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PE3IOME

KonnyectBO HO30M10MMYECKNX eQuHNL, HacnedCcTBEHHOM naTofior cocTaBnsaeT, no AgaHHeiM Online Mendelian
Inheritance in Man, okono 16 000 CMHOPOMOB (1 COOTBETCTBYIOLLMX MM reHoB). [lepen HavanomM npoBeneHus
YTOYHSIOLLEN OMAarHOCTUKM HeobXoaMMO YOeanTbes, YTO 3aboneBaHne SBNSeTCS reHeTUYEeCKN ODYCNOBNEHHbIM,
YYNTbIBas Takne MPU3HaKNM, Kak CEMENHbIN M BPOXKAEHHbIN XapakTep naTtonoriv, NporpeaneHTHOE XPOHNYECKOe
TEYEHNE, MHOXKECTBEHHOCTb NaTOOMMHYECKMX M3MEHEHUI OPraHOB N CUCTEM, PE3SUCTEHTHOCTb K N3BECTHBLIM METOAAM
Tepanun. [ns ahdeKkTMBHON AMarHOCTUKN HEOOXOAMMO MPOBECTY OLIEHKY MasbIX 1 OOSbLLVX aHOMaSIN PasBUTUS,
a Takxke NMPUMEeHNTb CUHAPOManbHbI Noaxod. CUHOPOMasbHbIN MOAXOM, 3aKMKOHaETCS B UCMONb30BaHUM AN ama-
FHOCTUKI (DYHKLIMOHABHBIX 1 aHAaTOMUHYECKMX CUHOPOMOB, KOTOPbIE XapaKTepHb! ANs ONPEAeNEHHbIX HACEOCTBEH-
HbIX 3a60neBaHNin. 3TO MO3BOSSET CY3UTb KPYr HO30IOMUI A0 NMPUMEHEHMST NabopPaTOPHbIX U UHCTPYMEHTaSbHbIX
METOOOB 1CCNeaoBaHWin 1 Haubonee TO4YHO cAhoPMYIMPOBaTb NpeaBapuTenbHbIN anarHosd ana JHK-anarHoCcTuKu.
[narHocTika HacneaCTBEeHHOW MaTonorm SBASIETCS JOCTATOYHO CNOXHOW NpobnemMont BBuay TOro, YTO KO-
4eCTBO HO30MOMMYECKMX POPM BEMMKO, & OKOHYaTENbHbIM AMarHO3 ONpPenenseTcst C MOMOLLBKO AOPOrOoCTOSALLEN
OHK-nmarHocTukn. B cBsA3M C 3TUM 0CODYHO BaXXKHOCTb MPUOBPETAET NCMOMb30BaHME CUHOPOMAaNbLHOMO noaxona
B KIIMHNYECKOWN OMarHOCTUKE.
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ABSTRACT

The number of nosologic units of hereditary pathology is, according to Online Mendelian Inheritance in Man, about
16,000 syndromes (and their corresponding genes). Before starting diagnostics, it is necessary to make sure
that the disease is genetically determined, using such signs as the familial and congenital nature of the pathology,
progressive chronic course, multiplicity of pathological changes in organs and systems, resistance to known meth-
ods of therapy. For effective diagnosis, it is necessary to use the assessment of minor and major developmental
anomalies, as well as a syndromic approach. The syndromic approach is used to diagnose functional and anatomical
syndromes that accompany hereditary diseases. This allows you to narrow the range of diseases to the use of labora-
tory and instrumental research methods, and most accurately formulate a preliminary diagnosis for DNA diagnostics.
Diagnosis of hereditary pathology is a rather complex problem because the number of nosologic forms is large,
and the final diagnosis is determined using expensive DNA diagnostics. In this regard, the possibility of using a syn-
dromic approach in clinical diagnosis comes to the fore.

Key words: syndromic diagnosis, hereditary pathology, minor and major developmental anomalies

For citation: Tkachuk E.A., Seminsky |.Z. Syndromic approach in the diagnosis of hereditary diseases (lecture).
Baikal Medical Journal. 2023; 2(4): 85-94. doi: 10.57256/2949-0715-2023-2-4-85-94

JleKkumn ons CTyAEeHTOB, OPAVHATOPOB U acnpaHToB
Lectures for students, interns and postgraduates



Bankanbckuin MeguumHcKnn »xypHan, 2023, Tom 2, Ne4

Baikal Medical Journal, 2022, Vol. 2, No4

JlnarHocTUKa HAcCAeJCTBEHHOW MaTOJOrMU SIB-
JIIeTCSl OAHOM M3 CaMbIX CJOXHBIX U TPYAOEMKHUX
B MeaulIMHE. DTO CBSI3aHO C OOJBIIUM KOJUYe-
CTBOM HO30JIOTUYECKUX (POPM HACJIEJACTBEHHON Ta-
TOJIOTMU, a TaKXe€ C PEAKOCTbIO €€ pacrnpocTpaHe-
Hug. Tak, Online Mendelian Inheritance in Man
(OMIM), comepxut undopmauumo o 16 000 reHos
U CBS3aHHBIX C ATUM HACJEACTBEHHBIX CUHApPOMAX,
P 3TOM YacTOTa HACJIEJACTBEHHON MaTOJIOTUM B Ue-
JIOBEUECKO MOMyJstiuu coctasiser ot 1 1o 5 % [1].
OaHaKo BTO OOCTOSTENBCTBO HE SIBJISIETCS MPEIST-
CTBUEM [JI YCIIEIIHOW NMAarHOCTUKW HaCeACTBEH-
HbIX 3a00JIeBaHUM.

KinuHuueckue MposiBJeHUSI T€HEeTUYECKOW ma-
TOJIOTMM MOTYT BapbUpPOBaTh OT SIPKO BbIPAXKEHHBIX
10 0ECCUMIITOMHBIX, KOTOPbIE MAllMEHT Ha TMPOTS-
XKEHUU BCE XU3HMU OyaeT cuuTath HopMoii. Kim-
HUYECKUIN TOAXOJ K AUArHOCTHUKE HACJIEICTBEH-
HbIX 3a00JIeBaHWI BKJIIOYAET BBISIBJIEHUE OOJIbIINX
(BAP) u manbix (MAP) aHomanuii pa3BuTus, a Tak-
K€ OCHOBHBIX CUHAPOMOB (CHMHIPOMAJIbHBIM TOMI-
xon) [2, 3].

CuHIpPOMOM B MEIULIMHE MPUHSTO Ha3bIBaTh KOM-
TJIEKC CUMIITOMOB, OOBEIMHEHHBIX OOIIMM ITaTOre-
HETUYECKUM MEXaHU3MOM, OHAKO MpUUYMUHaA (3TUO-
JIOTUSI) MOXET OBbITh pa3nuuHoi. Kak mpumep Mox-
HO TIPUBECTU CUHAPOM TUNEpTEpMUU. ['uneprepmus
XapakTepu3yeTcs OOLIMMU KJIMHUYECKUMU TPOsIBIE-
HUSIMU (TIOBBILIEHKUE TeMIIepaTyphbl, O3HOO WJIM XKap,
roJioBHas 00Jib, HapylIeHWe CaMOYYBCTBUsI). B ocHO-
BE MOTYT JIeXaTh pa3Hble MPUYMHBL: OT UH(PEKIIMOH-
HOTO areHTa M TOKCHUYECKOro BO3JAEUCTBUSI A0 MCHU-
xoyornyeckux pakropoB. OgHaKO OOIIMII MaTOreHe3
TUIEPTEPMUU COCTOUT B CTEPEOTUIHBIX HApYLIEHU-
SIX CUCTEMbI TepMoperysuuu [4].

BoineneHne CMHAPOMOB IIPU AUATHOCTUKE 1100011
MaTOJIOTUHU SIBJISIETCS OQHOM M3 BaxKHEMIIMX Bpauyeo-
HBIX 3a7a4y U [MOMOTaeT IMpPOoaHaIM3UPOBaATh OOIILYIO
KapTuHy 3a0ojieBaHus. YacTo mpu AMAarHOCTUKE CO-
MaTUUYECKON TAaTOJOrMU ObIBAET JOCTATOYHO TOJb-
KO BBIICJIMTH CUMIITOMBI U Ha UX OCHOBAaHUU TOCTa-
BUTb JuMarHo3. B reHeTuke 6e3 BblAENEHUSI CUHAPO-
MOB 3a00JieBaHUSl MPAKTUYECKM HEBO3MOXHO IO-
CTaBUTb NPEABAPUTENIbHBIN AUArHO3, TaK KaK KOJW-
4yecTBO (hOpM HACJIEICTBEHHOW MATOJIOTUMU BEJIMKO,
U TOJbKO IYTEM BBISIBJEHUS CUHIAPOMOB MOXHO
OITpeNeNTh KOHKPETHYIO naTojoruio [4—6]. Jlnarnos
KakK OBl «<KOHCTPYUPYETCSI» U3 BBIACICHHBIX IPU AUa-
THOCTUKE CUHIPOMOB.

Hano oTMeTuTh, UTO B TEHETUKE UMEETCS 0CO00€e
OTHOIIIEHUE K CHUHApPOMaM. DOJIbIIMHCTBO Haciel-
CTBEHHBIX 00JI€3HEW Ha3bIBAIOTCS MMEHHO CHUHAPO-
Mmamu (cuHapoMm JlayHa, cuHapom Diepca — [laH-
JIO). DTO CBSI3aHO C TEM, YTO MPU OTKPHITUM AAHHBIX
3a00JIeBaHUI OHU OBLIM BOCHPUHSITHI KaK KJIMHUYE-
CKOE€ TPOSIBJIEHWE €IMHOr0 MaTOTeHETUUYECKOTO Mpo-
1iecca U B aBTOPCKOM OINMMCAHUU TMOJYUYUJIU UMSI CBO-
ero 1epBoOoTKpbIBaTess. Kaxabiil Takoil «aBTOPCKMIA
CUHAPOM» XOPOIIIO KIMHUYECKU OXapaKTepU30BaH.
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B coBpeMeHHOM MOHMMAHWUU TaKWE€ CUHAPOMBI CUM-
TAlOTCS CAMOCTOSITEIbHBIMU 3a00JI€EBAaHUSIMU, KOTOPbIE
MOXHO Pa3[IeluTh Ha OTAEJbHbIE CUHIPOMBI. Bhlne-
JIEHUE 3TUX CUHIPOMOB M Ha3bIBAETCS CUHAPOMAJb-
HOI AuarHocTukoi [2, 4, 5].

IIpu nepBuYHOM OOCIE€OOBAaHMM IAllMEHTa Bpa-
yy HEOOXOAMMO YOeOUThCsS B HACIEACTBEHHOM IIPO-
HUCXOXIEHUM 3a00J1€BaHKs, OCHOBBIBASICh Ha 3HAHUU
0COOEHHOCTE! HacJIeACTBEHHOI MaToJoruu [3]:

e CeMEeMHbIN xapaKTep 3a00J1eBaHuUsI;

* XpOHUYECKOE, MPOrpeJUEeHTHOE, PEeLUANBUPY-
jollee TeueHre 3a00JIeBaHusI;

* MHOXECTBEHHbIE MATOJOTUYECKUE W3MEHEHUS
OpPraHOB M CHUCTEM KakK IMPOSBJIEeHNE TIEHOTPOITHOTO
(MHOXECTEHHOTI'0) JEMCTBUS I'eHa;

e BPOXIEHHBIN XapakTep 3a0ojeBaHUs (OmHa-
KO H€ HaJ0 3a0blBaTh, YTO HACAEACTBEHHAs MaTOJIO-
IUsl MOXET MPOSIBUTHCS B JIOOON MOMEHT OHTOT€HEe-
32, U 3TO MOXHO OLIMOOYHO CBS3aTh C BO3AEHCTBU-
€M HeHAaCJeACTBEHHBIX (DaKTOPOB);

* «PE3UCTEHTHOCTb» K HanuboJjIee pacrpoCTpaHEH-
HBIM METOAaM Tepalluu;

* crieuM@uueckre CUMIITOMbI HacCJIeICTBEHHBIX
oonesneii (MAP u BAP).

BoineneHue 00JbIIMX U MaJIbIX aHOMAJIMI pa3Bu-
TUS SIBJISIETCSI HEOThEMJIEMOM YaCThlO KIMHUYECKOIO
noaxona B nuarHoctuke [7]. ITo xapakrepy aHoMaIuii
pPa3BUTHS MOXHO TIPEAIOJ0XUTh HE TOJIbKO HACEed-
CTBEHHBII XapakTep 3a00JieBaHMSI, HO TaKXe ouyep-
TUTb KPYT HO30JIOTUYECKMX €IMHMIL, MPU KOTOPbIX
OHU BcTpeyaroTcsd. Tak, BBIACISIOT LieJble TPYMIIbl
HAcCJIeICTBEHHbIX OOJIE3HEM, MPU KOTOPHIX €CTh Ha-
pYLLIEHUST Pa3BUTUSI OTIAEIbHBIX YacTel Tesna (Majibie
U OOJIbIIME aHOMAJIMU Pa3BUTHSI): HOCA, IJ1a3, KOHEY-
HocTeil u T. a. [3]

TepmuHbl «0osblIMEe aHOMaUU pa3BuThs» (BAP)
U «MaJible aHoMaauu pa3Butus» (MAP) umeroT B 00-
e MEIWLUMUHCKON NpakTUKe APYTUMe Ha3BaHMUS.
Tak, BAP Ha3bIBaloT rmopokaMu pa3Butusi. OHU UMe-
0T OTHEJbHYIO KiIacCU(UKaLUIO U MeXaHU3MbI (op-
MUpOBaHUSA. MOTyT BCTpeuaTbCsli MPU MOHOTEHHBbIX,
XPOMOCOMHBIX, T€HOMHBIX, MYJIbTU(MAKTOPUATbHbBIX
U apyrux 3adoneBaHusx. MAP uMeloT BTopoe ycTapeB-
11I€€ CEeroJHs Ha3BaHWE — CTUTMbI AU33MOpPUOTeHe3a.
OHM cBSI3aHBI C HapylLIeHUEM SMOPUOHAIBHOIO pa3-
BUTHS M YKa3bIBalOT HA CUCTEMY WJIM OpTaH, B KOTO-
POM TPOU3OILILIA OTKJIOHEHUS B Pa3BUTUU B IpoOLIeC-
ce aMOpuoreHe3a. JTo IMO3BOSIET ONPEACIUTh JIOKA-
JIN3ALMIO MTPEUMYILIECTBEHHOTO HapyLLIEHWs pa3BUTUSL
U MEePENTH K CUHAPOMAJIbHOM quarHoctuke [6]. B Ta-
Oauue 1 mpeacTaBieHbl Majible aHOMAJIMK Pa3BUTHSI.

ITocne Toro, Kak Bpau yoeauiIcs B HacJaeACTBEHHOM
MPOUCXOXJIEHUM NAaTOJIOTUX U AaXKe OTNPEAEIUII ITpen-
MYLIECTBEHHOE HapylLIEHUE B Pa3BUTUU, MOXHO TIPU-
CTyNnaTh HEMOCPEJACTBEHHO K BbIIEJIEHUIO CUHIPOMOB.

CHUHAPOMBI, KOTOpbIE Yallle BCEro BBIAEISIOT
B T€HETUKE, MOXHO CTPYHIIUPOBATH MO CUCTEMHOMY
(unu opraHHomy) npuHuuity. ITpumepsl TakKuxX CUH-
JIPOMOB MpUBEAEHLI B Tabaule 2.
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TABNINLUA 1
MAJIbIE AHOMAJIUN PA3BUTUS, BCTPEYAIOLLUMECS NPU HACNIEACTBEHHOW MATOJIOMUN [2]

OcobeHHocTn AHOMaBHO BbICOKWNIA (HU3KWIM) POCT; aCUMMETPUA Tena, 6paxu- 1 ONMxoMopdus, ANCrponopLmo-
TENOCNOXKEHNSA 1 POCTA  HaSTbHOE TENOCNOXKEHME, MaKPOCOMMNSA

Yepen: Gpaxuuedanvs, gonmxoledanis, rngpoledanis, Makpoledanvs, Mrukpouedanisa 1 ap.
Jlnyo: nnockoe, oBasbHOE, ANMMHHOE, aCMMETPUYHOE, CTapYECKOE, MPOTECKHOE 1 AP.

J106: BbICTYNAOLLMIA, BbICOKMIA, MOKATbIN, LUMPOKWNA, Y3KMIA, CKOLLEHHbIN 1 Ap.

YiHblEe pakoBUHbI: 60SbLUVE NN MaNeHbKNE, Ae(hOPMUPOBaHHbIE, MMMOMIACTUYHbIE, BbICTyMNa-
tOLLINE, HN3KO 1IN BbICOKO PaCMOIOKEHHbIE, POTUPOBaHHbIE K3aay; C HEOOPAa3BUTUEM XPSLLEN; C
aHOMaMSMN 3aBUTKaA, MPOTVBO3aBUTKa, KO3eSIKa; C MPUPOCLLMMY MOYKaMM, aHOMaIMsaMy pasme-
POB MOYKM, Hace4YKkamu Ha MoYKax, npeaypriKynsapHbIMA BbIPOCTaMU 1 Ap.

O6nacTb rnas, Bek, 6poBei: rvnep- 1 rnoTenoprnamM; MOHIONoMaHAsA U aHTVUMOHIOIoNaHas Ha-
MpaBAEHHOCTb MMasHbIX Lenen; ak3odTanbM, aHoMTanbM, MUKpodTaibM, MakpodTaibM; SMMKaHT;
rony6ble CKIepbl; FreTepoXpPOMUS pady>KHbIX 0060104eK, Konoboma, AedeKT pagsy>kku 1 ap.

Hoc: maneHbKkuin (6onbLLoN), KOPOTKM (OMNHHBIN), LUNPOKUI (Y3KIIA), CeaoBUAHBIN, MAOCKIN,
B3AEPHYTHINA, MPYLUEBUOHBIN; C PA3ABOEHHBIM KOHYMKOM, BbIBEPHYTHIMI HO3APAMMN, FMNonaasmnen
KPbIbEB 1 ApP.

[y6bl, NONOCTb pTa, 3ybbl, A3bIK, HE6O: MVKPO- I MAKPOCTOMUSI; POT OTKPbIThIN, BRabI; ryobl
TOHKME (TONCTbIE); ryba OTBUCHas, BbIBEPHYTAst, MOHasA, MPUNOAHATas, U30rHyTas, B3AEPHYTaS;
HEBO Y3KOE, LLMPOKOE, BbICOKOE, apKOBUAHOE, KOPOTKOE; ONUIO- 1 TUMOAEHTUS, MPEXAEBPEMEH-
Hoe Mpope3biBaHve 3y60B, 3afepKa B MPOpe3sbiBaHMM 3yO0B, BbICTyMNatoLLMe Pe3Libl, MaKpOAEH-
TUS, MUKPOOEHTUS, afeHTUs!, «Pblounii 3y0» (KIbIK MOXOXK Ha Pe3eLl), avacTtema, AMcnnasvs aManm,
MaKpO- 1 MUKPOMIOCCUSE U Ap.

BepxHsA 1 HKHAS YENCTN: MUKPOrHaTUS, PETPOrHaTUS, MUKPOIEHNS!, MPOrHaTUS, OTKPbITbIN
NPUKYC, MyB0oKMA MPUKYC, LUMPOKNIA anbBEONSIPHBIM OTPOCTOK 1 ApP.

Cturmbl nnua
1 MO3IOBOrO Yepena

Ounddy3sHble MBMEHEHNS: CyXOCTb, KOXXa M0THasA, rMnep- UK rnoanacTnyHas v ap.
OuaroBble UBMEHEHUS: Y4aCTKM rMnonnasum (atpodun), rmnepkepaTos, aHoMasbHble pyoLbl,
BLABNEHUA U OP.

HapyLwieHna nurmeHTaumm KoXxm (guexpomun): anddysHoe (o4aroBoe) yMeHbLLIEHNE (YCUNEHNE)
nUrMeHTaLnmW, NATHa UBeTa Kode C MOMIOKOM, MATHA AeMUIrMEHTUPOBaHHbBIE, BUTWUAMIO, NEHTUMO

CTUrMbI KOXU, nop.

66 NpuaaTKoB CocyamncTble U3MeHeHUs KOXXU: TeNeaHraKTaauin, reMaHrmombl 1 ap.

N NOOKOXHOW KneT4aTk  OnyxoneBupaHble 06pa3oBaHus: 60pPOAaBKW, KCaHTOMbI, HEMPOMUBPOMbI, MOAKOXKHbIE Y3ESIKM
nop.

Bonocbl: ToHKMe, rpy6b|e, TNIOMKME, Kyp4aBble, rMnep- 1 rmnoTpmxos, anoneuns (TotabHas,
o4aroBasi), BbICOKas UK HN3Kas IMHUS pocTa BOMOC Ha n6y, H13KasA nMHWA POCTa BOOC Ha Lee,
o4aroBast (MONMO3) U ToTallbHast AenurMeHTaums BOOC U ap.

HorTtu: ToHKne, runonnactuyHble, BbiNyKIble, 60p03}JHaTble, YTONWEHHbIE, BPOCLUWE 1 Ap.

Les: pnvHHas (kopoTkasi), C LUMPOKMM OCHOBaHVIEM, LLENHBIN MTEPUIMYM, KPUBOLLES CriacTude-
cKasa 1 ap.

Mneun: y3skune, nokarble 1 gp.

IpypHas knetka: y3kas (LUMpokKasl), KopoTkas (4nvHHas!), 6o4koobpasHas, LUMTOBMOHAS, BOPOHKO-
obpasHas, kunesugHas, akcuhonans 1M MUKPOKCUGouays (OTCYTCTBUE UAN MalleHbKUIA Mede-
BUAHBIA OTPOCTOK), aCUMMETPUS FPYAHON KNETKU.

Peb6pa: KopoTkve, aHomanuu Yvicna, opMbl 1 4p.

MonouHble Xxenesbl: rMnepTenopuaM COCKOB, aTtens, MHOXXECTBEHHbIE COCKM (MONUTENNS), [O-
6aBOYHbIE COCKY (DyAVMEHTAPHbIE).

CTUrMbl LLew,
Me4eBoro rnosca,
rRYOHOWM KNETKM,
MO3BOHOYHMKa

[onnxocTteHomenus, Bpaxu- 1 goamxomenus, dokomenus, cumntom Tpedydua (I, 1l IV nanbupl
CTUrMbl KOHEYHOCTEN MMEIOT OAMHAKOBYIO OJIMHY), CaHaaneBnaHas Lwenb Mexxkay | v Il nansuammn ctonbl, 6paxmaakTnang,
apaxHOOaKTUMS 1 Op.
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TABNNLUA 2
rPYMMbl CUHAPOMOB, BCTPEYAIOLLIMXCA MPU HACNTEQCTBEHHOW NATONIOMN

X-cuenneHHas agpeHonenkogncTpodus
Ha MO3OHNX 3Tanax pPa3BuTs

CvHOPOM HapyLLIEHVS peYn

CuHopom [ayHa, criHanbHO-MblLLeYHas!

MbiLLeYHas rMAOTOHNS
aTpodus, mmoamcTpodna [ioweHHa

Hesponorndeckre CynopoXKHbIi CUHAPOM BonesHb Test — Cakca
HapyLueHne cHa daTanbHas cemerHasi 6eCCOoHHMLLA
CVHOpOM Kpamni BonesHb ®abpu
CVHOPOM VHTENNEKTYabHBIX HAPYLLIEHWIA CuHapom lypnepa
AyCTUHECKUI CUHOPOM CuHppom MapTtuHa — Benn
[MNevxmnatpuyeckre
HapyLueHne namsamm BonesHb Anblrenvepa
3ageprkka NCUXMHECKOTO PasBUTAS CuHgpom KaHHepa
[enaTtomeranng [MKoreHosb!
CuvHapom uutonmnsa TuposuHemns 1-ro Tmna
XKentyxa CuHgpom YKnnebepa
[Ne4éHoYHbIe
CuHapom xonectasa CuHapom Anaxkmns

MeseHx1ManbHO-BOCNanUTENbHBIA CUHOPOM HeankoronsHas »xvposas 60ne3Hb NeyeHN

CVHAOPOM MEYEHOYHO-KITIETOHHOM

[anakTosemus

HeOoCTaTOYHOCTU

HapyLueHve pa3suTre rnas CvHaopom KpysoHa
[MasHble

CHWKeHNEe 3peHnst BonesHb LUTaprapara
OpraH cnyxa HapyLuenns cnyxa CwuHpgpom Yilepa

CuHppom pabaomronmaa BonesHb Nomne

CuHAPOM CKeNeTHOW amMcnnasmm CuHppom XaHTepa

CKeneTHble 1 MblLLEYHbIe
CuHApoM coeanHUTEeNbHOTKaHHOW avcrnasnm  CuHapom MapdhaHa

MwnogucTpodhun MwnoagucTpouns LioleHa
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CeppoeyHo-cocyamcTble

[oveyHble

CUHIOPOM apTepranibHOM MnepTeH3nm

CVHOPOM XPOHUYECKOW CepaeYHoN
HeLoCTaTO4YHOCTH

CI/IH}J,pOM KaHanonatumm

CUHIPOM HapyLUeHVIst puTMa

MoyeBoW CMHOPOM

HedpuTrdecknin cuHapom

HedpoTryecknin crHapom

TyBynonHTepcTULManbHbI CUHAPOM
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TABJINUA 2 (npogosnxeHue)

CwuHgpom Jlvpana

HacnencteeHHble kapayomonaTn

CwuHgpowm Bpyraga

CemeltHas hrnbpunnauma npencepamn,
cnHapom [aHoH

CuHppom daHkoHa

CwuHgpom AnbnopTa

[Mypnypa LLeHnenHa — l'eHoxa

[NoYeyHbI HecaxapHblii AnabeT

IMMyHOOrnmyeckne

VIHhEeKUMOHHBI CUHOPOM

ANNEPrnNEcKNin CUHOPOM

AYTOUMMYHHbIA CUHADOM

[NepBUYHbIA MMyHOOEPULAT

BTopuyHbIn iMmyHogeduumT

IMMyHOMponMdepaT1BHbIA CUHAPOM

TsHKENbIN KOMOVHNPOBAHHbBIN
NMMyHOOEPULAT

CuHppom CTrBeHca — [KoHCoHa

CucTemMHas KpacHas BoTHaHKa

CwuHgpom On hxopoxun

CuHpgpom HYeagmaka — Xuracu

BonesHb XomkknHa
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Kak BumHO M3 Tabauubl 2, KakKIOMY OPTaHHO-
MYy (WJIM CUCTEMHOMY) HapYILIEHUIO COOTBETCTBYIOT
onpeaes€HHble CUHAPOMbBI, KOTOPbIE MOXHO pa3-
JIeJIUTh Ha aHAaTOMUYeCKuMe W (PYHKIIMOHAJIbHBIE.
BoabMHCTBO NMPUBENEHHBIX CUHAPOMOB (DYHKIIM-
OHaJIbHbIE, T. €. XapaKTepU3YIOT HapylIeHUs1 pU3n-
OJIOTMM, Y UX AMATHOCTUKA OCYLIECTBISETCS 10 U3-
BECTHBIM B T€panuu 1 NeauaTpuu nokaszaresisim. JIu-
arHOCTMKA COMaTWYECKOW MaToJIOrMu, Kak MpaBu-
JIO, 3aKaHYMBAETCS I1OCJIE BbISIBJEHUS KOMILIEKCA
cuHapoMoB. OMHAKO IJIsI HACJIEeACTBEHHOM MMaToJIO-

T'MU HEoOXOAMMO KaK MOXHO TOYHEE OMNpeae/uThb
nuddepeHInaIbHO-I1MaTHOCTUYECKUM psill, TaK KaK
JHK-auarHoctuka — HOCTaTOYHO IOPOrOM METO/I,
HO OHa SIBJISIETCS 30JI0ThIM CTaHJApPTOM B IMAarHOCTU-
K€ HacJeJCTBeHHO naTtojoruu. [Tostomy mis mo-
CTAaHOBKM JMarHo3a B reHETUKE MCHOJb3YIOTCS J10-
MOJIHUTEIbHbIE (DEHOTUNTMUYECKUE XapaKTEPUCTUKMU,
koTtopbie sBisgoTcs MAP n1u6o BAP, a takxke mMo-
IYT pacl€HUBATLCS KaK aHATOMUYECKUE CUHIPOMBI
[8]. TakuM cuHApPOMAaM MOCBIIIEH Wb PO pa-
60T (Tabi. 3).

TABNNLUA 3

®EHOTUNMNYECKUE XAPAKTEPUCTUKN (AHATOMUYECKUE CUHOPOMDbI) NMPU HACJIEACTBEHHbIX
3ABOJIEBAHUAX (HA NPUMEPE JIMLIA 1 MO3IrOBOIO YEPENA)

MoaroBasi 4acTb 4Yepena

Mmopouehanvs

MvikpoLehanms

Makpouetanus

KpaHrnocmnHocTo3

[NOCKMIA MW BbICTyMNAOLLIAIA 3aTbITOK

[No3aHee 3aKpblTve POAHMHKOB, LUNPOKNE POAHNYKM

BbICOKMI, LUMPOKWIA UK BbINYKbIA 1106

MpoTVBOHAMNPAaBEHHbI POCT BOIOC HAMO NTOOM

QuaroBas annasuns Koxu

AHemns PaHKOHM
HelipodrnbpomaTos
CwuHppowm [Naray

CuHpgpom Bryma
CuHppom KokkenHa
CuHpopom Cekkens

AxoHOponnaauns
CwuHppowm lypnep
CknepocTeos

CuvHOpoM Anaxxmnns
CuHgpom GAPO
CuHopoM KpyaoHa

CuHopom Anepa
CuHapom KapneHtepa
CuHppom Sapapaca

CuHopom [dayHa
CuHOpoM PybuHLLTenHa — Teinbu
CuHpopom Llenbserepa

CwuHppom JlapceHa
CuHgpom Mapuanna — Cmuta
CuHppom Xannepmana — LLiTpandda

CwvHapom VloxaHcoH — Bnnsapa
CwuHgpom Mpanepa — Bunnm
CwuHgpom Onnua — Kaempkma

CuHopom Agamca Onveepa
CuvHOpom neneuyn 4p
CuHgpowm lMNatay

Nuuesast yacTb

[nockoe amuo

Kpyrnoe nuuo

LLInpokoe n1uo
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Huncnnaans Knucta
BonesHb Jlepya
CuHppom CmuT — MareHuc

CwuHpgpom bapae — buona
CuHppoM lMpagepa — Bunnn
CuHgpom Llenbserepa

CuHapom KapneHtepa
CuHapowm Mpapepa — Bunnu
LlepebpanbHbiii rMraHTiaM
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TpeyronbHoe N1LIo

MackooBpasHoe Lo

[pybble 4epTbl LA

TABJINUA 3 (npogoaxeHune)

CuHpapoMm Paccena — Cunbeepa
CuHapoMm TépHepa
CuHapoM Tpudepa KonnmHaa

[ncTanbHbIi apTporpunog Tuna 5
CuHopoM MappaeHa — Yokepa
CuHapom PpumeHa — LLlengoHa

CuHapoM BépbecoHa — dopcmana — JlemaHa
CwuHppom lypnep
CuHgpom KodduHa — Jloypn

[MnoTenopunam

[vnepTenopnam

KopoTkue rnasHble LLenn

AHTUMOHIONOUAHBIA pa3pes rnas

CrnaxkeHHble HanbpoBHbIE Oyr

MaccrBHble HaAOPOBHbIE Oy

Bonbluve magsa, ak3odTansm

Mpunyxnble BeKn

CpocLurecst bposu

BeepoobpasHoe pacLumpeHme BHYTPEHHEMO Kpast
6posen

[1T03 nnn nedapodrmos

AHOManMm cnE3ooTBOAALLMX NyTEN

Kocornasue

Huctarm

Ma3Hn4Has obnacTtb

CuHapom Bunbsimca
[Ma3o-3y60-nanblLieBon cuHapomM KodduHa — Cupnc

CuHgpom Anepa

CuHpgpom lopnmHa — lonbua
CuHgpom Ou hxopoku
CuHgpom Bunssamca
CuHapowm [ybosuLia
CuHgpom Onuua — KaBemykina

CuHppom Bannepa — l'eponbaa
CuHapom KocTtenno
CuHapom MapdhaHa

CuHapoM KapneHTtepa
CuHgpom Mapluanna — Cmuta
CuHapoMm LLvHuUens — MaovoHa

CuHppom Jlemana
MeTathnzapHasa xoHapoancniasns JHceHa
dpoHTOMETaDM3apHas aMcnnasms

CuHgpom AHTIM — Brukcnepa
CwuHpgpoM JlaHre
[uncnnaansa Khucta

CuvHgpom Bunbamca
BpoxXOEHHbI MEPBUYHBIA TMNOTUPEO3
CuHgpom GAPO

CuHppom Bpaxmana — ge JlaHre
CuHppom BapaeHbypra
CwuHppom lopnmHa — lonbLa

CwuHgpom BapaeHbypra
CuvHapom Buneamca
CuHgpom aynnvkauym 10qg

CuvHapoM aynnvkauumn 15q
CuHppomM Kunnnana — Tewnep — Hukons
CuHppoM KoddmHa — Cupuc

AHMMIPOTVYECKast aKToAepMaUTbHas Aycrnasms
CuHapoMm MoxaHcoH — Bnnzapa (durcTyna cnéaooTeoasLimx nyTen)
CuHpapoM KodhdumHa — Cupuc

CvHOPOM arnoccum-agakTUanm
CuHppoM BaHHasHa — Painnu — PyBanbkabbl
CuHapoM BunpoepBaHka

CwuHppom bapae — buans
Cungpom [ayHa
Cwungpom MosaTta — YWUncoH

B nipoliecce uccienoBaHus nauyeHTa Bpay-reHeTUK — 30JI0rMYecKuX (PopM, KOTOPbIE B IaIbHEMIIIEM aHATU3U-
MoJTy4aeT UHMOOPMALIMIO 00 MMEIOLIMXCS CUHAPOMAX, 10~ PYIOTCS ¢ IOMOLBIO JJAOOPAaTOPHBIX M MUHCTPYMEHTAJIb-
3BOJISIIOLLMX CY3UThb MOUCK IO HECKOJBKUX JIECSITKOB HO-  HbIX METOJIOB M C YYETOM TUIIOB HacjieaoBaHus (puc. 1).
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OueHka Hanm4msa 3aCTUrMOBaHHOCTHU

(MAP n BAP) n npusHakos, HET
CBOWCTBEHHbIX A1 HACNEACTBEHHOW ||  Pelenve: nauvent
naTonoruu He nMmeeT HacrneacTtBeHHoOU

(16000 Ho3onornyecknx oopm) natoriormu

|

OA
Pewexue: nauveHTt
MMEEeT HaCreACTBEHHYO NaTonoruo

|

BbisiBrieHne opraHHbIX HapyLLUeHUN
N CUCTEMHbIX CUHOPOMOB
(1000—2000 3aboneBaHum)

BoisiBneHne
deHOTUNNYECKNX
cvHgpomoB (MAP)

(100-200 3aboneBaHui)

Onpenenexne
TUMNa HacneaoBaHus
(10—20 3aboneBaHwuin)

\

J'Ia60paTopr|e N MHCTPYMEHTAallbHble MEeTOAbl ANArHOCTUKU

|

OHK-gnarHocTtuka
(1 3aboneBaHue)

|

[varHo3s noaTeepxaéH

[OwnarHos He noaTBepauncsa  (K——

PUC. 1. Anroputm cuHApoOMasibHO auarHOCTUKM HaC1e4CTBEHHOM nNaTo0rum
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3AKITIOYEHUE

CJ102XXHOCTb TTOCTAHOBKM JMarHo3a HacJeICTBEH-
HOM MaTOJIOTUHY 3aKJI0YaeTcs, MPexe BCEro, B 00Jb-
1IOM KOJIMYECTBE HO30JIoTMYeckux (opm 3aboseBa-
HUM IpY HU3KOM 4acTOTe UX BCTpeyaeMOoCTU TOYHOCTh
MpeIBapuTEIbHON IMarHOCTUKU ITO3BOJISIET CHU3UTD
9KOHOMMYECKHE 3aTpaThl MPU MPOBEAEHUU YTOUHSI-
oweit JHK-guarnoctuku. B ¢BsI3u ¢ 3TUM CUHAPO-
MaJIbHBIM TOAXOM SIBJISIETCS BaXKHBIM MHCTPYMEHTOM
B BBISIBJIEHUM HACJIEICTBEHHOW MaTOJIOTUU.
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