OG30pbI ¥ nekuuu

© 9. B. 3EMIIOBCKWIA, 2012
YOK 617.577-007.61-008.6-06:616.1

CEPOEYHO-COCYOUCTbIA KOHTUHYYM MPU CUHOPOME MAP®AHA

3. B. 3emuoeckuii

CaHKT—HeTep6yprcxas[ ToCyHapCTBEHHA MeANATpUICCKad MCANINHCKAA aKaJIeMusl, CDeZ[epaJ'ILHLIﬁ LOCHTp cepAana, KpoBu

u SHI0KpuHONIorny M. B. A. Anmasosa, Cankr-IletepOypr

Obcyarcoaromes 6onpocsl CepOetHO-coCYOUCO20 KOHMUHYYMA Y NAYUEHMO08 ¢ cuHOpomom Mapgana u 6auskum emy no KiuHu-
YeCKUM NPOSIGIEHUAM CUHOPOMOM Haciedyemvlx napywenui coeounumensrot mxanu(HHCT). Hznaeatomes nogvie no0xoovl K
JuacHocmuxe cunopoma Mapgana, coenacro pesuzosantvim I eHmckuM Kpumepusm, oocysnHcoaromes nooxoosl K OUACHOCMUKe
CUCMEMHO20 80GIIEUEeHUSI COCOUHUMENbHOU MKAHU U €20 Pollb 6 duazHocmuke cunopoma Mapgana u poocmeennvix HHCT, noo-
UEPKUBACICSL B3AUMOCES3b MENCOY BPEMEHHBIM CEPOEUHO-COCYOUCbIM KOHMUHYYMOM npu cunopome Mapghana u ocroscHeHu-
MU, PA3GUBATOWUMUCS. NPU NPOSPECCUPOBAHUN AHEGPUIMbL AOPMbL U PA3GUMUL C3aHHOU ¢ cundpomom Mapghana kapouomu-
onamuu, 8bICKA3bIBAENCsL NPEONONONCCHUE O CYWEeCMBOBANUY OUCHIACMUYECKOU KAPOUOMUONAMUY, CEA3AHHOU C CUCTNEMHbIM
8061eUeHIEeM COCOUHUMETbHOU MKaHU. Paccmampusaiomes 60npocsl npocmpancmeenio2o Genomunuieckoeo KoHmunyyma, 6es
NOHUMAHUSL KOMOP0o2o Hego3modicha ouacnocmuxa HHCT. Tloduepkusaemces wupoxas 6apuadenbHoCns NPU3HAKO8 OU3aIMopuo-
2eHe3a, UX pasHas 1yeCmeUmenbHoCcms u cheyuguynocmo. Q6Cyscoaemcs BOnpoc 0 HeOONYCIMUMOCHIU YCMAHOGIeHUs OUACHO3A
CUHOPOMA OUCNIA3UU COCOUHUMETLHOL MKAHU HA OCHOBAHUU BbISIGTIEHUS] HECKOTbKUX NPUSHAKOE OUZIMOPUOCEHE3A.

cunopom Mapghana, cepoeuro-cocyoucmoiil KOHMUHYyM, PeHOMUNUYECKUTI KOHMUHYYM, OUCTIA3US
COCOUHUMENLHOU MKAHU, CUCIEMHOE B08NIeYEHUE COCOUHUMETbHOU MKAHU, OUCHAACTIUYECKAs Kap-
ouomuonamus

Knwuesvie cnosa:

CARDIOVASCULAR CONTINUUM IN MARFAN SYNDROME

E.V. Zemtsovsky

Sankt-Peterburg State Pediatric Medical Academy; V.A. Almazov Federal Centre of Heart, Blood, and Endocrinology, Sankt-
Peterburg

Cardiovascular continuum in Marfan syndrome and clinically similar manifestations of inherited connective tissue pathology
(ICTP) is discussed. New approaches to diagnostics and treatment of Marfan syndrome in conformity with revised Ghent
criteria are described, the role of systemic involvement of connective tissue is discussed with reference to the relationship
between transient cardiovascular continuum and complications of Marfan syndrome related to progression of aortic aneurysm
and cardiomyopathy. The existence of dysplastic cardiomyopathy underlain by systemic involvement of connective tissue is
postulated. The second part of the lecture deals with spatial phenotypic continuum the understanding of which is indispensable
for diagnostics of ICTP. Marked variability of the signs of dysembryogenesis, its sensitivity and specificity are emphasized. It is
concluded that connective tissue dysplasia can not be diagnosed based only on a few signs of dysembryogenesis.

Key words: Marfan syndrome, cardiovascular continuum, phenotypic continuum, connective tissue dysplasia, systemic

involvement of connective tissue, dysplastic cardiomyopathy

3a 15 e, mporrennmx ¢ MOMEHTa BbIXO/Ia B CBET ITEPBOTO
BapuanTa [eHTckux Kputepues [1], MoneKyspHas U KIMHU-
YecKasl TCHEeTHKA HAKOIMIIa OTPOMHBIN OTIBIT PACTIO3HABAHUS
cuapoma Mapgana (CM) 1 psia OiM3KHX K HEMy IT0 (heHo-
TUMMYECKUM W KIIMHUYECKUM TPOSIBIICHUSIM HACJIEACTBEHHBIX
CcHUHIPOMOB. [ToSBHITHCE BIIEUATIISIFOIIME NCCIIE0BAHMs, OCHO-
BaHHbIe Ha aHaym3e Oosee 1000 ciyuaeB CM, moATBEpK/ICH-
HOTO MOJICKYJISIPHO-TEHETHIECKIMI METO/IaMH, TTOKa3aBIINE
3 (HEKTHBHOCTH BBIPAOOTAHHBIX KPUTEPUEB M BO3MOXKHOCTb
VX MCIOJIB30BaHu JUTsl PaBUIIbHOTO pacrio3HaBanust CM [2].

Bwmecrte ¢ TeM B HOMEHKJIaType T€HETUYECKH JIETEPMHU-
HUPOBAaHHBIX 3a00JIEBaHUN TOSBHINCH HOBBIE HO30JIOTH-
yeckue (opmbl, TpeOyromue mnpoBeneHus auddepeHiu-
allbHOM quarHoctuku ¢ CM, U CTajio MOHSITHO, YTO MHOTHE
HaclielyeMble CHHIPOMBI, OJM3KHE IO CBOWM BHEIIHHM
nposieieHussM k CM, umeroT o0Iue 3aKOHOMEPHOCTH pas3-
BUTHS U ONTACHOCTH BO3SHUKHOBEHHSI CEPIAECYHO-COCYAUCTBIX
OCIIO)KHEHH. Peub naeT o Takux CUHAPOMAax, Kak CHHIPOM
JIptouca—/lutua [3], cemeitnas aneBpu3ma aoptsl, MASS-
¢deHoTUI, CEeMEHHBIH NpoJanc MUTPAJIBHOIO KialaHa.
VIMeHHO OOIIHOCTh CEPAEYHO-COCYAUCTBIX OCIIOKHEHUH,
SIBJISIFOILIMXCSI OCHOBHOM MPUYMHON CMEPTH OOJIBHBIX C ITOM

YOTIOH HACHEeICTBEHHBIX HApyIIEHUH COeIMHUTEIHHON
tkanu (HHCT), naer ocHOBaHMe paccMmarpuBarh UX C TO-
3UIHN CEPACYHO-COCYANCTOTO KOHTHHYYMA.

ITonsiTHE CEPAEYHO-COCYTUCTOrO KOHTHHYyMa BOILIO B
MEUIMHCKUN 00MXO]] TTOCIIe BBIXO/Ia B CBET paboTsl V. Dzau
u E. Braunwald [4]. ABTOpBI 0OpaTiiii BHUMaHUE Ha CBSI3b
MEX]ly apTepUaIbHON THIEPTEH3UEH, Pa3BUTHEM THUIEPTPO-
(b JIEBOTO KENTyNOYKa, CAXaPHBIM THA0ETOM 2-TO THTIA, OXKH-
pPEHHEM M JUCIHITUIEMHEH W TPEUIOKHMIN paccMaTpuBaTh
BMECTE BCIO I1EITb COOBITHIA, COMPOBOK/IAIONIMX HEMPEPHIBHOE
pa3BUTHE CEPIICYHO-COCYIUCTBIX 3a00JIeBaHNH, OT (haKTOPOB
pHCKa JI0 Pa3BUTHS XPOHUUYECKON CEPIEYHO-COCY/IUCTON He-
nocrarouHocty 1 cmeptu. 0. H. benenkos u B. FO. Mapees
[5] paccmoTpenu noxpoOHO eNb COOBITHH, XapaKTEePHBIX IS
Pa3BUTHS CEPACUHO-COCYAUCTOTO KOHTHHYyMa BO BPEMEHH,
T. €. PaCCMOTPEINH 3TOT KOHTUHYYM KaK BPEMEHHOM.

IIpumenurensno k HHCT, xotopsie B Poccun yacto Ha-
3BIBAIOT JMCIUIa3UsIMu coenuanTenbHoi Tkanu (JJCT), ctporo
rOBOps, ClenyeT OOCYKAaTh IPOCTPAHCTBEHHO-BPEMEHHOM
KOHTHHYYM, OCKOJIBKY B IPOCTPAHCTBE NPH3HAKOB, OIUCHIBA-
JOIIMX Ty WM UHYIO HACJIEICTBEHHYIO [IAaTOJIOTHIO, KaXKIbIi 13
HUX (TIPU3HAKOB) M3MEHsAETCs BO BpeMeHu. Ilpu stom Bpems
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Aneopumm duazHocmuku CM u e2o epeMeHHOU cepOe4yHO-coCyOuUCMbIl KOHMUHYYM.

CM — cuHdpom MapgpaHa;, CACM — omszouw,eHHbIl no CM cemeliHbili aHamHe3; CBCT — cucmeMHoe gosriedeHue coeOUHUMesbHOU mKaHu;
OX — akmonusi xpycmanuka; [TMK — nponanc mumparnsHo2o knanaHa; XCH — xpoHuyeckasi cep0eyHasi HedocmamoYyHOCMb.

MOYKHO PaccMaTpuBaTh KaK HETPEPhIBHYIO MJIN KaK JMCKpET-
HyI0 Belm4nHy. B 00onx cimydasx (HempepbIBHAs M JAUCKpET-
Hasl MOJIEJIb) BAXKHBIM SIBIISICTCSl OMpEJIeNIeHHe HadaJIbHOTO
MOMEHTA JUATHOCTHKH M TEX BPEMCHHBIX HHTEPBAJIOB, B KOTO-
PBIX MPOBOAATCS TIOBTOPHBIE 00CIenoBanus. st ynporeHus
TIOHUMAaHHS TIPOOJIEMBI MBI Pa3eiuM 0OCYKICHUE BOTIPOCOB
passutust HHCT Bo BpemeHn (BpeMEHHON CepIeuHO-COCY/IH-
CTBIi KOHTUHYYM) ¥ B3aHMMOOTHOIICHHUS MPU3HAKOB ((hEHOB),
ucnons3yronmxcst i pacnoznaBanuss HHCT (mpoctpan-
CTBEHHBIN (heHOTHITHUECKHUI KOHTHHYYM). [Ipexie uem nepe-
WTH K 00CYK/ICHUIO 3asIBIICHHOW TEMBbI, HEOOXOIMMO YTOUHHUTh
HEKOTOpPbIE BONPOCH! TEPMUHONIOTUH. CEeroaHs TEPMUHBI «THC-
J1a3Us COSTUHUTENBHON TKaHm» U «cuHapoM J1CT» ucnomb-
3yI0T KaK HaMEHee BaKHbIE KIMHUYECKHE IUArHO3bl, KOTO-
Ppble IpezsiaraeTcs yCTaHaBIMBaTh HA OCHOBAHUU HECKOJIBKHX
NPHU3HAKOB IU33MOPHOTeHe3a MK YCIOBHO H30PaHHOIO MOPO-
rOBOT0 3Ha4eHHs O0awIoB [6]. B MpOTHBONONOKHOCTH TAaKOMY
HOJXOAY MbI jayiee OyneM ynoTpeOssTh TePMUHbI «AUCILIa-
3US» U «AUCIUIACTMYECKUID» KaK CHHOHUMBI IOHATHUS «HAa-
CIIEJICTBEHHbIE HAPYILEHUsI COSMHUTENILHON TKaHn». [lepBas
4acTh Halllel paboThl IOCBAILEHA aHAIN3Y BPEMEHHOIO cep-
JICYHO-COCYAMCTOrO KOHTHHYYMa Ha ripumepe CM.

HecMmotpst Ha oTCyTCTBHE B MEIUITMHCKOM OOMXOAE TIO-
HATUSI «BPEMEHHON AMCIUIACTUYECKHH KOHTHHYYM», MO
9TUM TEPMHHOM CJIETyeT MOHUMATh [EIb KIMHIYECKNX CO-
OBITHH, CBA3aHHBIX C MPOTPECCUEl TMATOJIOTHYECKUX TPO-
[IECCOB, TPOUCXOISIINX B OpraHax M TKaHSIX BCIIEICTBUE
MaTOJIOTMYECKOW MYyTalluk M3BECTHBIX TeHOB. K Hambonee
nzydyeHHbIM HHCT otHOcsTest CM U psif OMM3KUX eMy Te-
HETHYECKH JCTEPMHHUPOBAHHBIX 3a00JIEBaHUH, KOTOpBIC
MOKHO paccMaTpvBaTh BO BPEMEHH KaK HENPEPBIBHYIO
Lenb COOBITUH C TOCTENeHHBIM HapacTaHHEM pa3Mepa
AQHEBPU3MBbI a0PThI O CMEPTH, BbI3BAHHON Pa3pbIBOM WM
pacclioOeHMEM aopThl, WIM HapacTarolleld cepAeyHON HeJI0-
CTaTOYHOCTBIO BCIIECTBUE OTPBIBA XOPA MUTPAIBHOTO Kila-
MaHa U TSHKEJIOW MUTPAIbHOU perypruTamnuu (CM. PUCYHOK).

Ha pucyHke npeacTaBieHbl OCHOBHBIE MOIXOABI K AHa-
rHocTuke CM, COIIacCHO PEBHU30BAHHBIM [EHTCKUM KpH-
tepusiMm (2010), ¥ OCHOBHBIE MATOJIOTMYECKUE IPOIEC-
Chl, BEyIllME K Pa3BUTHIO cepAeuHoil cmeptu[6]. BuaHo,
YTO OCHOBHBIMH KpuTepusiMH JuarHoctuku CM ceronus
NpU3HAHbl PACIIUPEHHE A0PThI, ONPEEJICHHOE C Y4YeTOM
Z-KkpuTepus, U SKTONuUsA Xpycranuka (9X), coueraHue KOTo-

PBIX SIBIISICTCS] TOCTATOYHBIM JUIsI YCTAHOBIICHUS THArHO3a.
BakxHBIMU TOTIOTHUTEIBHBIMH KPUTECPUSMHU JTHATHOCTHUKA
CM sBISIOTCS TTOJIOKUTENBHBIN ceMeHBIN aHamMHe3 1o CM
(CACM), MONEKYITSIPHO-TEHETHIECKOC FICCIICIOBAHNE MyTa-
uuit reHa FBNI w mpu3HAKU CUCTEMHOTO BOBIICYCHHSI CO-
enuauTensHol Tkanu (CBCT) 7 Gamos u Oonee.

Ha Bompocax meronuku onpenenenuns: kpurepues CBCT
ClIelyeT OCTaHOBUThCS 1onpoOHee. ComacHO TOAXOMY, pe-
aJM30BaHHOMY aBTOPAaMHU PEBU30BAHHBIX [EHTCKHX KpuUTe-
PHEB, MPETIOKEH HAOOP MPU3HAKOB WIIU UX COYCTAHHU, IS
KaXXI0T0 U3 KOTOPBIX OMPEIEIeH CBOM JUarHOCTUYECKHI BeC
ot 1 70 3 6ayuioB. Hmke npuBe/ieH nepevueHb MPU3HAKOB U UX
COYECTAHUH, OLEHUBAEMBIX, COIIACHO PEBU30BAHHBIM [eHT-
CKUM KPUTEPHSIM, OTIPEJICIIEHHBIM YHCIIOM 0asioB (Tadm. 1).

Tabnwuua 1. OyeHka npusHakoe CBCT

MpusHak ‘ bann

CumnTombl 60nbLUOrO NanbLa 1 3anscTbs 3
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[ypanbHas akTa3unsa

MpoTpy3usi Ta3obenpeHHOro cyctasa
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OTHOLLEHME BEPXHEN YACTU TYNOBULLA K HUKHEN +
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paXKeHHOro ckonmosa

Ckonunos unu TopakontombanbHbIi Kngo3
Hepopa3arnbaHue nokrs

Hanuune Tpex us natu nuueBbix AM3mopduii
Ctpun

Mwonua 3 gntp n 6onee
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Kak BuaHO M3 mpencTaBIeHHOTO MEPEYHs, aBTOPHI pe-
BH30BaHHBIX [ E€HTCKUX KPUTEPHEB OTKA3AJINCHh OT HMCIIOJb-
30BaBIIErocs B IMPeAbIAyIIed Bepcu [ eHTCKUX KpUTEepUEB
MOJX0/a, COIIACHO KOTOPOMY CIIEJ0BAj0 OLIEHWUBATh CH-
CTEMHYIO BOBJIGUEHHOCTh M MAaTOJOTHYECKHE N3MEHEHUS B
OTAEJBHBIX OpraHax u cucreMax. OHH OObEINHIIIH B TIOHS-
THE «IPU3HAKU CUCTEMHOI'O BOBJIEUCHHUSI COETMHHUTEIHHON
TKaHM» HauOoJsee 3Ha4YMMbIe MTPU3HAKH, XapaKTePH3yIOIue
W3MeHeHHs B pa3HbIX opranax [1]. Kpome toro, u3 mepeu-
HSl MCKJIIOYEHBI NPHU3HAKH, XapaKTEePHU3YIOLIHecs HHU3KOH
Juis pacriosHaBanusi CM cneniuuuHOCTBIO (THUIIEPMOOHITh-
HOCTb CYCTaBOB, IOBBIIIEHHAS PACTSHDKUMOCTD KOXKH U IP.).
Onenka npuzHakoB CBCT 7 6ayuioB B coueTaHuu ¢ paciiu-
pPEHHEM aopThl SBISETCA JIOCTATOYHBIM OCHOBAHUEM IS
ycraHoBjeHus quarnosza CM.

Oco0ble TPYIHOCTH BO3HUKAIOT NMpH AuarHoctuke CM
y suy 10 20 JeT, y KOTOpBIX Z-KpUTEepHil cunTaercs aAua-
THOCTHYECKH 3HaYMMBIM, €Clii OH paBeH 3 u Oonee. [Ipu
HannuuK HepocrarouHoro ypoas CBCT (menee 7 6amioB)
W/WIHM TIOTPAaHWYHOM 3HAYCHUH ITIOKA3aTellsl, XapaKTepH3y-
IOIIETO MIMPUHY KOpPHS aopThl (Z-Kputepuil mMeHee 3, 6e3
MyTauuu reHa FBNI), aBTOpbl pEeBU30BaHHBIX KPUTEPUEB
TIpeIararoT NCIO0Ib30BaTh TEPMUH «HECTICIU(PHIECKOE Ha-
PYIICHNE COCAMHUTEIHBHON TKaHW» U MPOIOIDKATh IXOKap-
nuorpaduieckoe HaOOIEHHE BIUIOTh JIO BBISBICHUS 3HA-
YUMOU JUJIaTaliy KOpHs aopThl (Z-kputepuii 3 u Ooee).

Ecnu roBopHTh 0 pa3BUTHH IIEIH MATOJIOTMYECKUX COOBI-
TUI BO BPEMEHH, TO, KaK BHIHO HA PHCYHKE, OCHOBHBIE YTPO-
3bI JUIS )KU3HU OOJIBHOTO JIEXKAT B OTIACHOCTH Pa3phIBa W/HIH
pacciioeHns aopThl, a Takoke Hapacratoiieit XCH, BpI3BaHHOM
A0pTaNbHOW W/WIIM MUTPAIBHOM peryprutanueid. B cBoro
ouyepe/lb B OCHOBE AOPTaJIbHOW PEryprutanyu JISKUT Mpo-
rpeccupyloliee paclIupeHe a0pThl, 8 B OCHOBE MUTPAJILHOM
peryprutanuy — pacliupeHne MUTPAJIBHOTO KOJIbIA U Je-
(beKThI KJIAIAaHHOTO armapara, CBsI3aHHbIE C COMYTCTBYIOLIUM
CM nponancom mutpaibsHoro kianana (IIMK), kotopsrit ua-
CTO OCJIOXKHSAETCS MHUKCOMAaTO30M CTBOPOK, OTPBIBOM XOPA U
MUTpaJIbHOHU perypruranueil. Hemb3s 0Tka3aTbCst OT MBICIIH O
ToM, 4TO B 0cHOBe XCH MOJKeT JiexaTh 1 peMOeTMPOBaHUE
cepaLa, CBI3aHHOE C U3MEHEHUSIMU COEIMHUTEIbHOTKAHHOTO
Kapkaca 1 HapyILIeHUsIMU CTPYKTYpPbI U (DYHKIMU SKCTparLies-
mossipHoro Marpukca cepaua npu CBCT. Bo BesikoM ciydae
nipu CM HepeJko BCTpedyaeTcsl TsHKeloe HapyIIeHHe COKpaTH-
TeNbHON (DYHKIIMHM MHUOKap/a 0e3 BBIPAKCHHOTO KIIAITaHHOTO
TIOpPaKeHNs1, KOTOPOE CETrOHSI MHOTHE aBTOPBI PaClieHUBAIOT
Kak cBszaHHylo ¢ CM kapnuomuonaruio [8]. BeickasbiBa-
FOTCSI TIPEAITIOTIOKEHUST O TOM, YTO HEKOTOPHIE MyTalllu T'eHa
FBN MOTyT HampsiMyl0 BECTH K HapyIICHUIO COKPATHUTEIIb-
HOW (DYHKIIMM MHOKapia JIMOO JieNlaTh 3TO OMOCPEIOBAaHHO
yepe3 TpaHchopMUpoBaHHbIH (pakTop pocrta . MbI cuntaem
YMECTHBIM Ha OCHOBAHHH HAKOTIJICHHBIX JJAHHBIX TOBOPUTH O
CYIIECTBOBAaHUH JIUCTIIIACTHUECKON KapIMOMHONATHH, KOTO-
past MOXKET IPOSIBISITHCS. U apUTMUYECKUM CHHJIPOMOM, U Ha-
PYLICHUSIMH COKpaTUTENbHON (QyHKImHK cepana. Ha pucyHke
sta cBs3b CBCT 1 kapanomuonaruy 0003HaueHa CTPEIIKaMH,
uaymmmu kak ot [IMK, tak u ot 6roka npusHakos CBCT.

Takum oOpazoM, paccmorperne CM ¢ mo3umwmii
BPEMEHHOTO KOHTHHYyMa JaeT HaM BO3MOXKHOCTH TOHSTb
OCHOBHBIE YI'PO3BI CO CTOPOHBI CEPACYHO-COCYAMCTOH CH-
CTeMbl U MPOAYMATh CTPATETUIO BEIEHHUS TAKUX OOJBHBIX.
HmenHo ycnexaM MEeIULMHCKOW HayKH Mbl 00s3aHBI TOMY,
YTO MPOAODKUTEIBHOCTD KU3HU ITUX OOJIBHBIX 3a MOCIE-
nue 30 ner yBennunnach Ha 30 net [10].

Bomnpoc o npocTpaHCTBEHHOM (PEHOTHIINYECKOM KOHTHU-
HyyMe€ 3aCIIy’KUBaeT CIELUAIBHOIO 00CYKAEHHS, T0CKOIIb-
Ky HEIOHMMaHHE 3aKOHOMEpPHOCTEH, (OpMUPYIOLIMX Te
nim wable npu3Hakn HHCT u cturmel an3smOpuorenesa,
a Taxke MOAXO/I0B K AMArHOCTUKE PA3IMYHBIX CHHIPOMOB
1 ()EHOTHUIIOB MOXKET MIPUBECTH W YXKE MPHUBEIO K HMCIOIb-
30BaHHUIO BEChbMa MPOM3BOJIBHBIX MOIXOAOB K JIUATHOCTHKE
HHCT (aucnnasuii coequanTenbHoi Tkanu). OOCyxIeHne

CJIe/lyeT HavyaTh ¢ B3AaUMOOTHOIICHHN MEXIy TeHOM U (e-
HOM, TCHOTHIIOM U (DEHOTHIIOM.

CoBpeMeHHasi TeHETHKA OTPE/EIsieT TeH KaK JAMCKpeT-
HYIO €MHUILY HACIIEJCTBEHHOCTH, a (DeH — KaK reHeTHYe-
CKH 00YCIIOBIICHHBIN TpU3HAK. 1101 TEHOTHIIOM MOHUMAOT
COBOKYIHOCTh aJjielieldl pa3iIM4yHbIX T€HOB, a oI (eHo-
TUIIOM — COBOKYIHOCTh NPU3HAKOB MHAMBHAyyma [11].
C pa3BuUTHEM I€HETHKH CTAJIO MOHSATHBIM, YTO YUCIIO TEHOB
KOHEYHO, a 4Yiciio (peHOB OECKOHEUHO U «u3ydeHue heHoma
3aBHCHT JIMILIB OT TOTO, KAaK JAJIE€KO Mbl XOTUM MPOJIBUTATh-
cs B ero onucanum» [12]. Ctporo roBopsi, pedb UICT HE O
0ECKOHEYHOM YHciie caMHUX (PEHOB, a 0 OECKOHEYHOM YHCIIe
MPUHUMAEMbIX UMH 3HAYEHUH M BapUAHTOB UX COYETAHUSI.
[lonumas 3t0, Hanee g KPaTKOCTH Mbl OyeM FOBOPUTH O
OeckoHeyHOM uucie (GeHoB. ABTOpPBI HNOAYEPKUBAIOT, YTO
3a/1aueil TEHEeTHKH YEJIOBEKA SIBJISIETCS] YyCTAHOBICHHE COOT-
HOLIEHHUs TEHOTUIIOB M (PEHOTHUIIOB in Vivo, a 3ajiada MeIu-
LUHBI — JaJbHEHIINE CHCTEMaTU3alus 1 yTOUHCHHUE KIIH-
HUYECKHNX (DEHOTUIIOB B CTPEMJICHHUH YMEHBIINUTH UX ITHO-
JIOTHYECKYIO TeTePOTeHHOCTb.

B3auMocBs3p reHoTHIIA U (EHOTHIIA KpalHE CIIOXKHA,
W KaXJIbI TEH B MPOIECCe PAa3BUTHUSI OpTaHU3Ma OKasbIBa-
€T BIHMSHME Ha MHOXECTBO (DEHOTHITMYECKUX NPU3HAKOB
(TuteiioTpomnu3M), a Ha OAWH W TOT K€ MPHU3HAK OKa3hIBacT
BJIMSTHHE MHOKECTBO reHOB (noiumMepwusi). Hanpumep, myTa-
1un reHa FBNI, Kak CerofHs XOpOIIO N3BECTHO, IPUBOIST
K Pa3BUTHIO aHEBPU3MBI a0PThI, Pa3BUTHIO KTOIIMH XPYCTa-
auka, [IMK u MHOruM JIpyr¥M M3MEHEHUsM B OpraHax M
TKaHsiX. BMecTe ¢ TeM X0opo1o n3BeCTHO, YTO B OCHOBE T10-
SIBIICHUS psijia TUCIUIACTHUECKUX MIPU3HAKOB MOTYT JIeXkKaTh
MyTalmu pazauyHbiX reHoB. Tak, [IMK mMoxeT ObITh mep-
BUYHBIM, CBA3aHHBIM C HECKOJIBKUMHM JIOKYCaMH T€HOB-KaH-
nunatoB [13], a MOXKET COMyTCTBOBATH PNy T€HETUUYECKU
JETePMUHHUPOBAHHBIX 3a00JIeBaHUM, TaKMX KaK CHHIPOM
JIptonca—/luTHa, HECOBEPIICHHBIN OCTEOTEHE3, CHHAPOM
Onepca—/lanno (CO/) u T. a. CerogHsi O4EBUIHO, UTO CY-
IIECTBYET «EAMHCTBO OECKOHEUHOIrO 4YHCia NPU3HAKOB U
KOHEYHOTO 4rcia TeHoBy [14], a nenTpanpHOl npolieMoit
TeHETHKH CTAHOBUTCS U3y4yeHHe (PEeHOTHIIa.

Ecnu npunste onpeneneHue (eHoTHHa Kak COBOKYTI-
HOCTH MPU3HAKOB WHAMBUJA, TO 3Ty COBOKYITHOCTH MOX-
HO IPeJCTaBUTh cebe KaK HeKOoe IPOCTPaHCTBO NPHU3HAKOB.
Kaxxp1ii mpu3HaK MOXKET HAXOAWTHCS B JHara3oHe HOPMBI,
MOKET BBIXOMTH 32 €€ IMPEIesbl U TOTJla pacCMarpHBaeTCs
KaK OTKJIOHEHHE OT HOpMBbI. HakoHel, mpu pe3ko BBIpaKeH-
HOM BBIXOZIC 3HAYECHHUS] HEKOTOPBIX MPH3HAKOB 32 TPEIIEIIbI
JIOITyCTHUMBIX KOJICOAHUI OHM CTAHOBSITCS MATOIOTHIECKUMHU
¥ CaMu 110 ce0e MPEeBpaIaroTCcsi B MOHOCHMITTOMHBIE HACITe-
Jyemble 3aboneBanus. He crenyet, koHeuHO, 3a0bIBaTh, 4TO
BBISIBJICHUE TAKOTO TTaTOJIOTHYECKOTO MpPU3HAKa 3aCTaBIIsICT
WCKaTh MaTOJIOTMYECKHE U3MEHEHHS B APYTHX OpraHax, Io-
CKOJIBKY, KaK MbI Y>K€ OTMEUaJly, MyTaI[1 OJHOTO TeHa MO-
TYT BIHATH HAa ()OPMHPOBAHUE HECKOJIBKHUX MATOIOTHYESCKUX
npu3HakoB. B pamkax oOcykmaemoil MpoOiIeMbl YMECTHO
YIOMSIHYTh MyTaluu reHa FBNI, Benylye K pa3BUTHIO T1a-
TOJIOTMYECKUX N3MEHEHHN B pa3HbIX OpraHax M TKaHsX.

31ech BaXKHO MOJYEPKHYTh, YTO JII00ast TEHETUYECKH Jie-
TEPMUHUPOBaHHAsl MATOJIOTHUS, XOTS U ABISIETCS Haciexye-
MO, MOKET BO3HMKATh B PE3YJIbTATE CIIOHTAHHBIX MyTallUH.
Tak m3BectHO, uT0o CM B 25% cilydyaeB BO3HUKAET Yy JIUIL C
HE OTATOILEHHOM MO 3TOMY 3a00JeBaHUIO HACJIEACTBEHHO-
CTBIO, T. €. UMEET MECTO CIIOHTaHHas MyTauus reHa FBN]
de novo. EcTb Bce 0CHOBaHHUS yTBEPXKAaTh, YTO IaTOJIOTHYE-
CKH€ TIPU3HAKH, OTHOCAIIMECS K IPYroil HacieayeMon ma-
TOJIOTHH COECMHUTENBHOMN TKaHH, TAK)KE MOTYT BO3HUKATh B
pe3ynbTaTe CIOHTAHHBIX TEHHBIX MyTaLlHi.

CyMMHupysl CKa3aHHOE, MOXHO TIPEICTaBUTh cede
n-MEpHOE MPOCTPAHCTBO MPU3HAKOB, B KOTOPOM 3HAUCHUS
Ka)KJ0T0 MpHU3HaKa MOTYT BapbHpPOBATh B JIOCTATOYHO IIIH-
POKOM JHara3oHe, — OT BapHaHTa HOPMBI JI0 BHIPAKECHHOMN
M1aTOJIOTUH, B PSJIE CIIy4aeB MOHOCUMIITOMHON MOHOTEHHON
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Tabnuuya 2. lMpumepbl 803MOXHbIX 3Ha4YeHUU MPU3HaKos, yyacmeyruux 8 duaecHocmuke CM u psida poocmeeHHbix HHCT u
o6nadarouyux HuU3kol (1—4) u ebicokoli (5—8) cneyugpuyHocmsio [7]

3HayveHus NpusHakos

peuvavBUpYyLoLLME U Nocreonepa-
LIMOHHbIE TPLLKU

C BbICOKOM CNEeUMUYHOCTbIO:

OTHOLLEHNE pa3maxa pyk K pocTy 0o 1,0 1,0—1,02
OTHOLLUEeHUe BepxHen yactn Tyno- [[Ho 0,90  0,89—0,88
BULLIA K HUXKHEN

Muonus, onTp 0o 1,0 1—1,9
nporanc CTBOPKN 3a YPOBEHb 0—0,9 1—1.,9
MK, cm

LUMPWHA aopTbl, Z-KpuTepun 1,0—1,2 1,3—1,6

(y nuuy ctapwe 20 ner)

MpusHakm BoamoxHoe HHCT
1] 2 | 3 | 4
C HU3KOM CNeundUYHOCTbIO:
MOBUIBHOCTL CYCTaBOB MO 0—1 2 3 4 n 6onee [obpokayecTBeHHas rmnepmMo-
Beighton, 6annbl OGUNbLHOCTL CyCcTaBOB, OAUH U3
Tunos C3, CM u gp.
PacTsHKMMOCTb KOXMW, CM 1—1,9 2,0—2,9 3,0—3,9 4,0 n6onee  OawmH u3 Tunos C3M, CM n ap.
apkoBugHoe Hebo, cM 0o 1,9 2,0—2,9 3,0—3,9 4,0 n 6onee  OawmH u3 Tunos C3M, CM n ap.

dopmanusauus npusHaka 3atpygHeHa (Konu4ecTso
rpbiK, YacToTa PeLUaNBOB U Mp.)

1,03—1,04 1,05 n 6onee  CemenHbin MapdhaHONaHbIN
xabutyc
0,87—0,85 Ro085  oMIM 154705 wnn M
2,0—2,9 3,0 nbonee  CemeliHas akTONUS XpycTanvka
OMIM 129600 unn CM
2,0—2,9 3,0 nbonee  CewmeliHbIi Nponanc MUTPanbHOro
KnanaHa
OMIM 157700 unn CM
1,7—1,9 2,0 n6onee  CemeliHasa aHeBpM3Ma rpygHoOn

OpavH n3 Tunos C34, CM wn ap.

aopThl
OMIM 607086 unn CM

HHCT, xaxo#, nHanpumep, ssisercs DX wim [IMK. Bapu-
AaTUBHOCTh HEKOTOPBIX MPHU3HAKOB, HCIIOIB3YIOMINXCS IS
pacniosnaBanuss HHCT, npencrasiena B a0 2.

Mpl BbIOpan BCero § MPU3HAKOB, M3 KOTOPBIX IEPBbHIC
4eThIpe ObLIM UCKITIOYEHBI U3 [ €HTCKUX KPUTEPHUEB IOCIIE ee
MEPeCMOoTpa Kak 00Ia1aroIIne HIU3KoM crienupuaHocThio. He-
CMOTPsI Ha 3TO, BCE OHM B CIIy4ae BbIXO0/1a 32 TOPOTOBBIE 3HAYE-
HUS JIOJDKHBI PACLICHUBATHCS Kak Hecneluduueckoe IposiBiie-
nue nenoro paga apyrux HHCT, a yrouHeHHe reHeTH4eckoro
nedekra TpedyeT NPOBEICHUS! CIICIUAIBHBIX HCCIICI0BAHHM.
3HaueHus] YeThIpeX NPHUBEICHHBIX B TaON. 2 Crenu(pUYHBIX
Juist CM IpU3HAKOB TAKKe MOTYT OBITh Pa3HBIMHU, HO B CIIy-
yae BBIX0/Ia XOTA Obl OTHOTO M3 HUX 3a I0POrOBOE 3HAYEHUE OH
(IpU3HAK) CTAHOBHUTCA CAMOCTOATEIbHBIM HACIIEICTBEHHBIM
3a00JI€BaHKEM, A B CITy4ae COUETAHUs HECKOIbKUX TaKHX MpU-
3HAKOB IOSABIISIIOTCS OCHOBAHUS AyMaTh O HAIMYUHU Y NalUeH-
ta noymcucreMuoro HHCT, kakoBeiM siBiisieTcss CM.

B Tabmn. 2 npuBeeH npuMep MUOITUH KaK OIHOTO M3 TIPH-
3HaKoB, yuyacTByromux B oueHke CBCT u nuarnoctuxe CM.
W3BecTHO, YTO ymepeHHas: MUOIUSI SIBISETCSl JOCTATOYHO
pacIpoCTpaHEHHBIM SIBIICHHEM CPEI HACEJICHUS M MPH OT-
CYTCTBHUH JPYTHX OTKJIOHCHWH MOYKET paccCMaTpHUBaThCs Kak
M30JIMPOBAHHBIN TIPH3HAK JN33MOpHOreHe3a. Muormust 6oiee
3 anTp BechbMma pacnpocTpaHeHa y OosibHbIX ¢ CM, umeer
TEH/ICHIIMIO K paHHEMY Hadajly, 3HaUMMOH BBIPAKECHHOCTH
1 OBICTPOMY TPOTPECCHPOBAHUIO U TIOTOMY MOXKET paccma-
TPUBATBHCSl KAK OJUH W3 CUMITOMOB 3TOM HACJIEIyeMOW Ma-
Tonoruy. HakoHel, kpaiiHsist CTENeHb C1ab0CTH CBS3049HOTO
anrnapara [UIMapHOro Tesa MPUBOAUT K pazsutuio IX. Ilo-
CIIEITHSIS B CBOIO OYEPEIb MOXKET OBITh CAMOCTOSITEITbHBIM I'e-
HETUYECKH JeTePMUHUPOBAHHBIM 3a00JieBaHHEM (ceMeiiHast
39X), HO IIPU U3BECTHOM COYETAHUHM C APYTUMHU NMPU3HAKAMU
(pacumpeHnemM aopThl) MOXKET pacCMaTPUBAThCS KAK OJIUH U3
MaTOrHOMOHUYHBIX CUMITOMOB CM.

Jpyroii npumMep, pacCMOTPEHHBINA B TaOl. 2, — paciiu-
peHue aopThl Ha YpOBHE CHHYcoB BanbcanbBel. M3BecTHO,
YTO IOTPAaHUYHOE PACIIUPEHUE AOPTbI, BBIABICHHOE INPH
9XOKapauorpauu U pacCUUTaHHOE C YYeTOM IIOKazaTelsiei
pocTa M Macchl Teljla, BCTPEYaeTcsl HEPEIKO U Olpesiesisier-
Csl 110 BEJIMUMHE Z-KPUTEpUsi, PaBHOTO OTHOLLIEHHUIO JHaMe-
Tpa aopThl (B CaHTHUMETpax) K IJIOIAIY [OBEPXHOCTH Teja

(B xBagparHeix MeTpax). [Ipn 3HaueHnn Z-xputepust MeHee
2 u orcyrcrBun Jpyrux npuszHakoB CBCT moxHO paccma-
TPUBaTh PACIIMPEHUE AOPThl KaK H30JIMPOBAHHYIO MAIYIO
aHoMmaimio cepaua. [lpu BenmunHe Z-xpurepus 2 u Ooree
BHE CBSI3H C JPYTMMH PU3HAKAMU TU33MOPHOTeHEe3a MOKHO
TOBOPHUTH 00 U30JIMPOBAHHOM PACIIMPEHNUH a0PThI HJIH, €CIH
HMEET MECTO CBA3b ¢ Apyriumu npusnakamu HHCT (mponarc,
MU3MEHEHUs] KOKH M CKeleTa), peub MokeT uatu o MASS-
¢denorune. HakoHer, mpu COUETaHUM OOJBIIMX KPUTEPHUEB
(DX + pacmmpenue aoptei) peub ujaet o CM. Te xe 3akoHO-
MEPHOCTH MOXKHO TpocieauTs Ha npumepe [IMK, kotopsiit
MOXKET OBITh BCEro JIMIIb «3XOKapauorpaduueckoit 6omes-
HbIO» TN00 MaJIoil aHOManuel cepaia, HO MOXKET TAKKe BbI-
CTymaTth B posi camocTosTenibHoro cuaapoma [IMK, o6s14H0
HacJIeAyeMoro Mo ayTOCOMHO-IOMMHAHTHOMY Tumy [15] ¢
HECKOJIbKUMH JIOKyCaMHu TeHOB-KaHauaaroB [13], Ho ¢ pen-
KHMHU CITy4YasiMH CLETUICHHUS ¢ X-XpOMOCoMOH [ 16], mim ObITH
MPOSIBIICHUEM TUICHOTPOITHOCTH TMPU PAa3HBIX T'€HETHUYECCKH
JIETepMUHUPOBaHHBIX 3a0oneBanusax (CM, COJl, curgpoma
JIbronca—/lutna u n1p.). B Tabin. 2 npencrasiens! Aajaexko He
BCE TIPU3HAKH, OIICHCHHBIC aBTOpaMU PEBU30BaHHBIX [ eHT-
CKUX KpPHUTEPUEB KakK OOJIaJIAFOIIHE BBICOKOW CIEIM(pHYHO-
cThr0. HammprMep, MOKHO paccMOTPETh TaKOl MPU3HAK, KakK
apaxXHONAKTUIIUS, KOTOPasi, COIIACHO PEBU30BaHHBIM [ eHT-
CKUM KPHUTEPHSIM, B CIIy4ae COYETaHUSI CHMITTOMOB OOJIBIIIOTO
TMasblla ¥ 3aISICThsl OLICHUBACTCS HAHMOOBIIUM YHCIIOM 0ajl-
soB (3 Oamna). [Ipu 5TOM OroBapuBarOTCs YCIOBUS JUIS TO-
JIO)KUTEILHOM OIIGHKH CUMIITOMOB: OOJBIION Masiell JOJDKeH
BBICTYIIATh 32 YJIbHAPHBIA Kpail KUCTH Ha BCIO AUCTAJIBHYIO
(anaHry, paBHO KaK ¥ CUMIITOM 3aIlSICThs CAUTACTCS MTOJIOKH-
TENBHBIM, €CITM JAWCTanbHas (anaHra MU3MHIA MOJTHOCTHIO
JIOKUTCS Ha OoMbINON manel. Bmecre ¢ Tem Jjierko mpejcra-
BUTH ce0e CUTYyallMIO, KOTJIa JUCTaNIbHAs (haslaHTa JIHIIb Ka-
caercst OOJBIIOro Majblia, HAXOAUT HA HEro Ha YeTBEpPTb, HA
TpeTh U T. A. CIemyeT M yUUTHIBATH TAKUE «HETOJIHBIE» CHM-
NITOMBI WM HEOOXOIMMO CTPOroe COONIIOIEHUE OMHCAHHBIX
BBILIE KPUTEPHEB, B HACTOALLEE BPEMs OCTAETCSl HEACHBIM U
JIMLIb JaibHenIIee HaKOIUICHHE JTaHHBIX TO3BOJIUT YTOUHUTD
KJIMHUYECKYI0 3HAYUMOCTb «MSITKUX)» KPUTEPHUEB.

Kak MbI yxe oTMeuYanu, YUCIIO COYETaHMH pa3JIMuHBIX
3HAQUEHUH NPU3HAKOB, IO3BOJIAIOIIMX ONMCaTh (HEHOTHII
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WHIWBU/A, OSCKOHEYHO, OJJHAKO Uil OTMCAHUS COCTOSHHS
COCTMHUTEILHON TKaH! U €€ HapyIICHUH UCTIONb3yeTCs He-
CKOJIBKO JIECSITKOB BHEUTHMX W BHCLEPAJIBHBIX MPHU3HAKOB,
WJIM CTUTM, TU39MOpHOTreHe3a.

YacTte 3THX NPU3HAKOB MMEIOT KAUE€CTBEHHBIN OIUCA-
TEJIBHBIX XapakTep (MOCiIeoNepaloHHbIN 1I0B THNA Ia-
MUPOCHOM Oymard, Bslas KOXKa; KOPOTKas y3AedKa s3bIKa,
BapUKO3HO PACIIMPEHHBIE BEHBI W T. M.), B TO BpeMs Kak
Jpyrue MOTYT OBbITh ONKCAaHbI KOMTUYECTBEHHO (POCT, Macca
Tena, pa3Max pyK, PacTKHUMOCTb KOXH, BbICOTa Heba, M-
puHa aoptsl, crenieHb [IMK u 1. 1.).

[Ipu 5TOM BapuUaTUBHOCTH NMPU3HAKOB U JIOMYCTUMBIE
npeaesbl KojaeOaHui KajkAoro M3 HUX NMPHHATO OLEHHUBATh
IIyTeM ONpeesIeHHs CPEAHNX 3HAUCHUI U3MEPSIeMOro IpH-
3HaKa ¥ BEJIMYMHBI CPEJHEKBAAPAaTUUYECKOIO OTKIOHEHHS.
[IpuHATO cuMTaTh, YTO AMANA30H JONMYCTHUMBIX KOJleOaHUH
mo00ro M3 IpU3HAKOB OIpeAesseTcs Kak 3HaueHue M +
1,96 ¢. Beixon npu3sHaka 3a npezensl + 1,96 ¢ npunsaTo 00o-
3Ha4YaTh KaK OTKJIOHEHWE OT HOpMHI [17] u paccMmarpuBaTh
€ro B TAKOM cITydae KakK MpHU3HaK (CTUTMY) AM33MOpHOTeHe-
3a. Ecnu ke 3HaueHne mpHU3HaKa BBIXOIUT 3a MpeJesl 3 o,
MOJKHO TI0JIaraTh, 4YTO B OCHOBE TAKOTO BBIPAKEHHOTO OT-
KJIOHEHUS JIGKHUT TeHETHIECKHUN Ae(eKT.

Takum 00pazoM, B TIPOCTPAHCTBE TMPU3HAKOB KaXKIbINA 13
HUX MOXXET TPHHUMATh Pa3IWYHbIE 3HAYECHHUS W BO3MOXKHO
OSCKOHEYHOE KOJIMYECTBO KOMOWHAIMI 3HAUCHHUH OT/ICITBHBIX
TIaTOJIOTMYECKNX 3HAYEHUH MPU3HAKOB, HATIPHMED, H30JIHPO-
BAaHHOE pACUIMPEHHE KOPHS aOpThbl, COYETAHWE PACIIMPEHUS
KOpHS aopThl ¢ DX, C BBIPAKEHHONW MHOMHKEH, C Pa3InIHBIMU
KOCTHBIMH, KOYKHBIMHU W/HJIM CYCTaBHBIMHU ITPU3HAKAMH.

Bce 910 1 cocTaBnseT npoCcTpaHCTBEHHBIN (heHOTHITHYe-
CKUI KOHTHHYYM, B KOTOPOM CYILIECTBYET OECKOHEUHOE pa3-
HOOOpasue PeHOTUIIOB, a HACIIEAYEMbIE HAPYIICHUSI MOTYT
OBITb TPEACTABICHbI JHOO EIUHUYHBIM MaTOIOTHYECKUM
MIPU3HAKOM, JINOO Pa3IMYHBIMU UX KOMOWHALIUAMH.

Taxkum 00pa3om, ClleyeT COINIaCUTHCS C MHEHHEM, YTO
Bce HHCT cocraBisitor (eHOTHITMYECKHI COSINHUTEIb-
HOTKaHHBIH KOHTHHYYM, HAQUMHAIOIIMHCS OT M3BECTHBIX
MIOJIMCUCTEMHBIX CHUHIPOMOB M 3aKaHYMBAIOIIUIICS MOHO-
CHUCTEMHBIMH 1 MOHOCUMITOMHBIMHU [18].

UYro ke KkacaeTcsi yMEpEeHHO BBIPAKEHHBIX OTKJIIOHEHHH B
BEJIMYMHE OTIEIIbHBIX IPU3HAKOB, TO BBIXOJ JIFOOOTO U3 HUX
3a TIpeIeITbl JOMYCTUMBIX KoJeOaHUi BCTpedaeTcs 9acTo 1
Ha TPaKTUKE TPU ACTATbHOM (EHOTHITMYECKOM O0CIe10-
BaHUM y TIOAABIISIONIETO OOJBIIMHCTBA NAIIMEHTOB YIAeTCst
00HapyKUTbh HECKOJIBKO IIPU3HAKOB JU33MOpuoreHesa. Taxk,
1o JaHHBIM Hamero corpyanuka E. B. Tumodeesa [19],
npoBesmiero peHotTunrueckoe oocnenoBanue 430 namnueH-
TOB MOJIOZIOTO BO3pacTa, CPEeHEE YUCIIO CTHIM JH33MOPHO-
renesa coctaBuiio 4,2 + 2,0.

[TonsATHO, YTO CperHee YNCIIO MPU3HAKOB, BISBIISIONIIX-
csl Ipu OOCIIeIOBaHNH, XapaKTepH3yeT BEpPIIMHY HOPMallb-
HOTO pacrpeieieHuss U HUKAaK HE MOXET OBITh IPHHATO B
kadectBe noporoBoro st auarHoctuku JICT. Ecau mpunars
3a IMpenesnsl JOIyCTUMBIX KolleOaHui yucia npuzHakoB M +
2 ©, TO MOIY4YHTCs], 4TO MPU 95% ypOBHE BEPOSITHOCTH TIpe-
JIeT1 JOIyCTUMBIX KoJleOaHUi Ynciia CTUTM ITu39MOproreHesa
coctaBnsieT 0—S8. DTH JaHHbBIE JTUIb TOATBEPKIAIOT TOUKY
3pEHUsI TEHETHKOB, MOJATAIOIINX, YTO JucMOpdoreHeTuye-
CKHE TIPU3HAKH HIMPOKO BCTPEUAIOTCS y MPAKTHYECKHU 3110PO-
BBIX JIML, HO HAJIM4YME TATH MPU3HAKOB U Oojee yKa3bIBaeT
Ha HeO0OXOAUMOCTb 0oJiee BHUMATEIBHOTO 00CIeJOBaHUS Ha
MIpeAMET BPOXKICHHOW MITH HACJIeICTBEHHOM naronoruu [11].

[Ipuxoaurcs ¢ coxajJeHueM KOHCTaTHpOBaTh, YTO CTO-
ponnukn ydenus o H/ICT Ha mpakThke MTHOPHPYIOT 3TH
OCHOBOIIOJIAraloLIMe NOCTYIaThl TEHETUKHU U [10JIararoT, 4To
JIOCTaTOYHO BBISIBIIEHUSI HEKOTOPOTO ITOPOTOBOTO YHCIa
IIPU3HAKOB, YTOOB! YCTaHOBUTH AuarHo3 cunapoma JCT [6].

OmmrbOYHOCTH TAKOTO THATHOCTHYECKOTO TIOXO/Ia C TI03H-
LU TIPE/ICTABICHNI O POCTPAHCTBEHHOM (DEHOTUITMYECKOM
KOHTHHYYM€ HaM Ka)keTcs o4eBUIHON. PaccmarpuBast mpobiie-

MY C yKa3aHHBIX MTO3UINH, HEOOXOIMMO MPEKIE BCETO MPOBe-
CTH aHaJIN3 YYBCTBUTEILHOCTH M CIICIU(PUIHOCTH OTIEIBHBIX
NPU3HAKOB U OTOOPAarh T€ U3 HUX, KOTOPBIE HMEIOT HaHOOIIh-
IYI0 KIMHUYECKYIO 3HAYMMOCTb M BBICOKYIO CIICIIU(HIHOCTh
B nuarnoctuke Toro wim nHoro HHCT (cM. Bbite).

Bce ckazanHO€ CBUIETENBCTBYET O TOM, UTO JIMIIb AaJTb-
Helllllee HAKOIUICHWE 3HAHMW M OTPa0OTKA JMarHOCTHYE-
CKUX aJITOPUTMOB MOTYT CIIOCOOCTBOBAaTh COBEPILEHCTBO-
Banuto nuarHoctuku CM u poacteennsix emy HHCT.

[TockonbKy MONEKYISpPHO-TEHETHYECKas U COBpEMEHHast
ructoxumuueckas nuarioctuka HHCT octaercs mamomo-
CTYIHOM ISl IPAKTUYECKOTO Bpaya, NPUXOAUTCS IPU3HATD,
YTO 3HAHUE KIIMHUYECKUX M (PEHOTUMUYECKUX MPU3HAKOB B
HacTosIIee BpeMs NPOAOJDKAET UIPaTh IIaBEHCTBYIOLIYIO
POJIb B MX THarHOCTHKE.

Hcxons U3 cka3aHHOro, HaMM NPEUIOKeH Kiaccudu-
KaIllMOHHBIA TI01X0J1, corntacHo kKotopomy Bce HHCT (rmo-
MHUMO T€X, KOTOPble MMEIOT JOKa3aHHYI COBPEMEHHBIMU
METO/IaMi MOHOTEHHYIO TIPHUPOJYy) paccMaTpUBAIOTCS Kak
TTOJTUTEHHO-MYIBTH(AKTOPHUATIbHBIE COCTOSIHUS M ACISATCS
Ha CUHJIPOMBI U ()EHOTHUIIHI HA OCHOBE OOIIHOCTH BHENTHUX
WA BUCHEPATbHBIX TPU3HAKOB.

K JCT cnemyer OTHOCHTH Takue AHUCIUIACTHYECKHE
cuHapoMbl U Gerotumbl (JCud), kak mMapdanomnogoOHbIH
¢denorun, MASS-denorun, [IMK, mapbhanounnas BHem-
HOCTB, JIEPCONONO0HBIH (HEHOTHII, CMEIIaHHBIH (peHOTHIT,
CHHJIPOM THTIEPMOOMIIEHOCTH CyCTaBOB.

Kpome Toro, Mbl MpesiOKUIIN BBLICISATh HEKJIACCU(HU-
UpYyeMbIii (DEHOTUIT B ciIydac BBISBICHUS LISCTH M Oojee
CTUTM JMU3IMOPHOTeHEe3a, HO MPH YCIOBUHU MOATBEPKACHHO-
ro (pakra ceMeHHOro HaKOTUICHHsI HACIISICTBEHHOTO AedekTa
U 1a0OpaTOPHBIX JaHHBIX, CBUICTEIBCTBYIOIINX O HApyIle-
HUSIX MeTa0O0JIM3Ma COEJHHUTENIFHON TKaHH. 3aMEeTUM, YTO
KaXIp1i 13 HazBaHHBIX JICu®d B 3aBUCMOCTH OT JKECTKOCTH
UCIIOJB3yeMbIX JTMarHOCTHUECKHX KPHUTEPHEB M BO3pacTa
MOXKET OTBEYaTh KPUTEPHUSAM IOJMI€HHO-MYIBTH()AKTOPH-
QJIBHBIX COCTOSHUH M BKJIIOYATh B ceOs BapHaHTHI, OJM3KHE
K HOPME, CaMOCTOATEIIbHBIE HAacIIeyeMble CHHIIPOMBI U ObITh
TUICHOTPOITHBIM TIpOsiBIIeHHEM Ipyrux MoHoreHHbIx HHCT.

Hcnonp3oBanne MEXIYHApOAHBIX PEKOMEHAALUH jaa-
€T BO3MOXHOCTb MCKIIIOYUTH Hambojee TsKeIble U KIH-
Hu4eckn 3HaunMmble ¢opmbl JICu®d (MapdanomomoOHbIHA
(henotun, 3mepcononoOHbI (EHOTHIT, MUKCOMATO3HBIA H
cemeiinbiii IIMK), xapakrepusyromuecs CHUCTEMHBIM BO-
BJICUCHHEM COCAMHUTEILHON TKaHM, IIOJIMOPTAaHHOCTHIO
W TIOJIMCHCTEMHOCTBIO TTaTOJIOTHH M TPOTPEANEHTHBIM Xa-
paxrepoM TedeHus. B takom cityuae B rpynny JCud Oynyt
BKITIOUSHBI TAIIMEHTHI C JOKJIMHUYECKUMH (hOpMaMH ITOH
MaTOJIOTHH, a TIOJINOPTAHHOCTH M TIOJIMCUCTEMHOCTD, PAaBHO
KaK M MPOrPEINEHTHOCTh TEUCHHS, TAKNX OTKIOHECHHUH €IIe
MIPEJCTOUT J0KA3aTh.

IIpu 5TOM MBI BOBCE HE OTpPHIIAEM BAKHOCTH M3yUEHUS
KOJIMUECTBA U CTETEHU BBIPAKEHHOCTH OTIEJIBHBIX CTUTM
JU33MOpHOTeHe3a, OTHAKO JIUIIb IIPH YCIOBHU 00CYKICHHS
MH()OPMATUBHOCTH KOHKPETHBIX NMPH3HAKOB W MPU3HAHUS
Toro (akra, 4To Ha OCHOBaHUM (HOPMAJBHOTO IOACYETA
KOJIMYECTBA NPU3HAKOB HE MOXKET CTPOUTHCS AUArHOCTH-
ka HHCT. Bonee Toro, Mbl NpeaioKuIN BBIACIATh TPYIIITY
JIMI] C TIOBBIIICHHON JHMCILJIACTHYCCKOM CTUIMaTHU3alMeH, K
KOTOPOM ClleAyeT OTHOCUTD MAIIMEHTOB C OOJIBLIMM YHCIIOM
CTUIM Au3dMOpuoreHesa. VzyueHne KOHKPETHBIX NpHU3HA-
KOB, YTOUHEHHUE UX NOPOTOBBIX 3HAYEHUH, HECOMHEHHO, Oy-
JOyT CIIOCOOCTBOBATh HAKOIUIEHUIO HAyYHBIX 3HAHMH 00 HX
JMarHOCTUYECKON LIEHHOCTH.

Bmecre ¢ Tem ceronHs npakTHYecKHi Bpad, HabOmozna-
IOIIMI 3a OOJIBHBIM, JIOJDKEH YMETh BBIABIIATH BHEIIHHE U
Bucnepaibapie npusHaku JJCT u nuarnoctuposars Hanbo-
nee pacupoctpaneHabie J[Cu®d, MOMHS 0 TOM, YTO KaXKABIH
W3 HUX UMEET MOJIUTCHHO-MYIbTH()AKTOPHATIBHY IO IPUPOTY
W BKJIIOUACT ITUPOKUH CTIEKTP COCTOSHUI — OT BapHAHTOB,
ONM3KUX K HOPME, JIO KITMHWYCCKH 3HAYHMMBIX CHHJIPOMOB.

KNVHWYECKAA MEAWLIMHA, Ne 11,2012
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