYJISPHble M3MEHEHHsl CTPYKTypbl MHUOKapza.
[NokasaHo, uTo AunaTaLyst JIEBOTO SKeNTyA0uKa 1/WIM ceprieuHast
HEeJIOCTaTOYHOCTb B pe3ysbTaTe peryprutauyuy uepe3 MUTpaib-
Hblii WJIM aOpTallbHBIM KylaraH MOryT He MCUe3HYTb Mocie 3aMe-
Hbl KiamaHa. JTO MOATBEP:KIaeT HeoOpaTHMble CTPYKTYpHbie
M3MEHEHUs] MMOKapZa, CBSI3aHHbIE HE TOJIBKO C reMOIMHAMM-
YeCKMMH, HO M C TeHEeTHYECKMMH MOJIEKY/ISIPHbIMA HapyLLEeHHs-
MM B Mblllilie cepaua. YKenynoukoBast TaxuKapaust y nalyeHToB
¢ CM — eiwie oxHa BaskHast Ipo0iema, yMeHbLIaoLas Mpozod-
KUTENbHOCTb )KU3HH. Y TaKKX MAaLIMEHTOB CYLLIECTBYET MHOKECTBO
($aKTOpOB, KOTOpblE NPEAPACNONAraloT K KelTyoOo4YKOBO apuT-
MMM, BKJTIOYasl aHOMaJIbHYIO TypOYJIEHTHOCTb CEPAEYHOrO PUTMA,
IMUCPYHKLMIO JIEBOTO SKeJyI0UKa MPY MyTaLMK B 9K30Hax 24—-32.
BecriokoiicTBO BbI3bIBAaeT YTBEPIUTENbHBIA OTBET HAa BOMPOC
0 TOM, MOTYT JI TAPOKCU3MbI SKeJyJOUKOBOI TaXMKapAMU MPU-
BECTH K BHe3arHo# ceprieuHoit cvepty [11, 20, 21]. Takum o6pa-
30M, OCTAETCsl OTKPBITHIM BOIPOC, JOJKEH JIM PYTUHHBIA MOHM-
TOPUHT CEPZIEYHOrO PUTMA BXOAMUTb B CTAHAAPT MPH HAOIHOAEHNH
naureHToB ¢ CM 1 OpyruMM JUCHIaCTUYECKUMK (eHOTUMaMH,
TMIOCKOJIbKY He BbIsIBJIEHHbIE MAPOKCU3MBbl KEeTy[A0UKOBON Taxu-
Kapayy MOTYT CTaTb MPUUMHOM (paTasbHOro CXOZa.

VI3BecTHO, 4TO 30001€8aHUS MOHEBLIBOOSWUX NYMeLi He BXO-
Iat B Kputepuu auarnosa CM, W B nuTepartype OTCYTCTBYIOT
OMMCaHMST XPOHUYECKMX CUMIITOMOB CO CTOPOHbI MOYEBbIIENN-
TENILHOM CHCTEMbI Y 3THX MallMEHTOB, 32 MCKTIOUEHUEM efVHNY-
HOTO CJIy4asi 3a7iepKKM MOYM TIPY BHELIHEN KOMIPECCHHM 3KTa-
3ueil TBepIoil MO3roBoi 000710ukM [22] 1 HenepskaHWs MOYM
y >keHirH ¢ CM B neprumenonay3e [23]. Tem He MeHee BTOpHUUHOe
T0 OTHOLLEHHIO K COCYAMCTBIM MJIM HEBPOJIOTMUECKMM TPOSIBIIe-
HUSIM BO3HMKHOBEHVE MaTOJIOrMH MOYEBBIBOASILLMX MYTEl SIBTISI-
€TCs 3aKOHOMEpHBIM. Bo ®paHLiy 6biin 06ce0BaHbl MaLMeHTbl
¢ CM, neuuBliMecs B HEHPOYPOJIOrMYECKOM OTAEJIEHUH I10 MO-
BOJly HapyLIeHUiI MOUeuCITyCKaHHsl. ABTOPbI OMMcany JBa pas-
HBIX MEXaHM3Ma BO3HMKHOBEHUS! JAHHOM maTosoruu: 1) niemu-
YECKUI CMUHAJIbHbIA MHCYIIbT, KOTOPbIN ABJISIETCS OCIOKHEHUEM
BO BpeMs! pacCiIOeHHs aOPThbl MIIM XMPYPruueckoro BMeLlaTesb-
CTBa MO MOBOZY PacCioeHust; 2) MporpeccupytoLliasl KypasbHasi
3KTa3usl [PY MPSIMOit KOMIIPECCUM KOPHsI KpecTLia [24].

Bosreuenne penpomyKkTMBHO# CHCTEMB! (MOJIOBbIX OPraHoB)
M CHCTeMbl MOUEBbIBENEHUS] XapakTepHO He Tonmbko Ans CM,
HOo 1 1 CYDJl. Tak, omnucaHbl BblMazieHusl MOJIOBbIX OpraHoB
Y KEHLUMH (TTPOJIanc MartkM), B POAaX BO3MO3KHbI MOBPEKIEHHSI
00osouek 103, paspbiB MaTki. PaHHee OTXOkeHHe OKOJO-
TJIOAHBIX BOZL — MPU3HAK, aTorHOMOHWuHbIit [u1st CYI]L. B cBsisu
C 3TUM pa3paboTaHbl OTIENbHblE KIIMHUYECKMEe PEKOMEHIaLMn
o GepeMeHHOCTH 1 poziaM y naupeHtok ¢ CM u CYII.

Knaccudukaums CUIJ1 nosBunack B koHue 1960-x ronos
M BKJIOYasa 5 pasivuHbIx noaTunos [25]. B 1986 . na ocHoBe
(deHOTUNMUeCKMX TPU3HAKOB M Mofesiefl Hac/eloBaHUsSI pas-
pabotanbl beprutckie Kputepur, Brouatoue 11 noatunos
CY31 [1]. Homenknarypa CY3]] nperepriena MHOrOUMCIIEHHbIE
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niepecMoTpbl [26]. [lonroe Bpems B iuarHoctrke CY3]I nonb3osa-
JIMCb NOMYJISIPHOCTbIO Bunbdpaniuckue kputepun [27]. B 2017 .
Me>ktyHapOoIHbIM KOHCOPLIMYMOM CO3/laHa HOBast HOMEHKJIaTypa
CY3]I, ocHOBOI1 KOTOpPOIA sIBNISIETCS! [leJleHre CHHAPOMA Ha THIIb
B 3aBUCHMOCTH OT MyTaLMii OTpeJesieHHbIX 'eHOB, KIIMHUYECKHX
MpOosiBIeHNi 1 maToreHeTnyecknx ocobenHocteit [8]. TNoxmxon
Ha OCHOBE JIOKa3aHHbIX MeHeTMUECKMX MyTaLMil MCKITI0UaeT 3Ha-
UNTEJIbHYIO YacTb CYObeKTUBHOI MHTeppeTaLmn Kiaccudyka-
LMi, 9TO BCerna MOBbILAET JOCTOBEPHOCTb AMArHOCTUYECKMX
KpurepueB. Kpome Toro, K o3aaHii0 HOMEHKIATYpbl ObUTH MPH-
BJIeYeHbl Bpauu PasHoOro NpoQuiis (reHeTHKM, peBMarosiory, Kap-
IMOJIOTH, TyJIbMOHOJIOTH, FaCTPO3SHTEPOJIOrH, CTOMATosI0rH, Hed-
poJI0rH, HEBPOJIOTH, UMMYHOJIOTM), TaK Kak CYI/] rmeet B cBOEi
OCHOBE CHCTEMHDbIi1 XapakTep MOPaXeHHs! COENMHNTENbHOM TKa-
HU, crielMUUHbI 7151 Kakaoro oprana 1 cucremsl [13]. B Hogoi
HOMEHKJIaType BblziesieHbl crenyotye Thnbl CYIJL no Homepam:
1. Knaccuueckmit. 2. Knaccruecku-nono6Hsiit. 3. KnananHo-cep-
neunbiit. 4. Cocymuctbiit. 5. [MnepMoGubHbIA. 6. ApTpoxana-
3uitHblil. 7. JlepmatocnapakcucHblil. 8. KudockonnoTrueckuii.
9. Cungpom xpynkoit porosuubl. 10. CroHaunonucniacTiye-
ckuit. 11. MblleyHO-KOHTPaKTypHbIA. 12, MwuonaTtuueckuii.
13. [epronoHTasbHbiii (3y6HOI) [27]. Bonbiiyio yactb (90%) BbI-
siBJIeHHbIX ciyyaes CUIJI cocTaBIisiiOT rUnepMoOMIbHBIi 1 KITac-
cuyeckuii Tvnbl 8, 25, 28].

Knnuuueckue nposiBiienust, CBSI3aHHbIE C NOPANCEHUEM Jice-
JIYOoUHO-KuwedHo2o mpakma (607b B KMBOTE, TOLIHOTA, PBOTA,
B3JlyTHe XMBOTa U HapylleH1e QyHKLMN KULIEYHHKA), Pacrpo-
CTpaHeHbl He ToJbKO y naurenTos ¢ CY3], Ho u npu CM u npy-
rux MapgaHOUIHbIX (PEHOTUNAX B CBSI3U C racTpO- M TPaHC-
BEP30NTO30M KaK MPOSIBJIEHNSIMM CUCTEMHOTO CTUIaHXHOMTO3a.
[lokasano Takxke, YTO PacCTPONCTBA B3aUMOJENCTBUS KULLIeU-
HWKa 1 MO3ra, HalpUMep CHHPOM pa3ipa)keHHOTrO KMLIEYHUKA,
Gosee pacrnpocTpaHeHbl y 3TOM KaTeropuy MalyeHToB 1 4acTo
CJIOXKHBI ISl KOPPEKLMM JaXe MpU MOMOLUM MCUXOTPOINHBIX
npenapaToB [23]. YuuTbiBasi NpenpacroiokeHHOCTb K Pas3BU-
THIO JIENPECCUBHBIX COCTOSIHMIA [7], MonGop afeKkBaTHOro aHTH-
IenpeccaHTa MOXeT PeLIUTb MpobieMy (yHKLMOHAIbHBIX Ha-
PYLLUEHHIA 5KeTyN0YHO-KULLIEYHOrO TPaKTa.

CuMNTOMBI, CBSI3aHHblE C NOPANCEHUEM pecnupamopHO-
20 mpakma npu CU3]] u CM, moryT ObITb HecneLPUUHBIMH,
BKJIIOUast OZIbILLKY, KallleJlb, HellepeHOCUMOCTb (PUBUUECKHX Ha-
rPy30K, OXPUIJIOCTb r0J10Ca, XPUIbl U CTECHEHWe B rpyau [29].
JbixarenbHbie paccrpoiictBa npu CUIJI Takke MOTYT BKIIIO-
4aTb aCTMY M aTONMYeCK1e CUMITOMbI, CBSI3aHHbIE C AUCPery-
JIUMeNt TY4YHbIX KJIETOK, NopakeHue ropranu [29], abixaresnb-
HYIO MbILLIEUHYIO €1a00CTb, anHo3 Bo cHe [30], mHeBMOHMIO,
Oyne3Hyto 6one3Hb JIerkux 1 MHeBMoTopakc [31].

Hecneyuguueckumu npu3Hakamu, XapaKTepHbIMU A7is
BCeX AMCIUIaCTUYeCKUX (PEeHOTHIIOB, PU3HAHBI ACTEHUS, IJI0-
Xasl IepeHOCHMOCTb (PU3MUECKHX HArpy30K, pacCTPOICTBA CHa.
VamMeHeHMs1 He TOJIbKO CKeJIeTa, HO ¥ MbILLIL — YacTble HAXOIKN
y 9TO# KaTerop1y NaLUeHTOB: TMIOTOHMS! M TUMIIOTPO(HS! MbILLILL
CIHHBI U 3KUBOTA, IPbIKEBbIE BBIMSIYMBAHKS B 0071aCTH Mepes-
Hell OpIOLIHOM CTEHKH, MblIlleuHasl TMIIOTOHMSI KUCTel pYK.
[TopaskeHue ONOPHO-ABUraTeNIbHOTO annapara NPUBOAUT K K-
($OCKOMMOTHUECKOMY MOPAXXEHNIO MO3BOHOYHKKA, INUCPYHK-
LMK BUCOYHO-HMKHEUEIIOCTHBIX CYCTaBOB, TAPOJIOHTO3Y U U3-
MeHeHusiM 3y6oB [18, 30, 31].

XpoHuueckas 60/ SIBNSETCS OOHAM M3 HauboJee yacTbiX
1 M3HYpUTeTIbHbIX cuMnToMOB A7 mogeit ¢ CM n CYI. Ilato-
reHe3 6omu pu CYS]I siByIsieTcs MHOrO(paKTOPHBIM M IO KOHLA
He u3yueHHbIM. Jliony ¢ CU3]L cTpajatoT He TONbKO OT HOLM-
LIeNTHBHO 00JIH, CBSI3aHHOM C PACTsKEHNEM CBSI30K M TPaBMaMy

npu c1aboCTy CyCTaBOB, HO TaKsKe OObIMHO BbISIBIISIETCS] THNepa-
resusi 1 yrnopHast 6071b C MPHU3HAKaMK HEBPOIAaTHYECKOrO MPOKC-
xoxneHust. HenaBHue nccnenoBaHist BbISIBAIM MaZIOBOJIOKHUCTYO
HEBPONATHIO KaK CTAHHAPTHYIO OCOOEHHOCTb, KOTOpAsi MOXKET
B HEKOTOPOI1 CTereH! OOBSICHUTb LIMPOKO PacrpOCTpaHEHHbIE
HeBponaTiieckie 60711 y JaHHOM KaTeropuu natyeHToB [32].

YuuTbIBasi MHOTOUKCIIEHHbIE M MIOCTOSIHHBIE GOJIEBbIE OLLLy-
wenuns y naumentos ¢ CM n CU3]I, 3tu cuHApoMbl paccma-
TPUBAIOT KaK MPUUNHY «XPOHUYECKOTO 0OJIEBOTO COCTOSIHMSI
[32, 33]. C Bo3pacToM cpeny NOKMIIBbIX MAaLMEHTOB OpeMst Xpo-
HUYeCKOi OOJIM CTAaHOBUTCSI HanboJee BaXKHbIM 1 TpebyeT 0co-
ObIX MOAXO/IOB K JIeYeHHI0. Bosb criocoOCTByeT CyliecTBEHHOMY
YXyALIEeHNIO PU3MIECKOT0 U MICHXUYECKOTO 37I0POBbsl, a TAKXKe
CHVKEHUIO KaueCTBa XKU3HH, ee CIeflyeT YUNTbIBaTh 1 OLIeHUBATD
TpU NOCTaHOBKe 1MarHo3a 1 MOCTOSHHO KOHTPOJIMPOBATh B Te-
YeHMe BCero neprosa HabOZIeHNs! M JIeUeHH s TaKUX MaL{eHTOB
[32, 33]. [Tpn xpoHrueckoM 60JIEBOM CHHAPOME LIMPOKO MpHUMe-
HSIFOTCS] HEMeJKaMeHTO3Hble METOAIbI JieueHHs. VcrionbayoTcst
KaK MeXaHMuYecKoe BO3ZIeHCTBHUe, TaK U TerIoBble, SJIeKTp1ye-
CKHe, yJIbTPa3ByKOBble METOfbl, UIMoyKanbiBaHue [32]. U3onu-
poBaHHOe NpuMeHeHKe npenapatos u3 rpynnbl HI1BIT obecre-
4MBaeT HEeMpOLOKUTENbHbIM U HEMOCTOsIHHbIA 3¢dekT [33].
OtMmeuaeTcss HeOOXOOMMOCTb KOMIUIEKCHOTO — BO3E/CTBHUSI
JIeKapCTBEHHbIX CPEeACTB U (U3UOTepaneBTHUeCKUX MEeTOIMK
B 607bLUIMHCTBE MyOsmMKaLmii [34]. CTOUT OTMETHTD, UTO NaLeH-
bl ¢ CM 11 CY3]1 B CBS13M C HapyLLeHneM COeIMHUTENIbHOM TKaHU
KO3KHOTO IOKPOBA MOTYT MUCTIbITbIBATH TPYAHOCTH IPH 3a5KMBJIE-
HUM paH, M03TOMY XMUpypriuyeckre MeTOfbl JIeHeHHs! JUIsl laH-
HOJA IPYTINbI NALMEHTOB JOJIKHbI ObITb CTPOro 000CHOBAHHBIMM.
Ecnu ke onepartuBHOe neveHye BCe-Taky NPOBOAUTCS], CllenyeT
YUMTBIBATh pernapaTHBHbE OCOOEHHOCTM OpraHu3Ma B rocle-
ornepaL1oHHOM nepuoge [4, 17].

TakuM 00pa3oM, 3HaHHWE COBPEMEHHBIX KpUTEpHEB IMAarHo-
ctuku CM u CU3]] — ocHOBA /7181 BbISIBIIEHUS 9TUX 3a001E€BaHMIA.
CoBpemennble kputepun st CM (Tenrckue) [35] n ana CUI]
(MesknyHaponHoro koHcopuuyma 2017 r.) [8] ommuatorcst 6orb-
1Iefl 4yBCTBUTENIbHOCTbIO M CMELMUUHOCTbIO 10 CPAaBHEHMIO
C TpenbIayLLXMH, OHAKO He OXBATbIBAIOT BCEX MOPakeHMii pas-
JIMUHBIX OPraHOB M CHCTEM, JaHHble O KOTOPBIX OMyOIMKOBaHbI
K HaCTosIlLieMy BpeMeH B Hay4HOI1 IuTepaTtype 1 NpesCcTaB/ieHbl
B 9TOM 00630pe. 17151 ynpoLieHKs IPUMEHeHHs CTI0KHBIX IUarHo-
CTMYECKMX TaOnuL| 11e71ecoo0pasHo paspaboTarh MHTEIIEKTY-
aJIbHYIO TEXHOJIOTHIO MOZEPKKK BPaueOHbIX PeLLeHHit, KOTopast
HeoOXoaMMa JIisl YCTAHOBJIEHMs KJIMHUYECKUX AuarHosos CM
n CY3Jl. Bornee mmMpokoe MCNOIb30BaHNUE MOJIEKYIISIPHO-TEHe-
THUYECKMX METOZIOB KaK B HaYUHbIX MCCIENOBAHMSIX, TaK U B py-
THUHHO! MEIMLIMHCKO! NMPAKTHKE, HECOMHEHHO, YBEJIMUMT UKCIIO
CJly4aeB CBOEBPEMEHHO! IMarHOCTMKN MOHOTE€HHBIX CUHIPOMOB.
[prMeHeHe COBpEMEHHbIX 3HaHMI1 00 OpraHHbIX MOPaKEHMSIX,
a Takxe MOIXOMOB K MX BENEHHIO YIIYUILNT KaueCcTBO OKa3aHMsl
TIOMOLLM [IAHHO! KaTerop1y NaLeHToB.
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