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Non-differentiated connective tissue dysplasia. "Carthage should be

destroyed"?
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B Poccuu 3a nBa nociaenqHuX AecSATUIETUSI PE3KO MOBBICUJICS UHTEPEC K MpoOJieMe HACAeJCTBEHHbIX Hapyllie-
HUI CTPYKTYpPbl U GYHKIMU (TUCIUIA3UIA) COEAUMHUTENBbHONM TKAHU. DTO BO MHOTOM OOBSICHSIETCS MOSIBJIEHUEM
KOHILIeNIUU «HeauddepeHIIMpoBaHHBIX AUCILIa3uil coeaunutenpHoi Tkanw» (HACT). TlpennoxeHo nuarHoc-
tupoBatb HIICT Ha 0CHOBaHUM YIIPOIIIEHHOTO aHAM3a KOJIMYECTBA U/WJIN KauecTBa BHEITHUX U BUCIEPAITh-
HBIX MPU3HAKOB AUCILIa3uU. BO3MOXHOCTD UCIOIb30BaHUS TAKOTO MOAXO0/1a MPYBeEJIa K MOSIBJEHUIO 60JIbIIOT0
yucia nyoaukamuii, npogeMoHcTpupoBaniiux poib HICT B kiimHUYecKoi KapTUHE U OCOOEHHOCTSX TeUeHUSI
MaToJ0TUX BHYTPEHHUX OpraHoB. BMmecTte ¢ TeM, OTCYyTCTBUE YETKOW NeDUHUIIMUA U TPOTTMCAHHOTO aJITOPUTMA
JIMaTHOCTUKY MPUBEJIU K BKIIOYEHUIO B 3Ty IPYIIIY LEJIOT0 Psifia CAMOCTOSITEIbHBIX CUHAPOMOB U (DEHOTUIIOB.
DTO CYIIECTBEHHO 3aTPYAHSIET COMOCTABIEHUE JAHHBIX JTUTEPATYPhl U AaJIbHEIee pa3BUTHE TIPEICTABIIEHUI O
JCT. B craThe monpoObHO paccMaTpUBAIOTCS HEAOCTATKU MPENJTIOXEHHON KOHIIENIIUMU, U 000OCHOBBIBAETCS 1IeJie-
coobpaszHocTb nuarHoctupoBaTb HACT TosbKO B TEX ciydasix, KOraa OTCYTCTBYIOT BHEIIHUE U BUCLIEPAIbHBIE
MPU3HAKU, MTO3BOJISIONINE OOHAPYXUTH YK€ U3BECTHbIE U paHEEe OMUCAHHBIE NUCILIACTUYECKUE CUHIPOMbBI U
(bEeHOTHUIIbI.

Karouegsie caosa: HacTeICTBEHHBIE HAPYIIEHNSI COeMMHUTETbHON TKaH!, HemudbepeHIIMPOBaHHbIE TUCTUIA3UN
COEJMHUTENIbHOM TKaHU, AUCIIIACTUYECKUE CUHAPOMBI U (DEHOTHUITHI.

In the last two decades, the interest in hereditary pathology of connective tissue structure and function has sub-
stantially increased in Russia. It is mostly explained by a new concept of "non-differentiated connective tissue
dysplasia” (NDCTD). It has been proposed to diagnose NDCTD based on the simplified analysis of quantity
and/or quality of external and visceral dysplasia symptoms. Such an approach resulted in manifold publications
demonstrating NDCTD role in internal disease clinical status and clinical course. At the same time, due to the
absence of clear definitions and diagnostic algorithms, this group includes some separate syndromes and pheno-
types (MASS-like phenotype, mitral valve prolapse, joint hypermobility syndrome, etc.). The latter complicates
literature data analysis and further development of CTD concept. Limitations of this concept are discussed in
detail, and NDCTD is proposed to be diagnosed only in the absence of external and visceral symptoms of already
known and described dysplastic syndromes and phenotypes.

Key words: Hereditary connective tissue pathology, non-differentiated connective tissue dysplasia, dysplastic syn-
dromes and phenotypes.

[lox TepMUHOM AUCILIA3US COSTUMHUTEIBHOM TKa-
v (JICT) ceromHst B pyCCKOSI3BITYHOM JTUTEpAType IIPH-
HATO IOHMMATh HACJIEICTBEHHbIE WIM BPOXICHHbIE
HapyLIEHUSI CTPYKTYPhl U (DYHKLMU COCAMHUTEIbHOM
tkaau (HHCT). B TredyeHmne nByx mociaemHUX AeCSATHIIC-
TUii B Poccuu mosy4mio IMpoKoe paclpocTpaHeHue
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npejacTaBieHue o «HeAudGhepeHIMPOBAHHBIX AUCILIA-
3usIX coenumHUTebHOM TKan» (HIACT) [18].
«Hemgnddepenumposannbie» JCT mporuBonoc-
TaBJISIIOTCS. AaBTOPAMM JOCTATOYHO YETKO KIMHUYECKU
OYEepPYEHHBIM U OTYACTU M3YYEHHBIM C IIO3ULIMIA MOJIE-
KYJISIpHOI TreHeTUKHU auddepeHLIMPOBaHHBIM HaCIe-
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Mmuenue no npobaeme

CTBEHHBIM CUHIpOMaM, KaKUMU SIBJISIIOTCSI CUHAPOMBI
Mappana (CM), Dnepca-Hanno (CDI) u apyrue.
Knaccudbukaunonnas konuenuus HIACT mnpenmo-
JlaraeT HaJIMYMe Te€HHBIX U XPOMOCOMHBIX aHOMaJIMi
cKejeTa U KOXM, NMPU3HAKM AUCIUIa3UM BHYTPEHHUX
OpraHoB, BKJIIouasl IMpOJIariChl KJIalaHOB M pacliupe-
Hue aopthl, U B3aumocBsa3b HICT ¢ BpoxaeHHON u
MPUOOPETEHHOM MATONOTUE Pa3IMYHON 3TUOJIOTUU U
naroreHe3a. HICT He mpencraBieHbl B MEXAyHAPOA-
Holt knaccudukaunu 6onesneit (MKB) 10 nepecmotpa
eIVHbIM O0JIOKOM, MO3TOMY BO3HMKAeT Bompoc: «EcTb
Jm niepcniekTrBa y HacneacTBeHHbIX [ICT Ha kinaccudpu-
KalMoHHBIN cyBepeHuteT B MKB?» [19].

Ha arot n HekoTopbIe Ipyrie BONPOCh!, BO3HMKA-
olIMe B mpouecce 3HakoMcTBa ¢ KoHuenuueitr HACT
U ee OCHOBHBIMU IlapagurMamu, cIejaHa IIOMbITKa
oTBeTUTh. CiemyeT oOpaTUTh BHUMAHUE YUTaTessl Ha
TO, YTO aBTOPhI KOHIENIMU BKItoUyaroT MASS (Mitral
valve, Aorta, Skeleton, Skin) cMHApPOM M TmpoJjarnc
mutpanbHoro kjaanaHa (ITMK) B rpynny HJICT, uro
SIBJIICTCS] MPUHLIMITUATBHON OLIMOKOM, TOCKOJIBKY 3TU
CUHAPOMBI — CaMOCTOSITEJIbHbIE T€HETUYEeCKU IeTep-
MMWHUPOBAaHHbIE CUHAPOMAaMH, 3aHMMAIOIIUMU CBOIO
Huiry B OMIM (Online Mendelian Inheritance in Men)
HamuonansHoro LleHTpa mo BormpocaM OMOTEXHOJIOTU-
yeckoil uHbopmaluu (web-crpanuua; http//www. nim.
nih.gov/ Omim/searchomim. html).

Yto KacaeTcsl camMoil uaeu HEOOXOAUMOCTHU Auar-
HOCTUPOBATh U U3y4aTh COCTOSIHUS, TTPY KOTOPBIX UME-
ot mMecto npusHaku HHCT, Ho He BBIMOJHSIOTCS
JIOBOJIbHO KECTKUE KPUTEPUU AUArHOCTMKMU Ha3BaH-
HBIX BBIILIE CHHAPOMOB, TO OHA MPEACTaBIsIeTCS BeCbMa
nepcreKTuBHoM. Beab Tak Ha3biBaeMble AU depeHII-
poBanHble HHCT BcTpeuaroTcs 4OCTaTOYHO PEaKO U
COCTaBJISIOT B MOMYJISILIMU JIMILb AOJU MpolieHTa. Ham-
HOTO yaIie pakTUYeCcKuil Bpay CTaJIKMBAETCs C MallieH-
TaMU, UMEIOLIMMU HETOJHbIM HAOOP TMarHOCTUYECKUX
KpUTEpUEB, T.H. MaphaHOMOJOOHbI U 371€pCIOA00HbII
denorunsl (MIT® n BTID cooTBETCTBEHHO), JIU TAKK -
MM HacCJEACTBEHHBIMU W/WUIU BPOXIAEHHBIMU CUHIPO-
MaMM Kak repBuuHbIii [TMK.

IIpennoxeHo caenytomee onpeaenenue HACT
[18]:

HenuddepeHpoBaHHbBIE NWCIIA3UN _COEIUHM -
TEJbHOU TKAHU 3TO «I€HETUYECKU I€TePOreHHas rpym-
ma, KoTopas yallle UMeeT MPU3HAKU ayTOCOMHO-JIOMMU-
HAHTHOTO TUIIa HACENOBAHUS 0€3 YETKUX KIMHUKO-Te-
HeaJloTUYecKUX KPUTEPUEB, C PA3JUYHBIM HabOpoOM
KOJIMYECTBEHHBIX U KAYECTBEHHBIX (DEHOTUIMMYECKUX U
KJIMHUYECKUX CUMIITOMOB, OOYCJIOBJIEHHBIX CTEMEHBIO
BBIPaXKEHHOCTU CTPYKTYPHO-(DYHKITMOHAJIBHBIX Hapy-
LIEHUI TBEPAOW U PBIXJIOW COCIVMHUTENLHOW TKAHU U
OCJOXHEHUSAMU, GOPMUPYIOLIMMUCS B MPOIIECCE OHTO-

reHe3ar.

ABTODBI I10JIAratoT, YTO OCHOBOM IJIsI AMArHOCTUKU
HJCT cayxat BHEIIHUE U BHYTpeHHUE (PEHOTUITNYEC-
KNE€ NMPU3HAKU, a TPYAHOCTU JUATHOCTUKHU CBS3bIBAIOT
C OTCYTCTBMEM WIM CJ1a0bIM 3HaHUEM (PEHOTUIMYECKUX

XapaKTepUCTUK U KIMHUYeckux nposisaeHuit HHCT.

Ha ocHoBe M310XEHHOro MNOAXOAa MOSBUJIOCH
MHOXECTBO UCCJIeIOBaHUI, aBTOPbl KOTOPHIX MPUIILTA
K 3aKJII0OYEHUI0 O HAJIMYMU Y MalMEeHTOB C IMpU3Ha-
kamu HICT omnpenelieHHbIX OCOOEHHOCTEH TeUeHUsI
M MPOrHo3a NaToJIOTMU BHYTPEHHUX opraHoB. bbuia
OoOHapyXeHa CKJIOHHOCTb 3THX MallMeHTOB K Pa3BUTHUIO
ayTOMMMYHHBIX MPOIIECCOB, BBISIBJEHBI OCOOEHHOCTU
accormupoBaHHbix ¢ HICT 3abo1eBaHuit BHYyTPEHHUX
oprasos [1,2,6,7,10,12,14,16,20].

AHaIM3 MHOTOYMCIIEHHBIX cTaTteil, MOHorpapuii
U OUCCEePTALIMOHHBIX MCCIIEIOBaHUM, MOSIBUBILIMXCS B
rnocjeaHue roasl B Poccuu, MOCBAIIEHHBIX Pa3BUTHUIO
9TOr0 HampaBJeHUS, MO3BOJISIET MPUNTU K 3aKIr0Ye-
HUIO O HEOOXOAMMOCTH IMEePEOCMbICIEHUS KOHUEIIUU
HJCT u yrouneHust noHsTuiiHoro anmnapara. [Tombit-
Ke Kputndeckoro ocmbiciaeHus Konuenuuu HJICT moc-
BsIllIeHA HacTos1as padboTa.

Haunewm ¢ nedprHunuu. [IpuBeneHHoe BoIlle OMNpe-
JIEJICHUE OTJIMYAETCSI KpallHE HEYETKOCThHIO U PACILIbIB-
YaTOCThIO.

* VYTBepxkIeHue aBTOPOB O I'€HETUYECKOM reTe-
porenHocty HICT, Kotopast IKOObI OTIMYaeT UX OT
npyrux HHCT, He BHojsiHe KOPPEKTHO, MOCKOJIBKY,
KakK CeroHs U3BECTHO, YTO U TaKue HacCJeICTBEHHbBIC
cuHApoMbl Kak COJl ABASIOTCS TeHETUYECKU HEOIHO-
poaHbiMu [21].

* B omnpeneneHUu KOHCTAaTUPYEeTCs, 4YTO IIpU
HJICT unmeer MecTo pa3IWYHbIii HAOOP KOJIWYECTBEH-
HBIX 1 KaYeCTBEHHBIX (PEHOTUMUYECKUX U KIMHUYEC-
KHUX CUMIITOMOB. He ynuBUTENbHO, YTO B OTCYTCTBUE
OOIIENTPUHSTOIO MEPEYHsI KIMHUYECKUX CUMIITOMOB U
denorunuueckux npusHaxkos Brpynmy HICT oka3biBa-
I0TCSl BKJIIOUEHHBIMM CaMbl€ pa3Hble AUCILIaCTUYECKUE
CUHIPOMBI U (PEHOTUIBI. A C IPYroil CTOPOHBI, K 3TOX
TPYIIIe OTHOCST JIML C MUHUMAJIbHBIM YK CJIOM TUCILIAC-
TUYECKMX MPOSIBJICHUI U MPaKTUYECKU HEe OTIMUYMMBbIE
OT 37I0POBBIX.

+ Touka 3peHMs1 aBTOPOB Ha TO, UTO «KJIMHUYECKAS
cumnrtomaruka npu HICT oOyciioBieHa OCI0XHEHUSI-
MM, KOTOpbIe (hOPMUPYIOTCS B IIPOLIECCE OHTOTEHE3a»,
Takke BbI3bIBAET COMHEHMS, TPEXAe BCEro IOTOMY,
YTO OCJIOKHEHHUSI MOTYT He BO3HMKAaTh BOBCE, a T¢ WU
HWHbIE CUMIITOMBI HE 00513aTeJIbHO OTHOCSITCSI K OCJIOXK-
HeHusM. K ipumMepy, eciiv paccMaTpuBaTh MEPBUYHbIN
IIMK B pamkax HJICT, kak 3T0 gemaioT aBTOpPBI, TO
XOPOILIO U3BECTHO, YTO ITPOTHO3 MPU 3TOM B MOJABJISIIO-
1IeM OOJIBLIIMHCTBE CJIyyaeB SIBISIETCS OJIarONpUsSITHBIM,
a cumnromatuka [TMK coBceM He 00s13aTeIbHO CBsI3a-
Ha C Pa3BUTUEM OCJIOKHEHUM.

HaubGonee sipkumu mnpuMepaMy HeCOBIaIeHUs
MEXIYy CoAep>XaHWeM IIPUBENCHHOIO BBIIIE OIpee-
JIEHUS W peali3alueil ero B KIIMHUYECKOM MPaKTUKE
MOTYT OBITh NMYyOJIMKAIMM, B KOTOPBIX OOCYXKAaeTcs
runepMobusbHOCTh cyctaBoB (ITMC) mpu cuHapome
HICT[13]. AenoBToM, uto HICT cnemyet paccmaTpu-
BaTh KaK HEKOE COCTOsIHME, He KakK cuHapoM, a TMC,
€CJIM OHA He SIBJISIETCS] CUMIITOMOM psiaa auddepeHm-
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poBaHHbIX JICT, cnemyet paccMaTpuBaTh Kak CaMOCTOSI-
TenbHbI cuHapoM (CIT'MC) [27]. YMecTHO 3aMeTUTh,
yto CI'MC, KaK Tenepb CTajo U3BECTHO, MOXET OBITh
CBSI3aH ¢ MyTallMel reHa TeHackuHa-X [28].

OcTtaHOBUMCS TOAPOOHEN Ha JMArHOCTUYECKMX
anroputmax HICT.

* TMosyyun mmpoxKoe pacnpocTpaHEHHE IMOAXOI,
cornmacHo KotopoMy s auarHoctuku HIACT pocra-
TOYHO OOHAPYKEHUST HECKOJIbKUX BHEIITHUX MTPU3HAKOB
JUCIUIa3UM WM Maliblx aHoMmanuit pas3sutusi (MAP).
ITpu 3TOM He yuuThIBaeTCS IMAarHOCTUYECKUIA BEC TPU3-
Haka, 4TO Heu30eXXHO MPUBOIUT K TUIEPIUATHOCTUKE
JIUCIUTA3MM Y ONHUX TallMEHTOB U OIIMOKaM IpoIycKa
y npyrux. «Ilopor cTurMaTuzauuu» ISl IMarHOCTUKU
HICT ocraeTcsa He coriiacoBaHHBIM.

HexkoTtoprble aBTOpHI M0OIaraT, YTO MOPOTOM CTUT-
MaTU3alliM IS PELIeHUsT BOIIpoca 00 OTCYTCTBUM WJIU
Hannuun HIACT crnenyeT cuutaTh HaJM4ue TPEX BHEILI-
HUX MapkepoB aucriaasuu [8]. Jpyrue mnpeanaraior
0003HAYUTh MOPOT B YEThIPE BHEIIHUX IpU3HAKA IS
KEHIIWH, W TIITh — Wisd MyX4yuH [6]. CuuTaior, 4To
noporoBbiM Mg auarHoctuku HACT saBasiercss Hanu-
yuie 1eCTH U 00Jiee BHEIITHUX Mpu3HaKoB [3,15]. Beicka-
3bIBAETCS TAKXKEe MHEHME, YTo 1J1s auarHoctuku HIACT
Heo0xoauMo 6-8 mpu3HakoB auciuiasuu [S]. Henb3s He
OTMETHUTD, YTO TaKasi HEYETKOCTDb B ONPEETCHUU ITOPO-
ra CTUrMaTu3aliy co3aeT JOMOJTHUTEIbHbIE TPYIHOC-
™ misg nuarHoctuku HJICT u nmejtaeT HEBO3MOXHBIM
COITOCTABJICHUE PE3yJIbTaTOB UCCICIOBAHMIA, MOJTYICH-
HBIX pa3HbIMU aBTOPaMU.

ITpu aTOM OCTaeTcsl He COINIaCOBaHHBIM IepeYeHb
HCIIOJb3YyeMbIX XapakKTepUCTUK. IIOHSATHO, 4TO TpuU
HCMOJIb30BaHNM 16 MPU3HAKOB, BKJIIOUEHHBIX B IIEpe-
YyeHb [24], BepOSITHOCTb HaOpaTh YMCJIO UX, HEOOXOaU-
MBIX JUISI TOCTMIKEHUSI MOopora CTUrMaru3aluu, OymaeT
CYLIECTBEHHO HUXKE, YEM ITPU UCITOJb30BaHU M 37 BHEILI-
HUX MoKa3aTesei, nepeuyrncaeHHbIX B MOHOorpaduu [17]
Win 43 NpU3HAKOB, BKIIOYEHHBIX B TUATHOCTUYECKUI
nepeveHsb [11].

Eiue Goyiee Bo3pacTaeT onacHOCTh TMITEpAUarHoC-
tuku HJACT npu npuMeHEHUM TOMHMMO BHEIIHUX
MPU3HAKOB, BUCLEPAIbHBIX (BHYTPEHHUX) MapKepoB
mucrniaazun U MAP. YMecTHO momyepKHYTh, 4TO K
BHYTPEHHUM IPUM3HAKaM OTHOCST HEe TOJIbKO T€ MaJjble
a”Homanuu cepaia (MAC), KoTopble UMEIOT HECOMHEH-
Hoe puarHoctuueckoe 3HaueHue (ITMK u paciumpeHue
KOpPHSI a0pThl), HO U Take MAC Kak JIOXKHBIE XOPAbI 1
aHOMaJIbHblE TPaOEKY/bl, JMarHOCTUYECKas 1LIEHHOCTh
KOTOpbIX He cToJib ouyeBMIHa. He pemeH Bompoc o
JMMarHOCTUYECKOM 3HAYMMOCTU TaKMX BHYTPEHHUX Map-
KepOB IMCIIa3uM, KaK MTO3 BHYTPEHHUX OPraHOB,
JnedopMaluy XeTYHOTO MY3bIPsT U MHOTMX JAPYTUX OTK-
JIOHEHU 1, BBISBJISIEMbBIX MIPU YJIBTPa3BYKOBOM UCCIIEN0-
BaHuu (Y3W) opraHoB OpioILIHOI MMOJIOCTU U MOYEK.

ITo cymecTBy, (DOopMaNbHBIN KOJWYECTBEHHBII
MOIX0J YpaBHUBaeT MeXIy CO0O0il Bce IoKasaTesun
U MNPUBOAUT K YPE3BBIYAMHO IIECTPOM KIMHUYECKOU
kaptudHe HACT u nomagaHuio B OOHY U Ty Xe TPYIITy

KakK BITOJTHE OJIarornojydyHbIX MAllMEHTOB C IOBBIIIECH-
Ho# mucruiactuyeckoit cturmatusanueit (ITJC), tak u
MalMUEHTOB C BBIPAXEHHOMN HACIEACTBEHHOM MaTOJI0I M-
el COENMHUTEIBHOMN TKaHU.

+ CornacHo IpyroMy MOAXOAy K AWArHOCTUKE
HJICT, HeoOX0aAuMO YYUTHIBATh AMarHOCTUYECKYIO 3HA-
YUMOCTb OTEJbHBIX BHEIITHUX U BUCLIEPAJIbHBIX (DEHOB,
aTaKke OMOXMMUYECKUX MapKePOB AU CILIA31U, OTIPEeIe-
JIMB IMarHOCTUYECKUI BeC 3TUX MPU3HAKOB (B Oaiax)
¢ IpMMEHEHUEM TPOLICAYPhI MOC/IEA0BATEILHOTO aHa-
snu3a no Baiineny [9,17].

ITpu Bceit BHEIIHE ! MPUBIIEKATEILHOCTU Mpe 1Jiara-
eMbIil MOIX0 UMEET PsiI HEAOCTATKOB:

— Bce BHewmHue mapkepsl JICT paccMmaTpuBaloTcst
B OJHOM psily, TaK YTO TaKHe «OOJIbLIME MPU3HAKK»
psna moHoreHHbix HHCT, kak moBbIlIeHHAsl pacTs-
KMMOCTb KOXHU, arpodudeckue ctpuu, MC oka3sbiBa-
I0TCSI MeHee 3HauMMbIMU, yeM MAP u Takue 1mmpoko
pacnpocTpaHeHHbIe 1 00J1aAarole HU3KOM criebuy-
HOCTBIO (beHbl KaK TUIOCKOCTOIIME M CKOJIMOTUYECKas
Jnedopmalus MO3BOHOUYHUKA.

— B psiay BHYTpeHHUX TTPU3HAKOB AricMOpdoreHe-
32 COENMHUTEbHON TKAaHU HEIOCTaeT MHOTUX BHCIIE-
panbHbix nposiBaeHuit JJCT. uameHeHus GopMbl Kead-
Horo ny3bips, aucruiasus noyek 1 MAC. IMocneaHue, K
MPUMEPY, MHOXECTBEHHBIE JIOXKHbIE XOPJbl U aHOMaJTb-
Hble TpabeKysabl, aCUMMETPHUsI CTBOPOK aOpPTaJIbHOIO
KJanaHa ¥ Majlas aHeBpM3Ma MeXIIpeACcepaHOM mepe-
TOpPOJAKM, KaK MOKa3aHO, TECHO CBSI3aHbI C CUCTEMHbBIM
nedheKTOM COeMMHUTEbHOMN TKaHU.

— Takue, penko BcTpeyaroluecs, Ho, 0e3yCI0BHO,
o0Jiagaroliyie BhICOKOUN CIelM(MUUHOCTbIO BUCLEPATb-
Hble MapKephbl TUCIIa3Uu, KaK AuiaTalys KOpHS aop-
ThI U JIESTOYHOM apTepuu MOJyJYaroT HU3KME JUArHOCTH -
yeckue Ko3(OULMEHTHI.

— B psa BucuepanbHbix npuzHakoB HICT He cie-
nyet BkiaovaTh [IMK, mockosibKy OH, KaKk OTMEYeHO
BBIILIE, pacCMaTpUBaeTCs JIMOO KaK MPOsIBIIEHHE OJJHOTO
n3 MoHoreHHbix HPCT, 1160 gBisieTcs caMOCTOSITE b~
HbIM, IEPBUYHBIM, TEHETUYECKU J€TEPMUHUPOBAHHBIM
3aboseBaHueM. K ToMy Xe, 10 HaCTOSIIIEro BpeMEHU He
paspaboraHa OajuTbHasl OlLIEHKA, MTO3BOJISIONIAS YIECTh
POJIb BBIPAXKEHHOU MUTPAIbHOM PETrypruTaliii U MUK-
coMaro3a CTBOPOK.

CyMMUpY$ BBILLIEU3T0XKEHHOE, MOXKHO 3aKJIIOUUTh,
4yTO MpuHATHIe Toaxoabl K nuarHoctuke HICT umeror
LIeJIbIIA PSIZI CYLIIECTBEHHbBIX HENOCTAaTKOB. He ucrnosbay-
€TCs1 OOIIETTPUHSTOE B MEXIYHAPOIHOMN MpaKTUKE Jese-
HUE TPU3HAKOB JVCIUIA3UM Ha «OOJIBIIME» U «MaJibie»
[21,23]. do HACTOSIILIETO0 BPEMEHU OTCYTCTBYET COT-
JIACOBaHHBIN TepeYeHb AMarHOCTUYECKUX KPUTEpUEB
HJICT, HeT oO1IenpUHSATOrO aJropuT™Ma IMarHoCTUKH,
YTO MPUBOAMUT K MONAZaHMUIO B OIHY TPYIIIY pPa3HbIX
MO KJIMHUYECKUM IPOSBACHUSIM TAllMEHTOB, — OT JIUII
¢ IMOC, BeposTHO Haumbojiee OMM3KUX K BapUaHTY
HOPMBI, 10 OOJIbHBIX C BbIPAXXEHHOU HACJIEICTBEHHOM
MaToNOTHEN COeOUMHMUTEIbHON TKaHu. B pesynbrate,
HECMOTpPSl Ha OYEBMIHYIO KJIMHUYECKYIO 3HAYMMOCTh
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Ta0omua 1

OCHOBHbIE AUCILIACTUYECKHE CUHAPOMBI "1 (I)CHOTI/IHBI*

1. MASS-niono6HbIi heHoTHTT

2. IepBuuHbIit (M30aMpoBaHHbI) [IMK

3. MapcdanouHast BHenTHOCTH (MB)

4. Mapdanomnono6Hsiii penorur (MITD)

5. BrepcrnonoOHbIi eHOTUT (KJIACCUUECKUIA UITM COCYIMCTBIN)

6. Cunzapom runepmobuibHocTH cyctaBoB (CITMC) — aepcrnoqoOHbIi TUIepMOOMIbHBII THIT

7. lobpoKauecTBeHHast rTunepMooduibHOCTD cyctaBoB (1I'MC)

8. Henuddepenunposannas ACT (Heknaccuduuumpyemslii perorun ACT)

9. IMosbieHHas aucruiactuyeckas crurMatusauus (IMIAC)

10. ToBbITIIeHHAST TUCTLTACTUYECKAS] CTUTMATU3AIIMS C TIPEUMYIIIECTBEHHO BUCiepaTbHbIMU TiposiBaeHus MU ([11CB)

pasBuBaemMoro B Poccuu nonxonma K nzydennio HPCT,
BO3HMKAIOT CEPbE3HBIC TPYTHOCTHA B TPAKTOBKE ITOJY-
YEHHBIX Pe3y/IbTaTOB 1 COITOCTABJICHIUY TaHHBIX Pa3JIdd-
HBIX MCCIICIOBATEIICH.

3ampoIreaie roabl He yIajJoCh COIIacoBaTh IIepe-
YeHbINarHOCTUYECKH 3HAYNMBbIX BHEIITHUX (DeHOB TUCIT-
JTa3uu, pa3padorath aaroputMbl nuarHoctuku HIACT n
JMOCTUYb €AMHOTO TTOHMMAaHUs TTpooieMbl. KoHIenmst
HJICT ocTtaercd He mpM3HAHHOM 3a pyOe KoM, He TIpeIc-
taBieHa B MKbB 10 mepecMoTpa; ee UCITOIb30BaHNE B
CYIIIECTBYIOIIEM BMIE IPUBOIUT K TUICPINATHOCTUKE
HaCJICAICTBEHHOM MAaTOJIOTMM COCIMHUTEIBHON TKaHU
B 1LIEJIOM 1 HACJICACTBEHHBIX aHOMAJIUI pa3BUTHS COC-
MUHUTEJBHON TKaHU CepALAa B YACTHOCTU. JlOCTaTOYHO
cKa3zath, uto pacrnpoctpaHneHHocts HIACT cpenm nuix
MOJIOAIOrO BO3pacTa JOCTUraeT 85% ciydaes.

B cBeTe cka3aHHOTO CTAHOBUTCS IIOHSITHBIM, TTIOYE-
My naHHble o poau HICT B pa3BuTtuu pa3inaHbIX 3a00-
JICBaHWI BHYTPEHHMX OPTaHOB IPH MCIIOJIb30BAaHUU
BBIIIICOIMMCAHHBIX TIOIXOMOB K €€ TMarHOCTHKE, TPeOy-
0T JOTIOJTHUTEILHOTO aHaJIM3a 1 IPOBEPOK.

JlanbHelmee pa3BUTHE 3TOTO HAIpPaBICHUS BO3-
MOXHO JIMIIb TIPU YCIIOBUU pa3pabOTKU COTJIacOBaH-
HBIX TToaxonoB K nuarHoctuke JICT 1 uckimodeHus u3
rpyrmbl HIACT yXe M3BECTHBIX CUHAPOMOB M (heHOTH-
TIOB.

HeobxomuMo 4eTKO CTPYKTYpUpOBaThb IMPU3HAKK
JCT, BpiOpaB 3 HMX Hamubojiee MHPOPMATUBHBIE Ha
OCHOBE aHaJIN3a MPUHSITHIX MUPOBBIM COOOIIECTBOM
pexkomeHganuii mo guarnoctuke HHCT [4]. Peus uner
o [enrckux kpurepusax nnarnoctnk CM [23], Bumnbg-
paHIICKuX KpuTepusix auarnoctuku CO/1 [21], Bpaiito-
HCKux Kputepusax 1998 mmarnoctuku cuaapoma TMC ¢
rnocenyoueit ux pesusnei [25].

Hcxons n3 ganHbix o MHorooopasun HHCT, rmona-
nmarommx B rpynmy HJICT, HeoOXomOMMOCTH TpyNITU-
POBKHU BHEITHUX W BHUCIEPAIbHBIX IIPU3HAKOB, XapaK-
TepU3YIOMNX OUCIIIA3UM, MOXHO YTBEPXKIaTh, YTO
konnenuusa HICT, B ee HacTosIIeM HPaKTHIECKOM
MMPUMEHEHUH, 3TO Pa3HOPOMHAs TPYIIa BechbMa paci-
POCTpaHEeHHBIX TUCILIACTUYECKNX CUHIPOMOB M (DEHO-
timnoB. Huke nmpuBeneH mepedeHb OCHOBHBIX CHHAPO-
MOB M (DEHOTHUIIOB, OKA3bIBAIOIINXCS BHYTPH TPYITIIBI
HJICT, koTopble pacIiojioXXeHbI B TOpsIAKe yObIBAHUS
WX TMaTHOCTUYECKOM 3HAYMMOCTH (Tabauma 1).

JunarHoctuka MASS-1mogo6Horo (peHOTHIIA TIpE-
ImojIaraeT, Kak u3BecTHO, BeIsiBJieHne IIMK, mpru3HakoB
pacIIMpeHUs] a0pThI, HE IIPEBBINIAIOIICTO TBE CUTMBI,
B COYCTAHMU C OUCITIACTUYCCKUMU U3MEHEHMSIMU CKE-
JIeTa ¥ KOXHU. JIMarHoCTUYeCKNe XapaKTepUCTUKU TIep-
BuuHoro IIMK omnucaHbl B MeXIyHapOAHBIX PEKOMEH-
AKX, TIOCBSIIEHHBIX KJIAITAaHHO IMaTOJIOTUM cepara
[22]. dng opnarHoctuku MIT® u DI1® cinenxyeT coxpa-
HUTb IIPWHIIUIIBI, TTOJIOXEHHBIE B OCHOBY ITMAarHOCTH-
kn nuddepenuupoBanHbix HHCT. [Ing nuarHoCTUKM
MII®D MOXXHO MCITOIB30BaTh IPUHIIMIIEI, 3aJI0KEHHBIE
B [EHTCKMX KpUTEPUSIX, TIPXA 3TOM OCJIA0UB TPEOOBAHMS
K auarHoctvke. IJIst 3Toro JoCcTaTOYHO MCITOJIb30BaTh
Manbie Kputepun CM, a kK MIT® oTHOCHUTS JINIL C TIPU3-
HaKaMM BOBJICUCHUS HE MEHEE TPEX CUCTEM, TIPU 00s13a-
TEJIbHOM YYaCTUM KOCTHOM cHCTeMbl (MapchaHOMITHAS
BHEIITHOCTh — HE MEHEE YEeThIpeX KOCTHBIX IIPU3HAKOB
OCT).

Yo kacaercs onenku 1D, To oH, mpexae Bce-
ro, TPOSIBISIETCS TpPU3HAKaMHM BOBJICUYeHUS Koxu. O
TaKOM YYaCTHH JIOTUIHO TOBOPUTH IIPHU HATWMIMHU, KaK
MHMHHMYM, IBYX MaJIbIX CHMIITOMOB, CBSI3aHHBIX C I3ME-
HEHUSIMM KOXXU Y OTIIMCAaHHBIX B BHIIb(hpaHIICKIX KpH-
TePUsIX.

ToBopst 0 BOBJICUEHUH CYCTAaBHOI CHCTEMBI, TIPEI-
JIOXEH TOT X€ MTMAarHOCTHYCCKMI IOPOT, KOTOPBIA
HCTIONIB3YeTCST B BpaliTOHCKMX KpUTEPHSIX, PeBU30BaH-
HBIX TTo3aHee [25] — Haau4yme 4eThIpeX MaJIbIX CycTaB-
HBIX KPUTEPUEB; TIPA 3TOM BaXXHO OTIMYATH 3JIEPCIIO-
noOHbIN THnepMoOmIbHBI DI1P (coueranme TMC u
aptpanruna) oT 1l MC, Kotopas HE CONPOBOXIACTCS
KIIMHUYECKOU CUMIITOMAaTUKOW.

[TombITKa CHCTEMATU3UPOBATh ITOAXOOBI K IHAr-
HOCTMKE OCHOBHBIX IHCIIIACTUYCCKUX CHUHIPOMOB U
¢deHoTunoB ObUTa TpeArnpuHATa paHee [4]. OgHako
HEOOXOMMMO HX INMPOKOE M KBaTUGHUIMPOBAHHOE
o0CyXmeHre i MPUHSITUS SOWHBIX PEKOMEHIAIINI,
KOTOpBHIE TTOCTY>KaT OCHOBOM JJIsI TaJIbHEHIIIETO pa3By-
s npeactasienuit o JCT.

CyMMUpYS BBHIIICU3IOKEHHOE, TIpeIjIaraeTcs clie-
VIO aJITOPUTM IUAarHOCTUKM HamboJiee pacipocT-
pPaHEeHHBIX TUCIIACTUISCKUX CUHIPOMOB 1 (DeHOTHUIIOB
(pucyHoK 1).

Hns1 Hanbosiee TOMHON TUArHOCTUKU TUCTUIACTH -
YeCKHUX CHHIPOMOB 1 (DEHOTHUIIOB HEOOXOIUMO MCITOJIb-
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A.B. 3emuyosckuii ... Hedughgepenyuposarnuvie ducnaasuu coeOuHUmMeNbHol mKatu. ..

AJTTOPUTM OVATHOCTUK OCHOBHBIX
ANCTIACTUHECKUX CUHAPOMOB 1 GEHOTUINOB

T

I

PeHoTunnyeckoe

nccrenoBaHue

| Oxokapaviorpadums

OpraHoB OPIOLLIHOM NOOCTU
1 noyek

—l SnepconogobHbIn heHoTUn |

I

CuHppom TMC

Puc. 1

30BaTh HE TOJIbKO (PEHOTUITMYECKOE OOCIeTOBaAaHUE, HO
u axokapauorpaduio (9xoKI') u Y3M opraHoB Opiolii-
HOIt mosiocTu U Touek. BeimonHeHue OxoKI™ HeobOxo-
auMo JU1s1 BeIsiBIeHUsT MASS-niogooHoro heHoTHIa U
nepsuyHoro [IMK; Y3U opraHoB OprolrHO MoioCcTh
M TI0YEK MO3BOJISIET OLEHUTh CTENEeHb BOBJIEUEHHOCTHU
BUCLIEPAJIbHBIX OPraHOB B JMCILIACTUYECKMIA TTpOLieCcC
u auarHoctupoBaTh T C, nmpeuMyliecTBEHHO BUCLIE-
paJIbHOM JIOKAJIM3alUU.

M3n0oXeHHbIN BbILIE TTOAX0M YCIOBEH, MOCKOJIbKY
B3aMMHOE€ HaJIOK€HWE BHEIIHWX MPU3HAKOB IMCILIA-
3UM TIPU PA3JIMYHBIX AUCIIACTUYECKMX CHUHIpPOMaxX U
¢eHoTUNAX YacTo AenaeT AuddepeHInanbHbliA Juar-
HO3 MEXIy HUMM 3aTpyaHUTEJbHbIM. BmecTe c Tem,
KakK TOKa3bIBaeT MpaKkTHKa, B OOJILIIMHCTBE CJIydyaeB
BCE K€ yIaeTcsl ONpeaeJuTb TOT WU UHOU TUCTIACTH-
yecKuil HeHOTHII.

Camu Xe TUucTaacTuuecKre CUHIAPOMBI U (DEHOTHU -
bl COOTHOCSITCS MEXIY COOOM ClIeayIoMM o0pa3oMm:
Hanuuue kpurepueB MASS-nomobHoOrO deHoTuna
HCKJTI0YaeT nuarHo3 «mnepBuyHbiil [IMK» unu «<mapda-
HOWJHasI BHEIITHOCTb» , TOYHO TaKXKe TMAarHo3 «[epBrUY-
Heiii [TMK» wuckio4aeT BO3MOXHOCTh ITOCTAaHOBKU
JII0OOTr0 IMarHo3a 13 TpyInbl IUCTIaCTUYECKUX CUH/I -
POMOB, YacTUYHO COBIAAAIOIIMX IO KIUHUYECKUM
npu3zHakam ¢ CM. JluarHocTuka Kakoro-iubo wus3
JUCMIACTUYECKUX CUHIPOMOB, YACTUYHO COBMAIal0-
LIUX IO KJIMHUYECKUM TposBieHusIM ¢ CM, uckiroya-
€T BO3MOXXHOCTh TTOCTaHOBKM auarHo3za MII®. Iunar-
HO3bI MII® mmm BIIP uckiodaoT BO3MOXHOCTH
oaHoBpeMeHHoM nuarHoctuku «HICT». Camo coboit
paszymeetcs, yto I1JC 3aHuUMaeT mocjiegHee MeCcTo B
WepapXuM AMarHOCTUYECKUX 3aKIIOUEHMIA, a OLIEHKa
€€ KJIMHUYECKON 3HAYMMOCTU TpeOyeT MpOoBeacHUS
crnelraibHbIX UCCIIeTOBaHMIA.

Takum obpazoM, 1iesiecoo0pa3HO BhIAEIATh AECITh
JUCIUIACTUYECKUX CUHAPOMOB 1 (DEHOTUIIOB, U3 KOTO-
PBIX CeMb MOXHO OOBEAWHUTbL B TPYMIy Kiaaccudu-
LUApPYeMbIX (PEHOTUIIOB, a TPU TMOCAEAHUX Kaccudu-
poBaTh He yaaeTtcsd. IToka MOXHO JIUIIb BbICKA3aTh

AJ'IFO]JI/ITM JUArHOCTUKU OCHOBHBIX JUCIIACTUYECKHUX CUHAPOMOB U (IJGHOTI/IHOB.

npeanonoxeHue, yro HJJICT umeeT HaMMEHbIIYIO
KJIMHUYECKYIO 3HAYUMOCTb U peXe NPYTruX JUCIIACTU-
YECKHUX CHUHAPOMOB U (PEHOTUNOB COMPOBOXAAIOTCS
HapyIIEHUSIMU CTPYKTYPbl U (PYHKIIMU COECOUHUTEb-
HOU TKaHW pa3JIMYHBIX OPTraHOB U cUCTeM. BrpoueMm,
BBICKa3aHHOE MPEATOJIOXEHUE HYXKIAETCS B KITUHUYEC-
KO TTpOBEPKE.

3acnyXuBaeT CEeNUaTIbHOIO 0OCYXIEHUs BOIIPOC
o npuHiunax auarHoctuku HACT u Bxomsimux B Hee
paznuuHbix JAI1C u ¢peHoTunos. ABTOpbl KOHLENLUN
o HACT nonaratot, uro nepen nepeuucieHueM JAI1C
nomxeH crosath nuarHo3 HIACT u 3amaioTcst BOmpocom
«eCThJIM epcriekTrBa y HacienctBeHHbIx I CT Ha kiac-
cubukannoHHbI cyBepeHUTET B MKB?». C TOUKM 3pe-
HUS aBTOPA BOMPOC 3TOT YUCTO PUTOPUYECKUIA.

Heno B ToMm, uto MKDB co3mana nns cucremaru-
3MPOBAHHOTO AHAJIN3a U CPABHEHUS JAHHBIX O CMEPT-
HOCTM U 3a00JIeBa€MOCTM M TMO3BOJISIET KOIMPOBAaTh
npakThudecku Bce kanHudeckue nposeieHue JCT, kak
nubdepeHIIMpOBaHHbIE TaK U HeauddepeHumpoBaH-
Hble. B cBSI3M CO CKa3aHHBIM, COBEPIIEHHO HEIMOHST-
HO, moueMy B ciyyae nuarHoctuku CM wiu CBJI Het
HYXIbl TIepel 3TUMU CUHAPOMAMU CTaBUTh OUArHO3
«nuddepeHupoBaHHAs AUCIUIA3US COCAUHUTEIbHOU
TKaHW», a B clly4ae OTUArHOCTUKU mepBuyHOoro IITMK
HeoO0XoauMo Tepes HUM yKasaTb Ha Hanuuue HICT?

Boigensats ke HICT B caMoCTOSITEIbHBII CUHAPOM
MPEICTaBISETCS OIIMOOYHBIM, MOCKOJIBKY B TAKOM CITY-
Yyae, CyUIECTBYET PUCK MOIYYUTh 3(PDEKT «MaTpeiku»,
xorga BHyTpu cuHapoMa JCT oka3biBaeTcsi CUHAPOM
IIMK, a B cunnpomM ITMK mMoryT oka3atbcst BKJIIOUEH-
HBIMU UHBIE KapUaJbHbIE U COCYIUCTbIE CUHAPOMBI.

B 3akitoueHue cienyer elle pa3 BEpHYThCS K BOII-
pocy, MOCTaBIEHHOMY B 3alJIaBUU CTaTbU. «JlOJDKEH JIn
ObITh pa3pyiueH Kapdaren»?, — uav, UHBIMU CJIOBaMU,
clienyeT i oTKazaThbes oT npenctasieHus o HACT, wiu
nuarHoctrka HICT umeeT npaBo Ha cyliecTBOBaHUe?
Crnoxuuasicsa npaktvka nuarHoctuku HICT, xoraa
Bpay, He BJIa/ies] 3HAaHUSIMU O HACJIeICTBEHHBIX HapylIe-
HUSX CTPYKTYPHI U (DYHKIIMU COENUHUTEIBHOU TKaHU,
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Ha OCHOBaHUY ITPOU3BOJILHO B3SITHIX CTUTM IM33MOPUO-
reHe3a CTaBUT AUArHO3, HEMpremyieMa U MOpoYHa.
Ceronnsa nog HIACT cienyer moHMMaTh Hapyle-
HUSI CTPYKTYPHI U (DYHKIIMU COETWHUTENLHON TKaHU,
10 CBOMM (PEHOTUTTMIECKUM U KIIMHUIECKUM TTPOSIBIIE-
HUSAM He ykJaasiBatoirecs B yxe uspectioie HHCT un
WHBIE TUCTUIACTUYECKUE CUHAPOMBI U (DEHOTHITHI.
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