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MeANLUHCKAA aKaAeMus

pokoe pacrnpocTpaHeHue HOBOEe HanpassieHue B

N3y4YyeHUU HacneaCcTBEHHbIX HAPYLUEHUA CTPYKTY-
pbl U dyHKUUKM coeamHuTenbHon TkaHmn (HHCT) [21].
Kak nuwyT aBTOpbl 3TOW KOHUENUUU, B CBA3U C TEM,
YTO «MOJIEKYJIIPHO-FEeHeTUYEeCKNEe MunccnenoBaHns
CTPYKTYpPbl KOJIJIareHa HaxoAsATCd Ha MHULUanbHOMN
cTaguu», Uenecoo6pa3HO BbiAENATb rPpynny «He-
anddepeHUMpoBaHHbIX AUCMIa3Uii cCOeAUHUTESb-
Hoi TkaHn» (HACT). B.M. flkoBneB npeanaraer cne-
ayowee onpeaeneHne HACT:

HeonddepeHumpoBaHHble aucnnasnm CoeanHUTENb-
HOW TKaHW 3TO «€HETUYECKU reTeporeHHas rpyrna, Ko-
Topas Yyallue MMeeT rpu3Haky ayToCoOMHO-AOMUHAHTHOIO
TMna HacsienoBaHus 6e3 HeTKUX KIIMHUKO-reHeaaornyec-
KUX KDUTEPUEB, C Pa3NYHbIM HaOOPOM KOJIMYECTBEHHbIX
U Ka4eCTBEHHbIX GeHOTUMNYECKUX U KIIMHUYECKUX CUMII-
TOMOB, 00YCJ10B/IEHHbIX CTEMNEHbIO BbIDAXEHHOCTU CTPYK-
TYPHO-QPYHKLUMOHAIIbHbBIX HaPYLLUEHW TBEPLOU U PbIXJ/I0N
COEANHUTETIbHOV TKaHW W OCJIOXKHEHUSIMU, (HOpMUpPYIo-
LUMMUCS B IPOLIeCCe OHTOreHe3a».

ABTOpPbI NonaratoT, 4To ocHoBOoW AamarHocTukm HAOCT
ABNSIOTCH BHELLHWE U BHYTPEHHNE DEHOTUNNYECKME Npu-
3HaKu, a TPYOHOCTU AMArHOCTUKM CBA3bIBAIOT C OTCYTC-
TBUEM UNK CcabbiM 3HAHMEM DEHOTUMNYECKNX MPU3HAKOB
1 KNnHn4eckux nposisneHnii HOCT.

Ha ocHOBe M3N0XeHHOro noaxoaa nosiBUIOChk MHO-
>KECTBO MCCNefoBaHW, NokKasasLnX Hannyme y naumeH-
ToB ¢ npuaHakamu HACT onpeneneHHbIx 0COBEHHOCTEN
TEeYEeHMS 1 MNPOrHosa naTosIorMM BHYTPEHHUX OPraHoB.
Bbina o6HapyxeHa CKIIOHHOCTb 3TUX MNaUWEHTOB K pa3Bu-
TUIO aYTOMMMYHHbBIX MPOLLECCOB, BbISIBIEHBI 0COOEHHOCTH
accoummposanHoii ¢ HOCT natonornn cepageyHo-cocy-
aucTon cuctembl [23].

Y6eomtensHo NPOAEMOHCTPUPOBaHbI O0COBEHHOCTHU
TeyeHuns neroyHon natonoruv Ha ¢orHe HAOCT [11]. Brias-
neHo BnngHme HACT Ha 4acToTy U KIMHUYECKME NPOSIB-
neHnst 3aboneBaHUn Xenyao4yHO-KULLEYHOro TpakTa [2,
15]. MosBunncb CBMAETENLCTBA TOrO, YTO BPOXAEHHAs
cnaboCTb COEANHUTENBHON TKaHU SABNSETCS GakTOpOM,
ocnoxHsiiowmm TedyeHne MBC n nndapkra mnokapaa [7,
8, 17].

Bnocnenuue rogbl B Hallen cCTpaHe MoJly4nusio Wun-
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HakonneHbl ybeautenbHble hakTbl, NOATBEPXAAOLLNE
ponb HACT B pazsutum 1 Te4eHnmn apTepmanbHOn rmnep-
TeH3uu [3, 13]. Bbinn nonyyeHbl AaHHbIE, CBUAETENLCTBY-
Iowme o ponn GakTopOB BHELLIHEN CPeabl 1, B HaCTHOCTH,
feduumta HEKOTOPbIX MUKPO- U MaKpPO3JIEMEHTOB (Mar-
HUI, UMHK) B pa3Butum HAOCT.

Bce 13noxeHHoe CBMOETENbCTBYET O HECOMHEHHOMN
NepcneKTUBHOCTM Pa3BUTUS KIMHMYECKOrO HanpaBneHus
B n3yveHmn HACT. BMmecTe ¢ TeM HeveTkasa aeduHnums n
CNOXMBLUAACS KIIMHUYECKas NpakTuka NpuUBEn K BO3HUK-
HOBEHWMIO psga NpPobnem, CBSA3AHHbLIX C AMArHOCTUKOWN U
OLLEHKOW KJIMHNYECKOWM 3Ha4YMMOCTM 3Toi rpynnbl HHCT.

1. lIpuBegeHHoOe BbilLe onpeaesieHue pAaert rnpo-
CTOp AJ1 NMPoun3BOJIbHOIro Bk/moYyeHus B rpynny HACT
caMbiXx pa3HbIX AUCMIACTUYECKUX CUHAPOMOB U ¢e-
HOTUIMOB.

Hanbonee sipknmMu npuMepaMm HECOBMafeHNS MEX-
[y conepXxaHvem MpUBELEHHOrO Bbille ONpeaeneHus u
peanusauueli ero B KJIMHWYECKON NpakTuke MOryT ObiTb
nyénvkauuu, B KOTOPbIX 0Ocyxaaetcs runepmodusb-
HOCTb CYCTaBOB MpW CUHAPOME HeandpepeHuUnpoBaH-
HOW OMCNnasnum COeanHUTENbHON TKaHu [14], B TO Bpem4
KaK anropuTtMm AMarHOCTUKM Takoro cuHgpoma kak HOCT
OTCYTCTBYET, r’mnepmMmoomnbHocTb cyctaBoB (FMC) moxeT
ObITb NposiBieHneM paga andbdepeHumpoBaHHbix CT, a
npv X OTCYTCTBUM NPU YCIOBUN apTPaIrni A0XHa pac-
cMaTpMBaTbCA Kak CaMOCTOSATesbHbIN cuHapom (CrMC)
[32]. YmecTHO 3ameTuTb, 4TOo CITMC, kak Tenepb cTano
M3BECTHO, CBA3AH C MyTaumen reHa TeHackuHa-X [34].
To4HO Tak xe nponanc mutpansHoro knanaHa (MMK) He-
KOTOpblE aBTOPbI PAacCMaTPUBAKOT CErofHs Kak O4HO 13
nposisneHnt HACT [7]. B 10 e Bpems M3BeCTHO, 4To NMMK
MOXET ObITb OAHUM U3 NPOSIBNEHUN psna anddepeHum-
poBaHHbIx dopm ACT — cuHapoma MapdaHa, cuHapoma
onepca-[aHno v gp., a B X OTCYTCTBUM paccMaTpusa-
eTcsa kak nepBuyHbIn NMMK. CerogHa BbloeneHo Tpu ca-
MOCTOSITENIbHbIX FEHHbIX JIOKYCa, OTBETCTBEHHbIX 3@ pa3-
BuTMe nepsuyHoro NMK: MPV1 (OMIM: 157700, reHHbIn
nokyc: 16p12.1-p11.2), MPV2 (OMIM: 607829, reHHbIl
nokyc: 11p15.4), MPV3 (OMIM: 610840, reHHbIln NOKYC:
13931.3-g32.1).

K rpynne HOCT oTtHocaT Takke MASS-¢peHoTMn, 3a-
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HUMaLWLMIA camocToaTeNbHyo no3uumnio B OMIM (Online
Mendelian Inheritance in Men) HauuoHnansHoro LeHT-
pa CLUA no Bonpocam 6MOTEXHONOrMYECKON MHGOpPMa-
umn (MASS cungpom; OMIM: 604308, reHHblA NOKYC:
15921.1).

2. Mony4ynn wmnpokoe pacrnpocTpaHeHne noaxoa,
cornacHo kotopomy ansi anarHoctukn HACT pgocra-
TOYHO BbISIBJIEHUSI HECKOJIbKUX BHELUHUX peHOB Aunc-
nnasun nam Mmasnbix aHomanuii passutusa (MAP). He
yYynTbiBaeTCcsl ANarHOCTUYEeCKuii BeCc Nnpu3Haka, 4To
Heun3b6exxHO NPUBOANT K runepanarHoCTuKe AuCria-
3Un Yy OAHUX NaLNeHTOB u oLunbKam nporiycka y apy-
rux. «Mopor ctrurmarunsaunn» gns gnarHoctnkn HOACT
ocTaeTcsi He COrs1IacoBaHHbIM.

HekoTopble aBTOpbI NonaratoT, HTO NOPOroM CTUrMaTu-
3aunu 4N peLenns Bonpoca 06 OTCYyTCTBUN UV HANNYMn
HAOCT cnenyeT cumTaTh HANMYME TPEX BHELLIHMX MAapKEPOB
ouncnnasuu [9]. dpyrve npegnaraioT 0603HaYUTL Nopor
B YE€Tblpe BHELUHUX Npu3Haka Ofs XeHWWH, U NATb A1
MyX4uH [7]. B.A. TabonuH u H.M. LWa6anos (1984) cuum-
TaloT (M Mbl paHee pasgensnu 3Ty TOYKy 3peHus) [4], 4To
noporoBbiM gnsa gnarHoctukm HACT aBnsieTca Hanuyne
wectn wn 6onee BHELUHWX MPU3HaAKOB. BbickasbiBaeTcs
TaKxXe MHeHue, 4To ana amarHoctukn HACT Heob6xoammo
6-8 npusHakoB gucnna3um (KapgypuHa T.M. n fopbyHoBa
B.H., 2007). Henb3s He OTMETUTb, YTO Takas HEYETKOCTb
nopora cturmatTmsauum cosgaet AOMNOSHUTENbHbIE TPYA-
HocTu ana anarHocTukm HOCT n penaet HEBO3MOXHbIM
COMOCTaBNEHME pPe3yNbLTaTOB UCCNEAOBAHUMN, MOMYyYEH-
HbIX Ppa3HbIMM aBTOPaMW.

Mpn 3TOM OCTaeTcsi He COrNacoBaHHbIM MNepeyvYeHb
NCNONb3YEMbIX MPU3HAKOB. NMOHATHO, YTO MPWU UCMOJIb-
30BaHMM 16 MNPU3HAKOB, BKIKOYEHHbIX B MNepedyeHb M.
Glesby [29], BeposATHOCTb HabpaTb 4YMCNO MPU3HAKOB
HeoOXoOMMbIX A OOCTUXEHMS Mopora cturMaTmusaumm
OyOeT CyLeCTBEHHO HUXe, YeM Mpu  1crnonb3osaHum 37
BHELUHMX MPU3HAKOB, MEPEeYUCIEHHbIX B MOHOrpapun
B.M.4koenesa n . Hevaesoi [19] nnn 43 npm3HakoB,
BKJIIOYEHHbIX B AMarHocTnyeckmin nepeyers L1 Hevaesonm
n N.A.Buktoposowm [12].

Ewie 6onee BO3pacTaeT 0nacHOCTb rMnepamnarHoCTUKN
HAOCT npu ncnonb30BaHUM MOMUMO BHELUHUX NPU3HAKOB
BUCLIEPAJIbHBIX (BHYTPEHHWX) MapKepoB AMCMia3um n Ma-
Nnbix aHoManu passutng (MAP). YMeCTHO NooYepPKHYTb,
YTO K BHYTPEHHUM MPU3HAKaM OTHOCHAT HE TOJNIbKO Te
Masnble aHoMmanuu cepgua (MAC), KoTopble MMEIOT HECOM-
HEHHOEe OMAarHOCTUYECKOE 3HavyeHue (Mponanc MUTpasb-
HOrO KfanaHa u pacLuMpeHne KOPHS aopTbl), HO 1 Takme
MAC kak NoXHble XopAbl U aHOMasnbHble Tpabeky b, Ana-
FHOCTUYECKAs LEHHOCTb KOTOPbIX HE CTOMb OYeBMAHA. He
peLleH BONpoC N O AMAarHOCTMYECKOM 3HA4YMMOCTUN TaKuX
BHYTPEHHNX MapKepOoB ANCMA3nK, Kak MTO3 BHYTPEHHUX
OopraHoBs, gedopmMauunm Xen4yHoro ny3blps U1 MHOMVX Opy-
rMX OTKJIOHEHUN, BbigBAsSeMbIX npn Y3W mnccnepoBaHum
OpraHoB GPIOLLHOW MOJIOCTU U MOYEK.

Mo cywecTtBy OpMasbHbINA KOIMYECTBEHHbI NOAXOL,
ypaBHUBAET Mexay cob0oi BCe NMPU3HaKM 1M NPUBOAUT K
4Ypes3BblHaNHOM NEecTpoTe KAMHM4Yeckon KapTuHbl HAOCT
1 nonagaHuio B OAHY U Ty Xe rpynny Kak BriosiHe 6naro-
NONY4YHbIX MNAUMEHTOB C MOBbLILLIEHHOM ANCMIACTUYECKON
cTurMaTusaumen, Tak M NnauueHToOB C BblPaXXeHHOM Ha-
CNeaCTBEHHOM NaTonornen CoOeaNHUTENIbHOM TKaHW.

CornacHo apyromy AnarHoCTU4YecKomy rnoaxoany,
aKkTuBHO pa3pabarbiBaeMoMy aBTOpaMu KOHLenuuu
o HOCT, Heo6xoanMo y4yuTbIBaTb ANArHOCTUYECKYIO
3HaYUMOCTb OTAEJIbHbIX BHELUHUX U BUCLiepasibHbIX
peHoB, a Takke OUOXUMNUYECKUX MPU3HaKOB AUCH-
sla3uun, onpeaenus AUarHoCTU4eCkuii BeC aTux rnpu-
3HakoB (B 6aJsunax) ¢ MCrosib30BaHUEeM MpoLenypbl
nocsepoBaresibHOro aHanu3aa no Bavinegy [12, 19].

[Mpwv BCen BHeLUHeN NpuBAekaTeNbHOCTN Npeajiarae-
MbIl1 NOOX00 UMEET Psif, HEAOCTaTKOB:

+ BCe BHewHue mapkepbl OCT paccmatpmBaloTcs B
OOHOM psiay, Tak YTO Takme «BOoJibluMe MPU3HaKu» psaa
MOHOreHHbix HHCT, kak noBbILWEHHAA pPaCTAKMMOCTb
KOXMW, aTpoduyeckne cTpuun, runepmMobunbHOCTb cycTa-
BOB OKa3bIBAlOTCA MeHee 3Ha4YuMbIiMu, 4em MAP u Takue
LLMPOKO pacnpoCcTpaHeHHbIe 1 o6nagaloLe HU3KOM cre-
UMDUYHOCTBLIO (EHbI, KaK MI0OCKOCTOMME N CKONMOTUYEC-
kas nedopmaums NO3BOHOYHNKA;

* B psifly BHYTPEHHUX MPU3HAKOB AMcMopdoreHesa co-
€ANHUTENBHOM TKaHN HEeaoCTaeT MHOIMMX BUCLEPASbHbIX
nposieneHnit ACT (M3meHeHus GopMbl XXENYHOro ny3bips,
AMCnnasuvsa noyek n manble aHomanuun cepgua). lNMocnean-
HUEe, K MPUMEPY, MHOXECTBEHHbIE IOXHbIE XOPAbl U aHO-
MaJsibHble Tpabekybl, aCUMMETPUS CTBOPOK a0PTaslbHOro
KnanaHa n manasi aHeBpmM3ama MexnpeacepaHor nepero-
pPOAOKM, Kak CerogHsi noka3aHo, TECHO CBSA3aHbl C CUCTEM-
HbIM Ae(eKTOM COeAUHUTENIbHOWN TKaHW;

* Takve penko BCTpevarmecs, Ho, 6e3ycroBHO, 06-
najailowme BbICOKOM CNEUNPUYHOCTLIO BUCLEPAsbHbIE
Mapkepbl AMcnnasum, Kak aunatauust KOpHsa aopThl U ne-
rO4YHOWM apTepun MNOonyyatT HU3KME ANArHOCTUYECKNE KO-
3OPULMEHTHI;

« B psn BucuepanbHbix npuaHakos HACT He pon-
XeH Bkovatbes NMMK, NOCKoMbKy OH, Kak Mbl OTMeYanu
BbllLe, paccMaTpuBaeTcsl MO0 Kak NMposiBfieHne O4HOro
13 MOHoreHHbIx HPCT, nnbo aBnseTcs caMoCTOSATENIbHbIM
NepBUYHbIM FEHETUYECKN OeTePMUHUPOBaHHLIM 3abone-
BaHneM. K TOMy e A0 HacTOSILLEro BPEMEHU HE pa3spa-
6oTtaHa OannbHas oueHka, MO3BONAIOWAA YH4EeCTb POJib
BbIPQXEHHOW MUTPANIbHOM peryprutaumm n MmMKcomMaTosa
CTBOPOK.

CyMMUpYs BbILLEN3NTOXEHHOE, MOXHO 3aK/ItO4UTb, YTO
NpuUHATBIE noaxoapl k anarHocTuke HOCT nmetoT uensbin
psn HepocTtaTkoB. He mcnonb3yeTcs 06LenpuHAToe B
MeXAyHapOoaHOW NpakTUKe AeNleHne NPU3HAKoB Aucnna-
3uKn Ha «bonbluve» 1 «Manble» [25, 28]. o HacToALero
BPEMEHM OTCYTCTBYET COMacOBaHHbLIN NepeyvyeHb gva-
rHocTuyeckmnx npuaHakos HACT, HET 0OLLLENPUHATOrO as-
ropuMTMa AMarHoCTUKU, YTO NPMBOOUT K MONaaaHuio B OOHY
rpynny pasHbiX N0 KIAMHUYECKMM MPOSBAEHNSM NauneH-
TOB — OT JINL, C NOBbILLEHHOM AMCNAAaCTUYEeCKOM CTUrMmaTn-
3aumeii, BeposiTHO Hanbonee 6n3K1X K BapuaHTy HOPMb,
[0 6ONbHBIX C BbIPpaXXeHHOI HacNeaCTBEHHOW NaTonornei
CoeaMHUTENbHOW TKaHW. B peaynbtate, HECMOTPS Ha o4e-
BUAHYIO KJIMHUYECKYIO 3HA4YMMOCTb Pa3BMBAEMOro B Ha-
wen cTpaHe nogxoaa k ndyydenuto HPCT, BO3HMKaIOT cepb-
€3Hble TPYAHOCTM B TPAKTOBKE MOJIyHEHHbIX Pe3ybTaToB U
COMOCTaBIEHNN OAHHbIX PA3J/INYHbIX aBTOPOB.

3a npowegwmne rogbl Tak U He yoanocb cornacoBaTtb
nepeyYyeHb ANArHOCTUYECKN 3HAYMMbIX BHELIHUX (PEHOB
avcnnasuu, paspaboTaTtb anropuTMbl amarHoctmkn HOCT
M OOCTUYb €AMHOr0 NMOHMMaHWS NpobnemMbl. KoHuenums
HOCT ocTtaeTcs He NpPU3HAHHOW 3a pybexoMm, He npea-
ctaeneHa B MKB X nepecmoTtpa, a ee MCNosib30BaHVE B
CYLLECTBYIOLWEM BUAE NPUBOAUT K TUMNEPOMArHOCTMKE
HacneaCTBEHHOM NaToNIorMn COEAMHUTESIbHOM TKaHu B
LLe/IOM 1 HacneaCcTBEeHHbIX aHOMaNnii pasBuTUS CoeanHN-
TENbHOW TKaHW cepaLa, B HaCTHOCTU.

[JanbHenwee pas3BuTme 3TOro HanpaeieHusl, C Hallen
TOYKM 3PEHUS, BO3MOXHO NNLLb NPWY YCI0BUM pa3paboTku
COrNIaCOBaHHbIX MOAXOA0B K ANArHOCTUKE «MasibiX Hopm»
amcnnasum CoeauvHUTENbHOW TKaHU UM UCKIIOYEHUA N3
rpynnbl HOCT yxe U3BECTHbIX CUHOAPOMOB U (PEHOTUMOB.

Llenbto HacToswwelr paboThl SsBUIACh NOMbITKA HOBOIO
ocmbicnenuns koHuenumn HOACT Ha ocHOBe cucTemaTuaa-
LMW BHELUHNX U BHYTPEHHUX MapkepoB ACT n nonck nyten
GEHOTUMNYECKOW U KIIMHNYECKOM AnarHoCcTuku Hambonee
pacrnpocTpaHeHHbIX CUHAPOMOB 1 GEHOTUMOB.
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BHewHue npusHakm OACT

CerofHsi U3BeCTHO 6osiee COTHU CTUrM Ou3ambpu-
oreHesa (¢peHoB amcnnasmm COEOVHUTENbHOW TKaHu),
KOTOpPble MOTyT OblTb YC/IOBHO pa3fefieHbl Ha TPW rpynmnbl
— BHelWHne deHbl, BUCLLepasnbHble GEeHbl U Malble aHo-
Manun passutug (MAP). Tlo cnoxmBliencs Tpaamuuu
npouecc anarHoctukn HHCT mnaoet ot noncka BHELIHUX
bEHOTUNNYECKMX NMPU3HAKOB K MHCTPYMEHTANIbHOMY UC-
CNnefoBaHMIO C LENbio NMoucka BucuepanbHbiX GEHOB C
nocnenywLwmMM nNepexonom K crneumanbHbIM FMTMCTOXUMN-
YECKNM U FEHETUYECKNM UCCNEeN0BaAHUAM ANl YTOYHEHNS
xapaktepa HHCT.

OTpaBas gaHb 9TOW TpaguLMmn, pacCcMOTPUM CHavana
BHelwHNe deHbl ACT. YTo6bl ynopsaounTs BCE MHOXEC-
TBO BHeWHUX GeHOoB cneayeT pacCMOTPETb UX B CBETE
OVNarHoCTMYECKOW LeHHOCTN B pacno3HaBaHun Hanbonee
M3yYeHHbIX MOHOreHHbIXx HPCT. Peub nget npexae Bcero o
cuHagpomMax MapdaHa n dnepca-anno n runepmobunb-
HocTu cyctaBoB (TMC), npuHUMNbI KIMHWUYECKOW Oua-
FHOCTUKN KOTOPbIX N3MI0XEHbI B U3BECTHbBIX MEXAYHAPO-
HbIX pekoMmeHpaumsx: (feHTckme KpUTepmn ANarHOCTUKU
cuHapoma Mapdana (Ghent criteria) [28], BunnbdpaHn-
LUICKME KPUTEPUU ANArHOCTUKU cuHapoma dnepca-LaH-
no (Villefranche criteria) [25], BpaiToHCKmne kputepum
OVNarHoCTUKN CUHAPOMA rMnepMoOuibHOCTU CYCTaBOB C
nocnenywLlen nx pesnsnei, nposeneHHon R. Grahame
[30]. MNpoBeneHHbIN HaMK aHaNN3 MCNONb3yeMbIX CEroa-
HSl AMarHOCTUYECKMX MOAXOA0B CBUAETENLCTBYET O TOM,
4YTO BCE OHU OCHOB@Hbl HA aHaNN3e TpPex rpynn BHELIHUX
(dEHOB, KOTOPbIE YCNOBHO MOXHO 0603Ha4YNTb Kak: KOCT-
Hble (K), koxHble (Kx) n cyctaBHble (C) [5].

HecmoTps Ha TpyaHocTm B pacnodHasaHmm HHCT, Bo3-
HUKaloLLME N3-3a HEN36EXHOIr0 CXOACTBA CUMMTOMATUKN
PasfINyHbIX HAcNeACTBEHHbIX CUHAPOMOB, KOTOpblE 3a-
4yacTyto nmeloT oblime GeHOTUNNYECKNE U KITMHUYECKME
NnposiBieHNs, B BOJSbLUMHCTBE C/lyYaeB yAAEeTCs BbIBUTb
npeobnagaHve TOM UM MHOW TPynmbl BHELWHUX GEHOB U
NPOAOIKUTb ANArHOCTUYECKUI MOUCK B HY>XKHOM Harnpas-
neHnn.

K npumepy, KOCTHble MPU3HAKM AMcnnasnum ocobeH-
HO SIPKO NposiBNATCA Npu cuHapome MapdganHa (CM) n
6nn3kmx Kk Hemy HHCT, n3MeHEeHMs CO CTOPOHbI KOXW Ha-
nbosee xapakTepHbl A5 KACCUYEeCKOro U COCyamcToro
TMNoB cnuHapoma Anepca-Lanno (C3), a runepmobunb-
HOCTb CYCTaBOB, XOTsl U 06nagaeT Hanbonee HU3KOM cne-
uMdUYHOCTLIO B pacnosHasaHum HHCT, npu oTcyTCcTBUMK
kputepueB auarHoctmkm CM un C3[ paet oCHOBaHue
Ons amarHocTuku nobpokadvectseHHol TMC (alMC) nnn
cuHgpoma M'MC (CIMC) [32]. YMeCcTHO noa4epKHyTb, YTO
TepMUHbl «cuHapomMm FMC» 1 runepmobunbHbii Tun C3/,
cerogHs paccmMaTpumBaloTCs kak CUHOHMMbI [30].

Hapsagy ¢ neneHnem BHelwHUX GeHoB Ha TpW BhblLle-
Ha3BaHHbIE PyMMbl B YNOMSAHYTbIX MEXAYHApPOAHbIX pe-
KOMEeHAALUMsX, Kak Mbl Y>XX€ 0OTMeYanu, UCNOob3yeTcs no-
HATUE  «DOJbLINX» N «Malbix» KpuTepueB. K npumepy,
CBUAETENbCTBOM MATONIONNYECKUX U3MEHEHNI KOCTHOM
cuctembl npy CM aBngeTcs Hann4yme YyeTblpex U3 BOCbMU
00NbLINX KOCTHO-CKENIETHbLIX MPU3HAKoB. TOYHO TaK Xe
OVArHOCTMKa OCHOBHbIX TUMOB CUHAPOMa dnepca-[aHno
OCHOBaHa Ha BblAENEHUN BONbLLMX 1 ManblX KOUTEPUEB.

Mpo6nema 3akno4aeTcsa B TOM, HTO Ha3BaHHbIE BbILLE
MoHoreHHble HHCT, nnsa ouarHoCTuUKM KOTOPbIX HEOOX0-
OnM Habop onpenenieHHbIX KPUTEPUEB, BCTPEYAOTCS [0~
CTaTO4YHO peako. HamMHOro yatLe npakTuieckmin Bpay ctas-
KMBAETCS C MauveHTaMu, UMeILMMM  HEMNOJHbI Habop
OMNarHOCTMYECKUX KPUTEPUEB, T.H. MapdaHoNoLoOHbIN 1
anepcnoaobHbi peHoTunbl (MNP n MNP cooTBETCTBEH-
HO). OoHaKo anropuTMbl ANArHOCTUKM Takux GEeHOTMMNOB
ocTaloTcs He paspaboTaHHbiMU. BmecTe ¢ Tem, Kak Mbl
OTMeYanu, onbIT ykadblBaeT HA HECOMHEHHYIO KIIMHMYEC-
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KYIO 3HQUMMOCTb 3TUX «MasiblX» HAPYLUEHWN CTPYKTYpPbI U
DYHKUMN COEANHUTESNTbHOWM TKaHW.

CyTb Hallero npeanoxXeHns 3ako4aeTcsi B TOM, YTO-
Obl 0N ANArHOCTUKM LUMPOKO PacrnpoCTPaHEHHbIX OUC-
Nn1acTUY4EeCKUX CUHAPOMOB U (PEHOTUMNOB NCMONb30BaTb
MPUHLUMMBI, NMONIOXEHHbIE B OCHOBY AMArHOCTUKN MOHO-
reHHbix HHCT. Mpwn aTOM cneayeT UCnofib30BaTh Kak «OC-
nabneHHble» 6onbLUME (MCKtoYalTes TpeboBaHNs o cTe-
MEeHV BbIPAXEHHOCTU CKONMO3a, gedopmauuun rpygHon
KNeTK1), Tak 1 Masnble AnarHocTunyeckue kputepmm. Huxe
Mbl MPUBOAMM OCHOBHblE (EHOTUNUYECKME MPU3HAKWU,
npeacTaBfieHHble B TPEX rpynnax.

KocTtHble

1. Pasamax pyk/pocT > 1,03 n/mnmn cooTHOLLEHNE BEPX-
Hel 1 HXKHel YacTy Tynosuwia <0,89

2. OTHOLLEHME OINHbI CTOMbI K PpOCTy >15% nnun anvHbl
KUCTU K pocTy >11%

3. CumnToM 60JIbLLIONO NanbLa /WU CUMMNTOM 3arsc-
Tbsl

4. CkonunoTunyeckasa nedopmMaums No3BOHOYHMKA (00
20rpan)* n/unn cnoHaunonucTe3

5. BopoHkoo6pasHas gedopmaums rpyaHON KneTku
(BArK)

6. KunesngHas npedpopmaumsa rpygHon knetkmn (KACK)

7. ApkoBUaHOE HeBO C HenpaBWUIIbHbIM POCTOM 3y60B

8. Jedopmaunm yepena

Ko>xHbie

1. MNoBbILLIEHHAsA PACTAXNUMOCTb KOXM (0T 3,0 cm)

2. ToHkas, nerko paHMmas Koxa

3. bapxaTtucTas koxa

4. MopkoxHble NCeBaoonyxonu n cepuyeckne obpa-
30BaHUS

5. ATpodunyeckme cTpum (He CBA3AHHbIE C OXNPEHUEM
1 6epemMeHHOCTbIO)

6. IpbXM 1 Nponancel OPraHoOB 1/Mnm NocneonepaLm-
OHHbIE rPbIXU

7. MblWweyHasa rmnoToHns u/unm runotpodus

8. lfemaToMBbI MpW HE3HAYUTENBHBIX YAAPax

CycTaBHble

1. T'mnepmo6unbHocTb (4 6anna no Beighton’y vnu 1-2
Ganna npu Bo3pacTe 6onee 50 ner)

2. Jucnnasns Ta300epeHHbIX CYCTaBOB

3. HacTble BbIBUXM/MOOBLIBUXU

4. ApTpanrus (6e3 yToYHeHUs1 onTensHocTy 6onei n
yucna cycTaBoB)

5. Pa3pblIBbl cyxoxunnunm

6. BocnaneHve CyCTaBOB M OKONIOCYCTAaBHbIX TKaHEWN
(aNnKOHANNNT, TEHOOCUHOBUT, BYPCUT)

7. CnoHannes, CnoHOAUI0NNCTE3, CKONMMOTUYeckas ae-
dopmaums Nno3BoHOYHMKA (80 20rpan.)*

8. MNnockocTonue

* Ckonmotuyeckasi pegopmaumsi Mo3BOHOYHUKA U
rI0CKOCTONME MOryT pacCMaTprBaTbCsl Kak rposiB/ieHne
KOCTHbIX UBMEHEHUI U B TO X€ BPEMSI MOryT CBUAETE/LC-
TBOBaTh O CYyCTaBHOU rnnepmMo6uibHOCTH.

BucuepanbHble mapkepbi ACT

BucuepanbHble («<BHYTPEHHME») NPU3HAKN AUCnNasnm
Mbl MpeafiaraemM pasfensatb No UX OpraHHoOW nokanmaa-
UMW rna3Hble, CepaevyHO-COCYAMUCTbIe, JeroyvHble,
opraHbl OpIOWHOV NOMIOCTU U NOYEK, HEPBHasA cuUC-
Tema. Mcnonb3ysa aaHHble OxoKI 1 Y3 obcnenoBaHus,
3aK/I04YeHns cneumanncTos (odTanbMOsorn, HEBPOJIOT) U
pesynbTaThl GYHKUMOHANBHO-AnarHocTmuyeckoro obcene-
[OBaHNSI CUCTEMbI BHELUHErO ObIXaHUs, MOXHO BbISIBUTb
MHOXECTBO MPU3HAKOB ANCMI1A3UU CO CTOPOHbI BHYTPEH-
HVX OpPraHoB, a TakXe CO CTOPOHbI HEPBHOW N 3PUTENbHOM
CUCTEM.

Cnepnyet pasnuyaTb Takxke ABE rpynmnbl BUCLLEPATbHbIX
cturm OCT. MepBas xapaktepusyeT cnaboCTb CBA30Y-
HOro annaparta (CnaaHxXHOMNTO3bl) U MO CYLLECTBY 6M3ka
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AJTOPHTM JQHATHOC THEH 0 CHOBHBIX
JUHCILTA € THYE C KHX CHHIPOMOB H

#EHOTHIIOB
JXO¥apIHOT padHA |
PexoTHIOMECKOE ! Y3H opraxoE bpoumoR
HOCTE O B AHER [Iponanc METPAMEHOTO MIATTaKa TONMOCTH I OYRK
Pacuptperate 20pTH
Mammre akomamot cepaua ‘\\
| \ [
MASS-nmogobrant dexoTrar, | Mamze axomamot opraxoz
[lepeiroant [IMK B proumoit ONOCTH X
MoYeX
Cyene THER P
Konoame o
Cycrapxme
................. Mapdaxonoaobraz exeumocTs
Koxcymeraigot Mapdaxonogobranit dexorrat I1AC, mpermtymuecTECHHO
CTRIHATHCTOE EHCLEPATGHON NMOKATRCALFEH

Inepconopobrant dexoTHIT

Crompon [MC

Hemddeperapporaraant dexoTear JCT
HobporauecTeeraan rae probHIGHOCTS CYCTAEOE
HOBH:I'.I.I:EW MHCIINAC TIHYRCKAR CTHT MATIC AL

Puc. AnropmtM AMarHoCTMKM OCHOBHbIX AUCMJIACTUYECKUX CUHAPOMOB U d)EHOTVIHOB.

K ¢peHaMm, ykasblBaloLMM Ha cnabocTb CBA304HOrO anna-
paTa. Bropas rpynna BucLepasnbHbIX MPU3HAKOB OTpaxa-
eT aHomManun GOPMUPOBAHUA COEANHUTENIBHOTKAHHOIO
Kapkaca cepaua 1 opyrux BHYTPEHHUX OPraHoB (Masble
aHomanuun cepaua, naMeHeHns GopMbl XENYHOrO My3bl-
ps, pa3gBoOeHMEe YalleyHO-N10XaHOYHOro annapara novek
nap.).

Bce BucLepanbHble NPU3HAKN MOryT BCTpPeYaTbCs Npu
cambix pa3nunyHbix HHCT, ogHako kaxablii 3 Hux obnapaet
pPasnNnMyYHOM YyBCTBUTEJIbHOCTLIO U CreundunyHoOCTbIO. Ha-
nbonee HM3KOM cneundUYHOCTLI0 061aJaloT Takme BUC-
LepanbHble peHbl Kak NTO3bl BHYTPEHHUX OPraHoB, JI0X-
Hasi XOopAa NIEBOro Xenyaodka u aHoManbHas Tpabekyna
NeBOro xenyanoyka. Hanbonbluee AMarHoCTUYECKOE 3Ha-
yeHue umetoT Takme MAC, kak MNMMK, paclumpeHne aopTbl
1(Unn) Nero4yHom apTepumn. ATn «Manbie» aHOManUm MoryT
MMEeTb CaMOCTOATENIbHOE AMArHOCTUYECKOE 3HAYEeHME U
dopmMupytoT Takme camoctosaTensHole HHCT, kak nep-
BUYHbIN NMMK, MASS-nono6Hbin dpeHoTmn. Heobxoammo
TakXe HaNnoOMHUTb, YTO CYLLLECTBYET OBOJIbHO OOLLVPHbINA
KPYr 1L, UMEIOLMX BECbMa CKYAHbIE BHELLUHNE NPOosBe-
HUS ONCMNIA3nK, HO MHOXECTBO BUCLIEPAsIbHbBIX MPU3HA-

KOB cnabocTn coeamHuTensHo TkaHu [5]. Ecnu peyb He
MOeT O Takmx anarHoctuyeckn 3Hadymmblix MAC kak MNMMK,
Mbl CHMTaAEM Lienecoo6pasHbiM rOBOPUTL O MOBLILLEHHON,
NPENMYLLECTBEHHO BUCLLEPAIbHON  OAUCIIACTUYECKOM
cturmaTtusaumn (MNACs.).

CnenyeT NooyepkHYTb, YTO CIIOXMBLUASACS Tpaguums
OVArHOCTUKN AMCANACTUYECKUX CUHAPOMOB U (PEHOTU-
MoB, COMacHo KOTopoli obcnenoBaHne NOET OT BbisSBIE-
HWS BHELIHNX PEHOB K MOUCKY BUCLIEPasbHbIX aHOMani
1 panee K 1abopaTopHON U MONEKYNSIPHO-TEHETUYECKON
AVarHocTuke, 4ypeeaTo owmbkamu nporycka u Tpebyet
nepecmoTpa. 1o BCcen BUAMMOCTHN, 415 NOSyHEHNSA ACHOMN
NOnNynsILMOHHON KapTUHbI PacnpOCTPAHEHHOCTU OT Ae-
JIbHbIX CUHOPOMOB 1 PEHOTUMNOB cleayeT NPoBOAUTbL 068 -
3aTesibHoe KOMMJIeEKCHOe 0bcnenoBaHmne, BkilovaloLllee B
cebs1 He ToNbKO dheHoTUnNnYeckoe, Ho u OxoKI n ynsTpa-
3BYKOBOE 00C/iejoBaHNE OpPraHoB OPIOLIHOM MOSIOCTU U
nouyex.

Manbie aHoMmanum pa3BuTus

CerogHs n3BecTHO MHOXecTBO MAP, koTopble He-
pPeaKo COMyTCTBYIOT TEM WAN WHbIM AUCMHAACTUYECKMM
cuHapomam n peHotunam. B.M. Akoenes n IN. Hevaesa
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[19] npuBoasT nepeveHb 13 25 MAP. Bce OHM He umetoT
CaMOCTOSTENIbHOIO AMArHOCTUYECKOrO 3HAYEHUS 1 MOTyT
MCMONb30BaTbCSA B KA4E€CTBE BCMOMOraTesbHbIX MPU3Ha-
KOB, YKa3blBalOLLMX HA BbIPaXXEHHOCTb U PaCNpPOCTPaHeH-
HOCTb CUCTEMHOI0 aedekTa CoeaVHUTENbHOM TKaHW.

OCHOBHbIEe AUCMIaCTUYECKNE CUHAPOMbI U PpeHo-
TUNbI

Mcxoas 13 BbILLEN3NOXEHHBIX AaHHbIX O MHOroobpa-
3um HHCT, nonagatowmx B rpynny Tak Ha3bieaemon HACT,
HEeoBX04MMOCTU FPYNNUPOBKM BHELLHUX U BUCLLEPaASTbHbIX
NMPU3HAKOB, XapakTepuU3yLUX AUCINA3nUU, MOXHO YT-
Bepxaatb, 4to HACT B cerogHsawHeM NOHUMaHNN TEPMU-
Ha 3TO pPa3HOpPOAHas rpynna BecbMa PacrnpOCTPaHeH-
HbIX ANCNNACTUYECKUX CUHAPOMOB 1 deHOoTUNoB. Huxe
npvBeaeH nepevyeHb OCHOBHbIX CUHAPOMOB 1 HEeHOTUMOB,
okasblBatowmxca  BHyTpu rpynnbl HOCT, kOTOpbIA Mbl
pacnonoxXxunu B nopsiake yobiBaHUS UX AUAarHOCTUYECKO
3HAYMMOCTN.

OCHOBHbIe gucniacTu4eckue CUHAPOMbI U peHo-
TUMbI

1. MASS - ¢peHoTUN

2. NepBuYHbIN (M30NMpoBaHHbIN) MMK

3. MapdaHonaHas BHelwwHOCTb (MB)

4. MapdaHonono6HbI peHoTUN

5. OnepconogoGHbIi deHoTUN (Knaccuieckuii
W COCYAUCTbIN)

6. Onepconono6HbI rMNepMoounbHbI peHoTUn
(cuHapom runepmo6unbHocTH cyctaBoe-CIrMC)

7. OobOpokayecTBeHHass runepmMoOnIbHOCTb CyC-
TaBsos (alfMC)

8. HegudpepeHuuporanHaa AOCT (knaccuduum-
pyembii peHoTun ACT)

9. MoBbIiLIEeHHaa AucniaacTuyeckas cTurmaTmsa-
uusa (NAC)

10. MNoBbIlWeHHasa AucniacTuyeckas ctTurmaTusa-
LM C NPEeMMYyLLLEeCTBEHHO BUCLLepalibHbIMU NposiBne-
Huamu (NACB)

[na anarHoCTnkK BbillEeHA3BaHHbIX ANCMIACTUYECKUX
CVMHAPOMOB 1 GEHOTUMOB C HALLEN TOYKM 3PEHNS crieayeT
COXPaHUTb MPUHUMMbI, MOJIOXEHHbIE B OCHOBY AMarHoc-
TUKM MOHOreHHbix HPCT. [nsa anarHocTtukm mapdaHono-
no6HOro deHoTuna Mbl nonaraem A4ocTaTo4yHbIM NOA0OHO
anropuTMy, MCMOSb30BaHHOMY B [EHTCKUX KPUTEPUSX,
cunTaTb BOBJIEYEHUEM KOCTHO-CKEJIETHOW CUCTEMBbI
cny4auv, Korga BbISIBSIETCS HE MEHEE YeTbipex 13 nepe-
YNCNEHHBLIX BOCbMW BHeLHUX ¢peHoB 13 rpynnbl KC de-
HOB.

Y70 KacaeTCsi OLEHKV BOBJIEYHEHUS KOXWU, TO C Ha-
LIEe TOYKM 3PEHUS, JIOTMYHO ONMMPasiCb Ha NOAXoAbl, UC-
NMonb30BaHHbIE B Bunb@paHLLCKMX KpUTEPUSX, FOBOPUTb
0 BoBne4veHun dpeHoB 13 rpynnbl KM Apu Hanuunm kak
MWHUMYM OBYX KPUTEPUEB, CBSA3AHHBLIX C U3MEHEHUSMU
KOXMW.

[oBOPS O BOBNEYEHMU CYCTaABHOM CUCTEMbI, Mbl
npegnaraemM TOT Xe ANarHOCTUYECKMIA MOPOr, KOTOPbIA
MCrnonb3yeTca B bpalToHCKMX KpuTepusax, peBn3OBaH-
HbIx no3gHee R. Grahame [30], - yeTbipe 13 NnepeyvmcneH-
HbIX BOCbMU Masbix GeHOB. BMecTe ¢ TeM Mbl MOSHOCTLIO
pasgensem Touky 3peHus R. Grahame, KOTOpbI cunTaeT
BaXHbIM OT/IM4aTb 371€PCONOA0OHBLIA FMNEPMOOUIIBHBIN
deHoTun (codetaHne TMC un aptpanrum) ot alfrMC, koTo-
pas He COnpoOBOXAAETCS KIIMHNYECKON CUMMTOMATUKOMN.

CyMMUMpy$s BbILLEN3OXEHHOE, Mbl NpegnaraemM crne-
OyIOWMA  anroputM  OnarHocTukM Hambonee pacnpo-
CTPaHEHHbIX ANCNNACTUYECKNX CUHOPOMOB U GEHOTUMNOB
(puc.).

Kak BUOHO 13 npeacTaBieHHOr0 PUCYHKa, 4S5 Hanbo-
Jlee MOJIHOro BbISIBIEHUS OMCMAACTUYECKNX CUHOPOMOB U
(dEeHOTUNOB HEOOXOAMMO UCMOJIb30BaTb HE TOJIbKO (PEHO-
TUnuyeckoe obcnenosaHne, Ho U AxoKI, 1 ynbLTpasByKo-
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BOE MCClie0BaHME OpPraHOB OPIOLLIHOWN MOMOCTU U MNOYeK.
Mcnonb3oBaHne OxoKI HeobxoaumMo 0N BbISIBNIEHUS
MASS-nono6Horo deHotuna n nepsuyHoro NMMVK. Y3U
OpraHoB OPIOLLIHOM NOMOCTU U NOYEK NMNO3BONSET OLLEHUTb
CTeneHb BOBIEYEHHOCTUN BUCLLEPasIbHbIX OPraHOB B AMCII-
nacTtuyeckui npouecc n gnarHoctuposats MAC npenmy-
LLLECTBEHHO BUCLIEPAJIbHON IOKanmM3aumnm.

CneumanbHOro paccmoTpeHuss TpebyeT BOMpPoC O
noaxogax K oueHke BHelwHux npmudHakos ACT. Hanuune
NMPU3HAKOB BOBJIEYEHUST KOXM Y NINLL, HE UMEIOLLMX Map-
daHomgHonm BHewHocTn (MB), naet ocHoBaHue aymartb
0 anepconogobHom deHoTune. BoiseneHne MB camo
no cebe He ABNSETCS NATOrHOMOHWYHbLIM A1 ANArHOC-
TUKM MapdaHonogobHoro deHoTvna. Ons AMarHoCTuKn
nocnegHero HeobxoamMmo, 4tobbl nommmo MB nmenuncob
NPU3HaKy BOBMEYEHUSI KaK MUHUMYM €elle AOBYX CUCTEM
(kpome KkocTHoW). CamMoli HU3KOW cneundUYHOCTbIO 06-
nagaeT rpynna CyCTaBHbIX MPU3HAKOB. OTO 3HAYUT, H4TO
BOBJIEYEHNE CYCTABOB MOXET MMETb MECTO npu niobom
13 NepeyvnCreHHbIX GEeHOTUMOB U NULb NMPU OTCYTCTBUU
[OCTaTO4YHOrO YMCNa KOCTHbIX U KOXHbIX GEHOB cneayeT
aymatb 0 AFMC vnmn CTMC.

Mbl oTaaem cebe OTYET B YCIIOBHOCTU U3JI0KEHHOIO
Bbllle M0AX0Aa MOCKOJbKY B3aMMHOE HaNOXEHWE BHe-
LUHWX NPU3HAKOB ANCMIA3UN NPU PasfINyHbIX AUNCMIIACTU-
Yeckux cuHgpomax u deHoTunax genaet guddepeHun-
aNbHbIN ANArHO3 MeXAy HUMW KparHe 3aTPyOHUTENbHbIM.
BmecTe ¢ TeM, kak nokasbiBaeT NpakTuka, B O0MbLUNHC-
TBE CJly4aeB BCe Xe YAAEeTCH OonpenenuTb TOT UK MHOMN
ancnnactnyecknin peHoTun.

Takum 06pa3oM, Mbl nMpeafiaraemM BblOENSaTb OECATb
OVCNNacTUYeCKNX CUHOPOMOB U (PEHOTUMOB, U3 KOTO-
pbIX CeMb MOXHO 0603Ha4YnTb Kak MapdaHo- 1 anepco-
nogo6bHble U1 06beaMHUTL B FPyNMNy KNaccuduumpyemblx
deHoTunos (KP), a Tpn nocnegHnx He yaoaeTcs Kiaccu-
durumpoBaTh — Heknaccuduumpyemole peHoTunsl (HKD).
MocnegHne MOXHO C MOJSIHbIM OCHOBAHWMEM OTHECTU K
HOCT wn BbickasaTb NPenrnosioKeHne, 4T0 MMEHHO OHMU
VMIMEIOT HaMMEHbLUYIO KIMHUYECKYIO 3HAYMMOCTb U pexe
Opyrvx AuMcnnacTnyeckmnx GeHoTMMNOB COMPOBOXAATCS
HaPYLUEHUSIMN  CTPYKTYPbl U QYHKLMN COEONHUTENBHOM
TKaHW pPasfiMyHbIX OPraHoB 1 cucTeM. Bnpo4ewm, Bbicka-
3aHHOE NpennosioXeHNe HY>XXOAeTCs B KIMHUYECKOW Npo-
BEpPKE.

B 3aknoyeHune cnenyeT noavepkHyTb HEOOXOANMOCTb
cobnoaeHnsa onpeaeneHHbIX YCNOBUIA  Npu OMarHOCTUKe
BbILLE MEPEYNCNIEHHBIX CMHAPOMOB U deHoTunos. Camo
coboli pas3ymMeeTcs, YTO BO3MOXHOCTb WX ONArHOCTUKMU
MCKJIIOYEHA MPU HaNNYMM NPU3HAKOB, CBUAETENbCTBYIO-
wyx 06 ogHOM 13 AndPepPeHUMPOBaAHHBIX MOHOMEHHbIX
HPCT.

Aucnnactnyeckmne cMHOPOMbI U PEHOTUMBI COOTHO-
cATCs Mexay coboii cneayoLumm 06pa3oM: Hanmune Kpu-
TepueB MASS-deHoTMNA UCKIOYaeT  AMarHo3 «nepBuy-
HbI TIMK» nnn «mapdaHongHas BHELLIHOCTb», TOYHO TakK
Xe amarHo3s «nepBuyHbin NMMK» ncknoyaet BO3MOXHOCTb
NocTaHOBKM N06Oro anarHosa 3 rpynrsl gucniactuyec-
KMX CUHAPOMOB, 4aCTMYHO COBMAafaloLMX Mo KIAMHUYEC-
KM NPOSIBNIEHUAM C cuHApoMoM MapdaHa.

JuarHocTnka Kkakoro-nmbo wn3  AMUCNNACTUHECKUX
CMHOPOMOB, YaCTUYHO COBMAAANLLMX MO KIIMHUYECKUM
NPOSBAEHUAM C CUHAPOMOM MapdaHa, nckno4aeTt BO3-
MOXHOCTb MOCTaHOBKW AuarHosa «mapdaHononoO6HbIl
deHoTmN».

JunarHosbl «mapdaHonogobHkIin» nnu «anepcononot-
HbI» GEHOTUM MUCKIIOHAIOT BO3MOXHOCTb OAHOBPEMEH-
HOI MOCTAHOBKM [AMarHo3a «Heknaccuduumupyembii
deHoTun». Camo coboii pasymeeTcs, YTO «MOBbILLIEHHAS
aucnnactuyeckas crturmaTudaumsi» 3aHMmaeT MoCnea-
Hee MecTO B Mepapxmm OUarHOCTUYECKNX 3aKJTIoHeHU, a
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OLEHKa ee KJIMHMYECKOM 3HaYMMOCTN TpebyeT npoBese-
HUS cneuyvanbHbIX UCCNea0BaHNN.

PesynbTrathl, NPOBEOEHHBIX HAMU  NpeaBapUTENbHbIX
NCccneaoBaHuii Mo OLEHKe YacTOTbl BbIIBNEHUS pasnuny-
HbIX AUCNNacTMYecKnx GeHOTMMNOB Mnokas3anu, 4To Mnpu-
MepHO B 20% cnydaeB npu deHoTunudeckom n IxoKr
obcnenoBaHMM NPakTUYECKM 340POBbIX JML, MOJI0O0ro
BO3pacTa yAanocChb BbIAENUTb OAMH U3 knaccuduumpye-
MbIX ONCNNACTUYECKNX CUHOPOMOB 1 peHOTMNOB. Elle y
Takoro e ymcna o6cnenoBaHHbIX umen mecto HK®, (6 n
6onee BHewHUx peHoB CT). MpumepHoy 10% BbISBNSA-
nacb gobpokadectseHHasi TMC. Takne naumeHTbl 06bIMHO
MMEIOT CMOPTUBHbIN aHAMHE3, HE NPeabaBASIOT Xanob Ha
apTpanruv 1 NPUBbLIYHBIE BbIBUXW/MOABbLIBUXN CYCTAaBOB
N OOMKHbl OTHOCUTBLCH K rpynne npakTUieckn 340P0BbIX
nmu,.

[na aHanm3a KNMHWYECKOW 3HaYMMOCTU npepJjarae-
MOr0 noaxofa K AuarHOCTUMKE AMCAAACTUYeCKux deHo-
TUNOB HaMu ObINIO NPOBEAEHO COMOCTAB/IEHME HAaCTOThl
npenbsABAsSeMbIX Xanob, KIMHNYECKUX NMPOSIBIEHNA  Be-
reTaTuBHOM AUCOHYHKUUU, CPEAHEr0 KONMYecTBa MasbixX
aHoManuii cepaua B PasfiMyHbIX rpynnax obcnenoBaH-
HbIX.

AHanus nokasar, 4To Nno cpegHeMy KOJIMYECTBY Xkanob
W YMCNY BbISIBJIEHHbIX MasiblX aHOManui cepaua rpynna
nuy, ¢ KO 3aHMmaeT nuguvpylouiee MecTo. B To xe Bpems
N1ua C NOBbILLEHHON ANCNNAacTUYeCcKon cTurmaTmsaumen
O4YeHb 6/IM3KM MO YacToTe Xanob M YNCIY BbISBASIEMbIX
MAC «k rpynne koHTpons. AHann3d axokapauorpaduyec-
KVX A@HHbIX B rpynne nuu, ¢ knaccnduumpyemoimm GeHo-
TUNaMM NOKasbIBaeT, YTO Y HUX MPaKTU4EeCKU BCEraa BblsiB-
NSI0TCS NPU3HAKN  BOBMIEYEHUNS COEOVNHUTENBHOTKAHHOIO
Kapkaca cepgua, a CpefHee KONMYECTBO BbISIBIIEHHbIX
MAC cocTtasuno 5,8(!)

MpunBeaeHHbIE BbilLe AaHHblE O PACNPOCTPAHEHHOCTH
N KIIMHUYECKOM 3HAYMMOCTU AMCANACTUYECKUX PEHOTU-
NnoB, Ha Hall B3rNs4, AOCTAaTOYHO yoeanTenbHbl U CBUAE-
TENbCTBYIOT O LEenecoobpasHOCTU U MepcrnekTUBHOCTU
npeanaraemMoro noaxona K ANarHOCTUKE U OLLEHKE K-
HWYECKOM 3HAYMMOCTWU HACNeACTBEHHbLIX PACCTPONCTB
COoeauHNTENbHOM TKaHU. BMmecTe ¢ TeM Mbl oToaem cebe
OTYET B TOM, YTO TOSIbKO MO Mepe HaKOMAeHUs NpakTnyec-
KOro onbiTa B CMOMb30BaHN NpeaaraeMbix afiroOpuTMOB
MOXHO Oy[eT YTOYHUTb NepeyeHb ANarHOCTUYECKUX Mpu-
3HAKOB U KPUTEPUWN ONArHOCTUKN OTAENbHbBIX CUHOPOMOB
1 HGeHOTUNOB.

B 3aknioyeHne cnepyeT NOOYEPKHYTb, YTO OANbHEN-
Wwnin nporpecc B ndyydeHnu ponn HPCT B pa3sutum n pop-
MUPOBAHUN MATONOrMK BHYTPEHHUX OPraHoB, aHanmMae
0COOEHHOCTEN KJIMHUNYECKOTrO TEYEHUS U MPOrHo3a Te-
paneBTUYeCcKnx 3abonesaHuin, accoummpoBaHHbix ¢ OCT,
CBfi3aH C aHa/M30M pPacCrpOCTPaHEHHOCTU OTAENIbHbIX
AVCNNacTUYeCKNX CUHAPOMOB 1 deHoTunos.  CeroaHs
Xe nopg, «<HeanddepeHUMPOBaHHbIMUY (Heknaccuunumpy-
eMbIMU1) OUCnNasusiMm CoeaMHUTENbHON TKaHu» crneayeTt
NMOHVMaTbh HapyLIEeHUs CTPYKTYpPbl U PYHKLMUU coeau-
HUTEJNIbHOW TKaHU, MO CBOMM EHOTUNMUYECKUM n
KJIMHU4YECKUM MNMPOSBJIEHUAM He yk/lagblBaloLimecs B
y>Xe u3BeCTHble MOHOreHHole HPCT u nHblie gucnnac-
TU4Yeckne CUHAPOMbI U pEeHOTUNDI.
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HEAUPPEPEHLLUPOBAHHbBIE AMCNAA3NU
COEAUHUTEABHOU TKAHU. MOMbBITKA
HOBOIO OCMbICAEHUA KOHLLEMLLUK

3.B. 3EMLLOBCKUM

B cTtatbe gaH KpUTMYECKNI aHann3 COBPEMEHHbIX MOAX0A0B
K AnarHocTtuke HeamnddepeHuMpoBaHHOM anucnnasnm CoeanHn-
TenbHol Tkann (HOCT). NMpoBeaeHoO HOBOE OCMbICTIEHNE KOHLEN-
umn HACT Ha ocHoBe cucTeMaTudaumy BHELIHUX U BHYTPEHHUX
MapKepoB AUCMIa3nun, NpPensioxXeHbl nyTn (GeHOTUNNYECKON 1
KIMHNYECKOW AnarHoCTUKM Hambosiee pacnpocTpaHeHHbIX CUHA-
POMOB 1 HGEHOTUMOB.

KnioueBble cnoBa: HepguddepeHumpoBaHHas aucnnasus
COEONHUTENIbHOW TKaHW, AMarHoCTUKa, KOHLEeNums
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NONDIFFERENTIATED CONNECTIVE TISSUE
DYSPLASIA. ATTEMPT OF NEW JUDGEMENT
OF THE CONCEPT

ZEMTSOVSKY E.V.

The critical analysis of modern approaches to diagnostics of
nondifferentiated connective tissue dysplasia (NCTD) is given in
the article. The new judgement of the NCTD concept is carried out
on the basis of systematization of external and internal markers of
dysplasia; the ways of phenotypical and clinical diagnostics of the
most widespread syndromes and phenotypes are offered.

Key words: nondifferentiated connective tissue dysplasia
(NCTD), diagnostics, the concept



