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ONTUMMU3ALUA METOAOAOTUN AUATHOCTUHECKOTO NPOLLECCA
HACAEACTBEHHOU AUCNAA3UN COEAUHUTEABHOU TKAHU

H. A. Py6aHoBa

MUHUCTEPCTBO 3APABOOXPAHEHUS CTABPOMNOALCKOIrO Kpas

ncrema onTMMM3auuM AUArHOCTUYECKOro npo-

uecca pAoOJ/DKHA COOTBETCTBOBaTb CJIOXHOCTU

n3yyaemoro oobekTa, T. €. NPUHUUNY Heob6xoan-
MOro pasHoo6pa3sus n gononHutensHocTu. K ocHoB-
HbIM HanpaeJIeHUSIM ONTUMM3aLuUM MEeTOA0JIorun
AVarHoCTUYeCcKoro npouecca HacneAcTBEeHHbIX AUC-
nnasuvin coepguHutenbHon TkaHu (OCT) oTHocaTtcs:
CcTaHpapTu3auua, anroputMmsauusa, MeToaosnorus
anddepeHUNpPOBaHHON OLEHKW, aHanuM3a U UHTep-
npeTauum pe3ynbTaToB KJIMHUKO-FTeHeTU4eCKOro vl UH-
($popmMaLVOHHOro uccneaoBaHusl, UCKYCCTBO O6LLeHUS!
«Bpa4 — NauUeHT», T. €. OCHOBbl COBPEMEHHOro0 KOH-
CYJIbTUPOBAHUS B YCJIOBMSX KIIMHUKU U aMOYyNnaTopHO-
NOJIMKJINHUYECKOro 3B€Ha NpakTu4eckoro 3apaBoox-
paHeHus [3, 4].

OpHoM M3 OCHOBOMOMAraloLWMX COCTaBASIOLLMX OMNTU-
MM3aLMM OUArHOCTUHYECKOrO NpoLecca SBASETCS NPUHLMM
Hay4HOI 060CHOBAHHOCTW, T. €. YTOObI BCe BpayebHble Oei-
CTBUS ONUPANIMCh HA Hay4YHblE METOAMYECKNE N METOAOIO-
rmdeckue noaxonpl. ATOT NPUHLMN NpeanonaraeT obpate-
HVe K MeavumMHe, OCHOBaHHOW Ha JokasaTtenbcreax [1, 4].

B HOMeHknaType reHeTu4yecku AeTEePMUHUPOBAHHbIX
3abonesaHuii B nocnegHve rogbl NosiBUINCHL HOBbIE HO-
3o50rvu, Tpebyiouwme nposeaeHns auddepeHUmnanbHOM
OMarHocTnkn ¢ cmHgpomom MapdaHa. B cBadm ¢ atum
MHOIMe Hacnenyemble CUHAPOMbI, 61M3KMe Mo CBOMM
BHELUHUM MNPOSIBEHNSM K cuHppoMy MapdaHa, nmeoT
006LMe 3aKOHOMEPHOCTU HapyLLeHUs G1ONoOrMM pasBuUTUS
COEOVHUTENIbHON TKaHW U TFEHETUYECKN AeTepMUHUPO-
BaHHbIX PEHOTUNOB U KIINHNYECKNX CUHAPOMOB, TaknX Kak
cuHgpom Jlynca — Autua [2], cemenHas aHeBpmn3ama aop-
Tbl, MASS-deHOoTMN, ceMelHbI nponanc MuUTpasibHOro
knanaHa. MIMeHHO natoreHeTnyeckas O6LWHOCTb reHeTu-
Yecku AETEPMUHUPOBAHHbIX HapyLUeHWin Guonorun pas-
BUTUSI COEAVHUTENBHOW TKaHU onpenensieT cTeneHb Bbl-
PaXEeHHOCTU PEHOTUMNHECKUX U KITMHUYECKUX CUHAPOMOB
cepaevHo-CocyauCcToON CUCTEMbI U CKENTETHBIX CUCTEMHbIX
NPOSIBEHNA HACNEACTBEHHOW AMNCMNA3nunN COEANHUTENb-
HOW TkaHW. MpK 3TOM YMCNO COYETAHUIA Pa3INYHbIX 3HA-
YeHUI MPU3HAKOB, NMO3BONSIOWMX ONMcaTb GEeHOTUN WH-
ovBnaa, 6eCKOHeYHO, OAHaKo A ONMCAHUSA COCTOSIHUS
COeOVHUTENbHOM TKaHU U ee HapyLleHWA NUCMnofb3yeTcs
HECKOJIbKO AECATKOB BHELLHUX U BUCLEPasbHbIX MPU3HA-
KOB MJI1, KakK MX eLLe MOXHO Ha3biBaTb, CTUIM AM33MOpMO-
reHesa [2, 5, 7]. HacTb 9TuX NPM3HAKOB MMEET KAYECTBEH-
HbIl OMMCaTEeNbHbIN XapakTep MNPOSBIEHUA CUCTEMHOMN
HacneaCcTBEHHOM OMCNAA3nn COEONHUTENBHOM TKaHW, YTO
[aeT OCHOBaHWE pacCMaTpuBaTh UX C MNO3ULMIA KNETOYHO-
TKaHeBOro KOCTHO-BUCLEePasibHOrO KOHTUHYYMA.

Takrm 06pa3om, B COEANHUTENIBHOTKAHHOM MPOCTPaH-
CTBE HACNeACTBEHHbIE MPU3HAKN MOryT NPUHUMAaTb Pas-
JINYHbIE 3HAYEHUS 1 BOSMOXHO GECKOHEYHOE KONMYECTBO
KOMOUHALMIA ON19 ANArHOCTUKM HaCcNeaCTBEHHOM CUCTEM-
HOW aucnia3um coeanHNTENbHOM TKaHW. Bce a1o 1 coctas-
NISEeT MNPOCTPAHCTBEHHLIN (HEHOTUMUYECKUIA KOHTUHYYM,
B KOTOPOM CyLLLeCTBYeT 6eckoHe4Hoe pa3Hoobpasue de-
HOTUMOB, a Hac/eQyeMble HapyLleHUs MOryT OblTb Npea-
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Llenb nccneposaHus: pa3paboTtate MOAENb anropuT-
MU3aUMN  TEHETUYECKN AETEPMUHUPOBAHHbIX Hacnea-
CTBEHHbIX OUCMNa3uii COEAMHUTENbHOM TKaHW, KoTopast
npeacTtassieHa metogonorven guddepeHumansHon gna-
FHOCTUKM cuHapoma MapdaHa 1 CxoaHbIX C HUM GeHOoTH-
NUYECKNX U KIIMHUYECKMUX CUHAPOMOB.

AnropyutMmu3zauma KJIMHUKO-FreHeTUYeCKOW MeTo-
ponoruvm puddpepeHumnanbHON ANArHOCTUKN FreHeTu-
Yecku [eTepMUHUPOBAHHOW Aucniasum coeauHu-
TeJIbHOW TKaHU

lMocTpoeHne anropuTtMOB, OMUCHLIBAIOLLUX pPeanbHble
NMPOLLECChI, CBSA3bIBAETCH 0ObIYHO C ABYMSI 3a4a4aMu: Ha-
xoxaeHnemMm ap@eKTUBHLIX MEeTOO0B MonydyeHust n obpa-
60Tk MHpopMauun N andhepeHUMPOBAHHON OLIEHKOM
npoueccoB GYHKLUMOHNPOBAHUS CUCTEM FrEHETUYECKN Ae-
TEPMUHMPOBAHHOW AMCMNA3uN COEOVIHUTENBHOW TKaHW,
kak Hanbonee peanbHOro 1 AOCTOBEPHOrO U3 U3BECTHbIX
cuHapomoB. AnddepeHumpoBaHHblie dpopmbl OCT npen-
CTaBNAT COOOM OOBOSILHO OBLUMPHYIO FPYMy MOHOMeH-
HbIX HACNeACTBEHHbIX 3a60NeBaHNA, K KOTOPbIM OTHOCAT
cnHgpom Mapdana, cnHgpom Anepca — [aHno, Hecosep-
LLEHHbIN ocTeoreHes, cuHapom Ctuknepa, CMHAPOM Anb-
nopta, 6ynnesHbIi aNuaepMonn3 n ap.

B HacTosilee BpemMsi B NpPakTMHECKON MegVUVHE LWN-
POKO MCNONB3YIOTCA MeXayHapoaHble pekoMeHaaumm no
anarHoctuke cuHgpoma Mapdana n dnepca — Hanno.
Bpau nepBMYHOro 3seHa A0JKEH ObITb 3HAKOM C AAaHHLIMU
KPUTEPUSIMU 47181 TOrO, YTOObI CBOEBPEMEHHO OLEHUTD Bbl-
paxeHHOCTb npudHakoB ACT, 3anogo3puTb Hanuuve Ha-
CNeACcTBEHHOrO 3aboneBaHns 1 HanpaeBuTb MaumeHTa Ha
MEANKO-reHETUYECKYIO KOHCYNBTaUMIO.

MpeacTtaBneHHas Huxke MoaAMdULMPOBAHHAs TIOrMKO-
CTPYKTypHass cxema <«Anroput™m auddepeHumanbHom
OVNArHOCTUKN FeHeTUYECKN AEeTEPMUHUPOBAHHBIX HACNen -
cTBeHHbIx ACT» (Malfait F. et al., 2006) naet BO3MOXHOCTb
Bpayy NepBUYHOro 3BeHa amddepeHuUmMpoBaHHO onpeae-
JINTBCA C KIIUHUKO-TFeHETUYECKVUM AMarHo30M.

dDeHOTUNMYECKNE U KIIMHUYECKUE MNPU3HAKU U CUH-
OPOMbI reHeTudeckn amddepeHupoBaHHON amcnnasnmn
COeAMHUTENIbHON TKaHW, BbISBNEHHbIE NPWU NEPBOW BCTPe-
ye C naumeHToM, 00a3bIBAIOT MPAKTMYECKOro Bpadva Ha-
npaBuTb €r0 HA MeUKO-FeHETUYECKYIO KOHCYNbTaumio Ans
MOJEKYNAPHO-rEHETUYECKOrO, MMMYHOMMCTOXMMMYECKOTO
W OpYyrux cneumann3mpoBaHHbIX MCCNeaoBaHNM, NO3BOS-
IOLLIMX 0OOCHOBATb KIMHUKO-FEHETUYECKWI ANArHo3.

MoandnumMpoBaHHbIA anroputM AMarHOCTUKM OCHOB-
HbIX Krnaccnpurumpyemblx (reHeTudeckmn anddepeHumpo-
BaHHbIX) HACNEACTBEHHbIX AUCMNasvii COeVHUTENbHOMN
TKaHW NpeacTasieH Ha pUCyHke 1.

Y nuu B BO3pacTte monoxe 20 cneayeT npoBOAnTb and-
depeHUManbHy0 ANarHOCTUKY TPEX OCHOBHbIX alibTepHa-
TUBHbIX ANarHO30B: CUHAPOM 3KTonNun xpyctanuka (C3X),
MASS-deHoTUn (MMonusa, Nponanc MUTPabLHOro Knana-
Ha, NorpaHnyHoe (Z<2) yBennyeHne KOpHS aopTbl, KOXHbIE
1 KOCTHbIE MPOSIBNIEHMS) N CUHAPOM NMPOanca MUTPabHO-
ro knanaHa. B Tabnuue 1 npueeneH nepeyeHb COCTOSHUN,
KoTopble cneayet anddepeHumpoBatb, Npu OTCYTCTBUU
KPUTEPUWEB, OOCTATOYHbIX OJ1IS AMArHOCTUKM CUHAPOMA
MapdaHa.
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] OPUTUHAAbHbIE UCCAEAOBAHWUSA. BHYTPEHHUE BOAE3HU

Anroput™ auddepeHIranbHON THArHOCTHKNA TeHETHYECKU
nerepMmunupoBanHbIx HacnencteeHHbix JICT (F. Malfait et al., 2006)

I'uneppacTsHKUMOCTh MHOXeCTBEHHbIE Mapdanonnnas ToHkas, He)KHAs KOXKa. Mbimeynas

KOXH. TIePEeSIOMBI BHEIIHOCTb. TOHomeckue cTpum. THITOTOHHSI.
KpoBoTounBocTs paH. B aHaMHe3e. DKTONUS XpyCTajanKa. Tonkue pyOLbI. KonTpakTypsl.
Arpoduyeckue pyoOusl. MaieHbKkuii poct. Jlunarauus/aneBpH3Ma Mapdanonnas Jucmopdun.
JlomKoCTB COCYIOB. ToxyGbie ckiepbt A0pTHI BHEIIHOCTh VMcTBeHHast

BpoxneHHbIe BBIBUXH (HemonHas). OTCTaJIOCTh

PesucrentHocts
| K JIMJIOKauHy
I
Cunapom HecosepuieHHbIi Cunznpom Hpyrune
Onepca — lanno? ocTeoreHes? Cunznpom Mapdana? TUNEPMOOHIBHOCTH HACIIEICTBEHHbIE
(xpome 111 Tuma)? CyCTaBOB CHUHIPOMBI
(CO 111 Tum)
I
|
Buoncus xoxu:
OIpENENEHHBIE CTPYKTYPBI I'enetnueckuii anamms: Onpenenenue JlaneHeiniee
kosuiarena I, 111, V Tumos FBNI1 TeHacIHa X COOTBETCT-
I'enetnyeckuii ananms: FBN2 B CBIBOPOTKE KPOBH BYIOILLIEE
COL1A1, COL1A2, obcneoBanme
COL3A1, COL5A1,
COL5SA2

Puc. MoanduumpoBaHHbI anroputMm ANarHOCTUKM OCHOBHBIX KnacCcuduumpyemblx
(reHeTnyeckn anddepeHUNPOBAHHbBIX) HACNEACTBEHHbIX ANCMNA3UIA COEOMHUTESNIbHOM TKaHN

Tabnnua 1
ANropnTtMbl ANAarHOCTUKN COCTOSAHUMN,
o6nu3kux cuigpomy Mapdana, koTopble cnegyeT
BbIAENATb BO U36eXxaHue ero runepamarHocTukm

Ocobble

Ha3BaHue yCNoBMA ANropuTtm
BepoaTHbIl [o 20 ner, Z kputepui <3,0
CUHAPOM cnopaauyeckas
MapdaHa nnn cemeriHas

myTaums FBN1

Hecneundunyeckoe o 20 net CBCT (<7)
HapyleHue B OTCYTCTBME | W/WUNK NokasaTenb
COeAMHUTENBHOM MyTaumm FBN1 | KopHs
TKaHU aopThl (Z<3,0)
MASS-deHoTMN Crapwe >20 CBCT (=5)

n/vnu nokasartenb

KOpHS

aopThbl (Z<2,0)
CuHapom MNMMK* Crapwe >20 CoyeTtaHune MNMMK

C Npu3HaKkammu
CBCT (konuuecTtso
6annoe <5)

*MNo mHeHuo uneHoB KomuteTa akcneptoB BHOK guarHocTtu-
ka cuHgpoma MNMMK He fomkHa OCHOBbLIBATLCH HA pacyeTe KOn-
yecTtBa 6annos CBCT.

Kak BMOHO M3 NpeacTaBneHHol Tabnuubl, rpaHuLbl
MeXay TakUMKU COCTOSIHUAMU, Kak MASS-(peHOoTUN U CuH-
apom NMK, BecbMa yCnoBHbI, Tak kak 06a AvarHosa npea-
nonaraloT OTCYTCTBME 3HAYMMOrO pPacLUMPEHUS a0PTbl Npn
Hannumm NMMK, a nsbpaHHas rpaHmLLa Anst OLEHKM BblpadkeH-
HOCTW CUCTEMHOrO BOBJIEYEHUSI COEAMHUTENBHON TKaHU B
5 6annoB He MOXeT ObITb MPU3HAHA HAAEXHBIM MPU3HAKOM
ons anddepeHumanbHON ANarHOCTUKM 3TUX COCTOSHUIA.

Heo0x0aMmMo NOMHUTBL U O HACNEACTBEHHbBIX HAPYLLEHN-
ax 6G1onorum pa3BUTUS COeAMHUTENBHOM TKaHW, UMEIOLLIX
CX0AHble ¢ cmHapomMomMm MapdaHa KMH14eckue nposeie-
HUS, HO Oonee cepbesHblii NPOrHo3. Peyb npexae BCero
MaeT o cuHgpome Jlynca — utua, cCocygucTomMm TUNe CUH-
npoma Anepca — [1aHno n cMHapoMe N3BUTOCTU apTepPUii.

CxopgHble ¢ cuHapoMoM MapdaHa KanMHu4eckme npo-
ABNEHUS UMEIOT TAKKE APYrMe CUHAPOMBbI, MEPeYeHb KOTO-
pbIX NpeacTassfieH B Tabnuue 2.
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Cpean Bcex HacneacTBEHHbIX HapyLLeHnin Guonorum
PasBUTUS COEOVIHUTENbHOW TKaHW, TPebyloLmx npose-
aeHns anddepeHumanbHoro guarHosa ¢ CUHAPOMOM
MapdaHa, 0cob60ro BHMMAaHMUA 3acCNy>XMBaeT CUHOPOM
Nlynca - Outua. MNocnepHuii xapaktepuayeTtcsa Oonee
arpeccuBHbIM TeYeHueM, Hexenn cuHapom MapdaHa.
Heno B TOM, 4TO Npu cuHgpome Jlynca — utua paccnoe-
HWe aopTbl HACTO BO3HMKAET B 601EE MOSIOJOM BO3paCTe
WU NMPpU MEHbLUMX pa3mMepax aopTsl (<40 MM), 4em npu
cuHgpomMe MapdaHa, a 4yacToTa BO3HUKHOBEHUS CBSA3aH-
HbIX C 6E@PEMEHHOCTbLIO OCTOXHEHU 0COOEHHO BbICOKA.
Takum o6pas3oM, paccMoTpeHne cuHgpoma MapdaHa u
OPYrnx BapuvaHTOB HapylleHUs 61onoruM passuTUs COo-
€OVNHUTENbHOM TKaHu, Tpebylowmux anddepeHLmnanbHON
[NarHoCTMKM C 9TMM 3aboneBaHneM C No3nLUui cepaeyHo-
COCYANCTOro KOHTUMHYYMA, AA€T BO3MOXHOCTb MOHATb
M NPOrHO3MpPOBaTb OCJIOXHEHUS CepAeyHO-COCYAUCTOMN
CUCTEMbl W MAAHUPOBATb CTPATErvio BEAEHUS] Takux
60bHbIX.

BepneHne Takux 60nbHbIX TPEBYET OT MPaAKTUYECKOrO
Bpaya He TOJIbkO BbIGOpa KOHCEPBATMBHOIO UK onepa-
TMBHOIO NIEYEHNS, HO BAVXKaNLLEro 1 OTAANEHHOro Npo-
rHO3MpoBaHusA. Heob6XxoaMMOCTb MNOHWUMaHUSA  OaHHOW
npo6iemMbl: paclMpeHne aopTbl, PaBHO Kak Mnponanc
MUTPanbHOro KnanaHa, a Takke apyrue HapyleHus 6uo-
JIOrMn pa3BUTUS KanaHHbIX CTPYKTYP, CBSA3AHHbLIX C CO-
eOVHNTENBHOTKaHHOM aucnnasven cepaua, — 3To AnHa-
MWYECKUI MPOLECC, N OTCYTCTBME MPU3HAKOB 3HAYMMOrO
pacluMpeHns aopTbl, BbIPAXEHHOW MWUTpanbHOW peryp-
ruTaummn nnu nageHns gppakumm Bbibpoca He JaeT OCHO-
BaHWN ONs OTKasa OT AMHAMMYECKOro HabniopaeHus 3a
60JIbHbIM C NMOAO3PEHMEM HA HaNN4YMe HacNeaCTBEHHOIO
HapyLleHns 61nonornn pa3BUTUS COEANHUTENBHOM TKaHN
[2, 6]. Peub naoet 06 obsizaTenibHOM exerogHom IxoKI
obcnefoBaHnn Ans TeX MauueHToB, Y KOTOPbIX LWMpUHA
aopTbl He gocTturna 45 mm. O6cnenoBaHne ¢ HacToToMn
HEe MeHee OOHOro pasa B Noaroga AOHKHO MPOBOOUTL-
CSy NAUVEHTOB C AMaMeTpPoM aopTbl 45 MM 1 6onee nnm
NPV BbISIBNEHNUW BbICOKMX TEMMOB HapacTaHns NaTtonoru-
YeCKMX U3MEHEHU (peyb naeT 06 yBenuyeHun guame-
Tpa aopTbl Ha 0,5 cMm n 6onee B roa). JomkHbl BbI3bIBaTb
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Tabnnua 2
MeTtoponorua auddpepeHunanbHon
AnarHocTuku cuHagpoma Mapdana
N Apyrux reHeTu4ecku AeTepMUHUPOBAHHbIX
dbopm gucnnasum coeagNHUTENIbHOM TKaHn

Andpepen- OTAnUUTENbHbIE
LnanbHbIN [eH NpU3HaKM
AnarHos

CuHapoM TGFBR1/2 | PacwenneHune s3bl4ka/ pac-

Nyvca - AuTua wenneHne Héba, N3BUTOCTb
COCYAOB, TMNepTenopusMm,
b dy3Hble aHeBPU3MbI
aopTbl U apTepuin, KPaHNOCU-
HOCTO3, KOCONanocTb, HecTa-
6UNBbHOCTL WEeNHOoro oTaena
NO3BOHOYHMKA, TOHKas
n bapxaTtucrasi, nerko
TpaBMupyemas Koxa

CvHapoM FBN1 KpaHMOCMHOCTO3, 3aaepxKa

LnpuHueHa - n apyrue YMCTBEHHOIO pa3BUTUSA

Fonbabepra

BpoxxaeHHas FBN2 «MaTble» ywmn,

KOHTpaKTypHas KOHTPaKTYpHble U3MEHEHUS

apaxHoAaKTuAus CyCTaBoB

CuHapom FBN1 Mukpo- n chepodakusi,

Berina - " 6paxuaakTunus,

MapuyesaHu ADAMTS10 | TYronoABM>XHOCTb CyCTaBOB

CuHapoMm FBN1 OTCyTCTBYIOT NPU3HAKKU

3KTOMUKN LTBP2 AunaTtaumn KoOpHsa aopTbl

Xpycranmka ADAMTSL4

FomoumcTu- CBS Tpom603bl, 3aaepxka

Hypus YMCTBEHHOIO pa3BuTUS

CeMeliHbIN TGFBR1/2, | OTcyTCcTBYIOT MapdaHonaHble

CUHOPOM ACTA2 KOCTHble MpU3HaKu,

aHeBpu3Mbl (NIOKKYNbI PaayXKu,

TopakanbHOro peTuKynsipHoe nnseao

oTAena aopThbl

(CCATOA)

CCATOA c bukyc-

NuAanbHbIM

aopTasibHbIM

KnanaHom

CCATOA MYH11

C OTKPbITbIM

apTepuasnbHbIM

NPOTOKOM

CuHapom SLC2A10 eHepanusnpoBaHHas

M3BUTOCTU VU3BUTOCTb apTepuii,

apTepui CTEHO3bl apTepui, nuuesble
ansmopodum

CuHapom COL3A1, AHeBpu3Ma apTepui

Snepca - JaHno COL1A2, cpenHero kanubpa, Taxenas

(cocyauncroro, PLOD1 cTeneHb KianaHHoW

apTpoxonatu- HeAOoCTaTOYHOCTH,

4yeckoro, npoceBeyunBaLLas Koxa,

KNHOCKONNOTU- WUCTOHYEHHble pybubl,

4YeCKOro TUrMoB) XapaKTepHble YepTbl 1ua

ONTUMU3ALLUA METOAOAOTUN
AWATHOCTUYECKOTO MNMPOLLECCA
HACAEACTBEHHOU AUCNAA3UU
COEAUHUTEABHOU TKAHU

H. A. PYBAHOBA

IduarHocTtmka HacneacTBeHHOW aucnaasnu coeanHn-
TENbHOW TKAHW B YCNOBUSAX NEPBUYHOIO 3BEHA M CTaLMO-
Hapa OOBOJIbHO C/IOXHAA M TPYOHO pellaemMas 3ajadya.
OpHo 13 ocHoBOMOMarawLWmMx COCTABNAOWMX ONTUMMK-
3aumMn AMarHoCTUYECKOro npolecca ABNSeTCs MPUHLLAN
Hay4HO 060CHOBAHHOCTW. ITOT NPUHUMIN npegnonaraeT
obpalleHne K MeguuMHe, OCHOBAHHOW Ha [oKa3aTelib-
ctBax. B ycnosusix orpaHn4eHHOro duHaHCMpoBaHUS
OCHOBHbIM KOMMOHEHTOM [AMarHOCTMYECKOrO npouecca
ABNAETCA METOA0N0rMsS ONTUMU3ALINU CUCTEMbI ANArHO-
CTMYECKOro npouecca, MCNosb3yowas KOPPEKTHbIE U pa-
LMOHaNbHble BpayebHble AeNCTBUSA, COBPEMEHHbIE anna-
paTHblE N NHPOPMALMOHHBbIE TEXHONOMMN.

KnioueBble cnoBa: gucnnasmsa CoeanHUTENbHOM TKa-
HW, OAMArHOCTWKa, ONTUMU3ALMSA METOAO0NOrnMM AnarHo-
CTMYECKOro npougecca

TPEBOry 1 MOSIBUBLLUMECS CUMMTOMbI F€MOAMHAMUNYECKN
3HA4YMMONM aopPTaNbHOM W/MNN MUTPANbLHOW perypruta-
UMK, a Takxke CHUxeHue dpakumm Bbibpoca. CtaHaapTom
Tepanuu onsi NpefoTBPaLLLEHNS OCNIOXHEHUIA CO CTOPOHbI
aopTbl Npu cnHapome MapdaHa ocTaroTcs B-6nokatopbl,
KOTOpblE OO/MKHbI HA3HA4YaTbCH BCEM MauueHTaMm C AaH-
HbIM CMHOPOMOM, BK/OYast neten, a Takke 60SbHbIM C
avameTpamu KOpHA aopTbl <40 MM, 3@ WCKIIOYEHUEM
Cny4yaeB, Korga MMelTCsa NPOoTMBONoKasaHus. [1o3mposka
B-6nokaTopoB [OSKHA TUTPOBATLCS A0 MOSIBIEHUS MPU-
3HAKOB BINSHUSA HA YACTOTY CEPAEUHbIX COKPALLEHUI Npuy
cybmMakcumasnbHo GrU3ndeckoi Harpyake.

3aknouyeHue. OnTMMmn3aums MeTogoorMm AMarHo-
CTMKWN HacnenCcTBEHHbIX HapylleHwui Guonornm passu-
TNS COEOMHUTENbHON TKaHM NO3BOMSET NPaKTU4ECKOMY
Bpayy NEPBMYHOro 3BEHA U KIMHUUUCTY Ha COBPEMEH-
HOM YpPOBHE C MCMOJIb30BAHWEM MeToAa anropuTMu-
3aumm pewartb BONpockl AnddepeHUpoBaHHON OLEeH-
KU reHeTMyecku AeTepMUHMPOBAHHbLIX CUHOPOMOB U
CXOOHbIX C HUMU HeauddepeHUVPOBAHHbBIX BAPMaHTOB
COeaVHUTENBHOTKaHHOM  aucnna3vn. CBOEBPEMEHHO
pewaTb BONPOCHI NO TaKTUKE BEAEHUS, IEHEHUIO U NPO-
dunakTMke NauMeHToB C HACNeaCTBEHHOM AMcnnasnen
COeOVHUTENBHON TKaHW.
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OPTIMIZATION

OF THE DIAGNOSTIC PROCESS
METHODOLOGY OF HEREDITARY
CONNECTIVE TISSUE DYSPLASIA
RUBANOVA N. A.

Diagnosis of hereditary connective tissue dysplasia
in the conditions of primary care unit and hospital is quite
complicated and intractable task. The most promising di-
rection of the solution of this problem is the optimization of
the methods and methodology of the diagnostic process.
One of the fundamental components of the optimization of
the diagnostic process is the principle of scientific validity.
This principle implies an appeal to medicine based on evi-
dence. In conditions of strictly limited financing of the Rus-
sian clinical practice the main component of the diagnostic
process is the methodology of optimization of the diagnos-
tic process system, using the correct and rational medical
actions, modern hardware and information technologies.

Key words: dysplasia of connective tissue, diagnos-
tics, optimization of the diagnostic process methodology
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