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BBEJAEHUE

VYcnexu B pacmin@poBKe reHOMa YeloBeKa, JOCTHKEHUS B 00JIaCTU IUAarHOCTUKHU, JICUCHUS
U TpoQHUIAKTUKH HACIEJACTBEHHONH MATOJOTUH CHOCOOCTBOBAIM «TCHETH3AIUM» MEIUITMHBI
(Collins,1999) u mupoxKoMy BHEIAPEHUIO B MPAKTHKY 3PaBOOXPAHCHHS TAKUX BHI0OB MEIHIIMHCKOM
MOMOIIM, KaK MEJIUKO-TEHETUYECKOE  KOHCYJIbTHPOBAHME, IMpEHaTalbHas JUArHOCTHKA,
MEePUKOHIICTIIMOHHAS PO UIIAKTUKA U TPEBEHTUBHASI TEPAIIHsl.

OrpoMHoe konnuecTBO - nopsiaka 10500 HaciemyemMbIX TPU3HAKOB U CHHIPOMOB YeJIOBEKa
o maHHbM KaTtamora B.Mak-Kerocuka (V.A.McKusick. Mendelian inheritance in man. Catalogs of
autosomal dominant, autosomal recesive and X-linked phenotypes, 2000), pasaooGpasue
KIIMHUYECKOW KapTHHBI MU OTHOCUTEIILHO HHU3Kas 4acTOTa OTACIBHBIX HO30JOTHYECKHX (opM B
MOMYJISIIIUKM, OPraHU3allMOHHBbIE W TEXHUYECKHE CIIOKHOCTH MOATBEpXKAAroleld 1abopaTopHOi
JMArHOCTUKH, HEJIOCTATOUYHBIA YPOBEHb I'€HETUUYECKUX 3HAHUM U JIMYHOTO ONBITA Bpadeu, IenaroT
HACJIEICTBEHHbIE OOJIE3HU M CHUHAPOMBI TPYIAHO IHUArHOCTUPYEeMbIMU. Mexay TeM, OOJIbIIMHCTBO
HACJICJICTBEHHBIX CHHJIPOMOB JHUAarHOCTUPYETCS HA OCHOBAaHWU XapaKTEPHOH (PEHOTUIHYECKON
KapTUHBI U KJIMHUYECKON CUMITOMATUKHU, B CBSI3U C Y€M, 3HAHHE MHUHUMAJIbHBIX TUArHOCTUYECKUX
MIPU3HAKOB 3a00JI€BaHUS MPUOOPETAECT NEPBOCTEIICHHOE 3HAUCHHE BO BPAue€OHOM MPaKTHKE.

Jlns Bpauelt Bcex crenuanbHOCTEH CHHIPOMOIOTUYECKUI MOAXO0/ K JUArHOCTHKE O3HAYaeT
I[eJICHANPABICHHOE W OOOCHOBaHHOE OOCIIeZOBaHUE OOJBHOTO IO TeM CHCTEMaM U OpraHam,
KOTOpBIE€ BOBJIEKAIOTCS B MATOIOTUYECKUII poliece Mpy JaHHOM 3a00JIeBaHUU.

JlaHHbIe y4eOHO-METOIMYCCKHE PEKOMEH/IAIINHY TTOCBSIIECHBI 0CO0EHHOCTSM MPOSIBJICHUS U
NPUHIUIAM CHHAPOMOJIOTHYECKOIl TMATHOCTUKH HAC/eICTBEHHBIX 00J1e3Heil U CHHIPOMOB,
3HAaHUE KOTOPBIX TMO3BOJIUT BPAYY-KIMHUIUMCTY OTIUYUTh HACJICACTBEHHYIO NATOJIOTHIO OT
HEHACJICJICTBEHHOW, MPENOJIOKUTh M YCTAHOBUTH JUArHo3 HACJIEJCTBEHHOro 3a0o0JieBaHuUs,
CBOEBPEMEHHO HANPaBHUTh 00JIbHOTO B cniermanusupoBanHoe JIITY, roe emy Oyner mpenocrapieHa
KBIM(ULIIUPOBAHHAS MEIMKO-T€HETHYECKAast TIOMOIIIb.

Jnst Bpauel-reHeTMKOB YTOYHEHHBIH JHAarHo3 HaCJEACTBEHHOTO 3a00JIEBaHUSI WMEET
OTPOMHOE 3HAYE€HHE, TaK KaK IO03BOJISIET HE TOJIBKO MOAOUpaTh aJeKBaTHBIE CXEMbI JICUCHUS,
MPABWJIBHO OIIGHWBATh TPOTHO3 JUISl JKU3HH, WHTEIUICKTa, MPO(PECCHOHAIBHON OpHCHTAUUA |
COLIMAJILHOW ajanTaluud OOJILHOTO, PACCUUTHIBATH PUCK JIJISI €r0 MOTOMCTBA, HO M TMPOBOJUTH
TCHETUYECKOEC KOHCYJIIBTUPOBAHHUE POJICTBEHHUKOB C IEJIBIO MPOQIIAKTHKU TTOBTOPHBIX CIy4acB
MaTOJIOTUU B CEMBE.



CEMHUOTHUKA B MEJUIIUMHE U TEHETUKE

CeMuoTHKa — yYCHHE O IPU3HAKAX, B IEPBYIO OYEpE/Ib O MPU3HAKaX OOJIE3HU, B MEHUIIMHE.

CeMHOTHKa SIBISICTCS Pa3[eioM NPAKTHYECKOH MEIUIMHBI, W3YYAOIIUM IPH TTOMOIIN
METOIOB BPauyeOHOT0 HCCIICJOBAHUSI CHMIITOMBI 3a00JIEBaHUI, WX JTMArHOCTUYECKOE 3HAUYCHHE,
MEXaHW3Mbl BO3HUKHOBEHUS, a TaKXKe OMpeelieHHOe WX couetaHue. CeMHOTHKA JEIUTCS Ha
oOmyro U vactHyto. OOImas CeMHOTHKA BKIIOYAET OMHMCAaHUE M KIACCU(PHUKAIMIO CHMIITOMOB,
METO/IbI VX BBISIBIICHUS M MEXaHU3Mbl BOSHUKHOBEHUS C TOUKH 3PCHUS 3aKOHOMEPHOCTEH Pa3BUTHUS
MATOJIOTMYECKOTO MpoIiecca, HalpuMep, BOCIIaJICHHs, TUCTpoduu, nerenepanuu u 1.1. C no3unui
o0IIell CeMUOTUKH CUMITTOMBI Pa3JIeIISIOTCS Ha IATOJIOTHYECKHE U KOMIIEHCATOPHBIE, OTPAKAIOIIUE
opranuyeckue (CTPYKTypHbIe) U (PYHKIIMOHAIBHBIE M3MEHEHUsl CyOCTpara, MaTOTHOMOHWUYHBIE U
o0Ipe 10 JAMAarHOCTHYECKONW 3HAYMMOCTH, PAaHHHWE W TMIO3JHHME 110 BpPEMEHH TIOSBJICHUS,
MIPOTHOCTUYECKU OJarompusTHBIC, HEOIAronpusTHHIC, yrpoXkKaromme U T.J. YacTHas CEeMHOTHKA
ONMCBHIBACT MPH3HAKK W CUMITOMBI OTACIBHBIX 3a0oseBaHuil. KimHWYeckuid Kypc Jr000M
MEIUIIMHCKOW TUCIUILTNHBI HAYMHACTCS C M3YUCHUSI YACTHOM CEMUOTHKH.

CeMHOTHKA HACIIEJICTBEHHON MATOJIOTUH M3Y4YaeT NMPU3HAKH (CHMIITOMBI) HACIICACTBEHHBIX
Oorne3Hell, CHHAPOMOB U  MATOJIOTHYECKUX COCTOSHUW, BBI3BAaHHBIX  B3aUMOJICHCTBUEM
TCHETHUYCCKUX U CPEIOBBIX (PaKTOPOB.

CeMHOTHKa HACIEACTBCHHOHW TATOJIOTHHM  OTJIMYACTCS OOJBIIMM  Pa3HOOOpa3HeM,
JMAarHOCTHYECKOW 3HAYUMOCTBIO HE TOJBKO SIPKO BBIPAYKCHHBIX MMATOJOTHYECKUX CUMIITOMOB, HO U
TaK Ha3bIBACMBIX MAaJbIX AQHOMAIMKA pa3BUTUA W 4YepT au3dMOpuoreHesa. l[lpum omwmcanun
KIIMHUYECKOW KapTHHBI HACJICJCTBCHHOTO 3a00JICBAaHMS YYHUTHIBAKOTCS HE TOJIBKO CHMIITOMBI,
HapyIIAOIIHAe CTPYKTYPY ¥ (QYHKIIUU OTICIIBHBIX OPraHOB, CHCTEM H/WJIM BCETO OpPraHu3Ma, HO H
«OeCCUMITOMHBIC)» MPOSIBICHHS 0OJIE3HU - MUKPOIIPU3HAKK Y HOPMAaJIbHBIC BApUAHTHI (PCHOTHIIA.
Kpome Toro, BakHOE JUArHOCTHYECKOE 3HAUCHUE MMEIOT OIPE/ICICHHBIE COYCTAaHUSI CHUMIITOMOB,
BpeMs, MECTO U IIOCJICJOBATEIIbHOCTh WX BO3HUKHOBCHHS, OCOOCHHOCTH TIPOSIBICHUS Y
POJICTBEHHUKOB Pa3HOU CTETICHH POJICTBA.

[TpaBUIBHOCTH MMOCTAHOBKH JMArHO3a HACJICICTBCHHOTO 3a00JICBAaHMS HEPEIKO 3aBUCHT HE
TOJIBKO OT 3HAHHS BPadyoM CEMHOTHKHU HACIEIACTBEHHBIX OOJIE3HEW, HO W OT YpPOBHS €ro OOmIei
BpaucOHOM TOATrOTOBKH, HAaBBIKOB OCMOTpa W (DU3UKAIBHOTO OOCIEIOBaHMS MAlMEHTa, YMCHUU
OIICHUBATH PE3YJIbTATHI KIMHUYCCKUX U MMAPAKIMHIUYCCKUX HUCCIICIOBAHMM, BIAJICHUS CIICIIUATBHON
«TE€HETHYECKON» TEPMHUHOIOTHEH.

[TpuMEHHUTETHFHO K OTICIBHBIM HO30JIOTHYECKUM CIWHHUIIAM HACJCJICTBCHHOHN IaTOJIOTHU
MPUMEHUMBI KaK TEPMHUH «CHHAPOMY», TaK U TEPMUH «OOJIE3HbY, MPUYEM B CMBICIIOBOM 3HAUEHUU
9TU TEPMUHBI PaBHO3HAYHBI. {7151 HEKOTOPHIX HO30JIOTHYECKUX (hOPM YIOTPEOIAIOTCS 002 TepMUHA
(manpumep, curapom Jlayna, 6one3ns JlayHa), B OTHOILIEHUH OPYTUX - KaK MPaBUIIO, OJAMH U3 HHUX
(cunapom Ilepemesckoro-Tepuepa, Oone3ns PexnuHraysena).

VcKTIOYNTEeNbHO BaKHBIM JJI Bpaua SIBISIETCS TaKKe 3HAHHE OCOOCHHOCTEH MpOSBIIECHUS
HaCJIEJICTBEHHBIX 0O0JIe3HEH.



1. OCOBEHHOCTH MPOSIBJIEHUS HACJEACTBEHHOM MATOJIOT UM

[Tpexxne yem o0OcyxJaTh OCOOEHHOCTU MPOSBICHUS HACIEICTBEHHOW MAaTOJOTHH, CIEIyeT
YTOUYHHUTH IIOHATHS BPOXKACHHOM, CEMEHMHON U HACJIEACTBEHHOU IMaTOJIOTUU.

[lon TepMUHOM «BpOKIEHHAs» TMATOJOrHs Hauboyiee YacTO TMOHHUMAIOT BCE BUbBI
MATOJIOTUH, KOTOPhIE BO3HHMKAIOT B XOJI€¢ BHYTPUYTPOOHOIO pPa3BUTHUS UEIIOBEKAa U UMEIOT MECTO
IIpU POKJICHUM WM MPOSBISIOTCA Bckope mocie Hero. [Ipu 3ToM BpoxKaeHHbIE O0JE3HU MOTYT
OBITh KaK PUOOPETEHHBIMH, T.€. CBSI3aHHBIMH C JCHCTBMEM BHEIIHUX M BHYTPEHHHX (DaKTOpOB,
HapYLIAIOIIKUX XO0J MOPHOHATIBHOIO PAa3BUTHS, TaK M HACIEICTBEHHBIMU. BpoxaeHHble 0oe3HU
MOT'YT UMETh CIy4alHbIN (CIIOpaANYEeCKUil) UIHM CEMEHHBIN XapaKTep.

Cemeiinple 601€3HM — BCE BU/IBI NTATOJIOTHH, MPOSBIISIOMINECS Y HECKOIBKUX YWIEHOB OJTHOM
ceMbU (32 HMCKIIFOYCHHEM CIIy4aeB OCTPBIX HH(EKIIMOHHBIX 3a0oiyieBaHmii). CemeiiHbie Ooie3HU
MOTYT UMETh HACJICJCTBEHHYIO WJIM HEHACJIEJCTBEHHYIO IPHUPONY, OBITh BPOXKICHHBIMU WU
MIPUOOPETEHHBIMH.

HacnencTBeHHbIMM  SIBJISIFOTCSL BCE IATOJIOTMYECKUE COCTOSIHMSL M OOJIE3HM YEJIOBEKa,
KOTOpble OOYCIIOBJIEHBI HApyIIEHUSIMH B €ro TeHETUYeCKOM mporpamMMe (T€HHBIMH U
XpPOMOCOMHBIMU MYTAlUSIMHM), HE3aBUCHMO OT TOTO, IPOSIBJISIOTCS OHU IPU POXKICHUM WU B
MIPOLIECCE JKU3HH, BCTPEUAIOTCS Y OT/AEIbHBIX YJICHOB CEMbU WJIM HECKOJIBKUX POJCTBEHHUKOB.

B ocHOBe o0cOOCHHOCTEW KIMHMYECKOW KapTUHBI HACIEICTBEHHOH ITaTOJNOTHH JIEKAT
TCeHETUYECKUE 3aKOHOMEPHOCTH JEHCTBUS W B3aUMOJICHCTBUS TEHOB, 3aKOHOMEPHOCTH HX
peajin3alyy B ONPECIIEHHBIX YCIOBUSAX BHEIIHEH 110 OTHOILIEHUIO K T€HY CPEJIbL.

K gncny ocobenHoCTel HACIEACTBEHHON MATOMOTUU OTHOCATCS: BPOXKICHHBIM M CEMEIHBIN
XapakTep, XPOHMUYECKOE, MPOTPEAMEHTHOE, PEUUAUBHUPYIOIIEE TEUEHUE, IOJUCUCTEMHOCTh U
MHOKECTBEHHOCTh MOPaKEHUs, CHEHU(PUUIECKU XapakTep W BO3pacTo3aBUCHUMAas MaHH(eECTalus
MATOJIOTMYECKUX TPOSIBICHUH, OTCYTCTBHE 3((EKTUBHBIX CIIOCOOOB TEpamuu, MPUYPOYEHHOCTH
psifa MaToJIOTUYECKUX COCTOSHUN K OMPE/IeIEHHBIM STHUYECKUM IpyIaM HaceIeHHs.

1. BpoxkneHnnsblii xapakrep 3a0oJieBannsi. K MOMEHTY pOXXICHHS KaKIbIH OpraHU3M
o0aiaeT MHINBUAYAITBHBIM HA0OPOM HOPMAIBHBIX M MATOJOTUYECKUX I'€HOB (aJuieliei), KOTopbIe,
peanu3ysich B OIPEICICHHBIX YCIOBHSX Cpellbl, OOYCIABJIMBAIOT COCTOSIHHE 3JI0pPOBbS WU
HACJICJICTBEHHOW TATOJOTUU. V3MEHEHUsS TEeHEeTHYEeCKOW WH(POpPMAIUHU, COCTaBISIONIUE OCHOBY
HACJIEJICTBEHHBIX OOJNie3HEeH, MOTYT OBITh YHACJIEJOBaHBI OT pOJUTENeH, JTMOO0 BO3HUKAIOT B
TCHETUYECKOM armapare TMOJOBBIX KIETOK POJUTENICH, B 3UTOTE WM Ha PAHHUX CTAIUSX Pa3BUTHS
smOpuona. [loaToMy Bce HaclieJCTBEHHBbIC MPU3HAKK YeJIOBEKa (32 HCKIIOYEHUEM MPOSIBICHUN
COMAaTHYECKUX MYTAaIlUi) SBIISIOTCS BPOXKJICHHBIMU, HE3aBHCHMO OT BPEMEHU WX MPOSIBIICHUS, HITU
MaHu(pecTaIum.

2. Cewmeiinblii xapakTep 3a00/1eBaHusi. BOTBIIMHCTBO HACIEICTBEHHBIX 3a00I€BaHMIA
MPOSIBIISIETCS TOPAKEHUEM HECKOJIIBKMX YICHOB CEMbH, OTHOCSAIIUXCA K OJHOMY WJIM Pa3HbIM
nokojeHussM. OJHAKO HE BCE CiIydyau CEMEHHON MaToJOruu SBJISIOTCS HACIEACTBEHHBIMHU.
Hamnpumep, npodeccuonanbhbie 007€3HU B CEMbSIX -IUHACTHUSAX, MJIA UH(PEKIIUU, TTOPAKAIOIINE BCEX
WJIM MHOTHX KOHTaKTHBIX POJCTBEHHHKOB. B TO ke Bpems, Hamuyre 3a001eBaHusl TOIBKO Y OJTHOTO
13 YJICHOB CEMbHU HE UCKIIIOYAET HACIEACTBEHHOTO XapaKTepa 3TON O0JIE3HH, MOCKOIbKY TTOCIETHSS
MOKET OBITh CIIEICTBUEM CIOPAJUYECKOM MyTalud (XpOMOCOMHBIE MYTAllMd WU TEHHBIC
MyTaIli¥, BO3HHKaoume de NOVO) WM TeTepO3UrOTHOCTH POTUTENCH MO PEIIECCHBHOMY allIeiTio
(cerperamusi mytanTHoro (enotuna npu ¢eHwikeToHypun). Kpome Toro, B Cuily HEMOJHOMN
MEHETPAHTHOCTH WJIM HU3KOW SKCIPECCHBHOCTH T'€HA MPH3HAKH OOJIE3HU MOTYT HE MPOSBISATHCA
JTaXK€ Y HOCUTEJIEN MaTOJIOTHYECKOTO AJIJIENS.

3. Bo3pacrozaBucumasa maHudecTanus KIHMHHYECKOH KapTuHbL. IIpossieHue
KIIMHUYECKON KapTUHBI HACJICACTBECHHOI'O 3360J’[6BaHI/I$[, KakKk IIpaBHJIO, MNpUypoOdY€HO K
OIIpeJIeJICHHOMY 3Tally OHTOTeHe3a M OIpe/eleHHOMY Bo3pacTy OonpHoro. IIpexae Bcero, 3to
KacaeTcsi TeHHBbIX Oojie3He U OOBICHSETCS TEeM, YTO KaXAblH T'eH OJKCIpeccupyercs B
OTIpeJIeIEHHBIX KJIETKaX M B CTPOro omnpeaereHHoe BpeMms. Takum o0pa3om, Bpemsl Hayaia
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3a0o0/ieBaHUsl BBICTYMAeT TMPU HACJIEICTBEHHBIX OOJIE3HSX B KAdyeCTBE JOMOJHUTEIBHOIO
muddepeHHanbHO THarHOCTUYECKOTo TNpHu3Haka. Hampuwmep, kinmHuKa Muomatuu JronieHHa
nposiBisieTcst B 2-4 roga, muonatuu bekkepa B Bo3pacte ctapmie 10 ner, muonatuu Dpba-Pora B
18-20 ner.

4. Xponuyeckoe, NPOrpeaueHTHoe, peunaIMBUpYylouee Te4YeHue. Jns
HacJIe/ICTBEHHbIX Oo0Jie3HEel, HayMHAIOUIMXCS B JI00OM BO3pacTe, XapaKTepHO JUINTEIIBHOE
XPOHUYECKOE TEUEHUE C MPOTPEAUEHTHBIM (IIPOrPECCUPYIOLIMM), HEPEIKO PELUIMBUPYIOLIUM
XapakTepoM KIMHMYeCKoW KapTuHbel. Hampumep, nerounas ¢opma MykoBuCIMI03a Bcerna
COIIPOBOKIAETCSI XPOHUUYECKON NMHEBMOHHUEH ¢ OpOHXO03KTa3aMHU U MEPUOAUYECKH 000CTpsAETCS U
OCJIOKHSIETCSl TPUCOSAMHAIONICHCA OaKTepHaTbHOW WM BUPYCHOW HH(peKuueil. XpoHHUeCKUi
Ipolecc MpH HACIEACTBEHHBIX OOJE3HSAX SBISETCS CIEACTBUEM IIOCTOSIHHOTO JeMcTBUsA
MyTaHTHOTO TeHa. CTeneHb MPOTPEeJUEHTHOCTH OAHOTO M TOTO K€ 3a00JIeBaHUS pasziIHyacTcs y
pasHbIX OOJIBHBIX, YTO (OPMATIBHO MOXKHO OOBSICHUTH B3aUMOJCHCTBHEM TI'€HOB B I'€HOTHIIE
(reHOTHUII ~ KaXJIOro 4eJOBeKa HWHAUBUAYaleH). PenunauBupyrommil  Xapakrep TeueHUs
HACJIe/ICTBEHHOM  IaTOJOIMM,  BO3MOXXHO, OOYCJIIOBIEH HE  TOJBKO  OCOOEHHOCTAMHU
(YHKIMOHUPOBAHUSI TEHOB y OOJIBHBIX, HO W BO3JCHCTBUAMHU Ha HUX BHEUIHMX W BHYTPEHHUX
CpenoBBIX (GaKTOPOB (HapyIIEHUE MUTAHUS, CTPECC, OXJIAXKAECHUE, UHPEKIIUHU U T.J1.).

5. ITo/IMCHCTEMHOCT W MHOKECTBEHHBI  XapakTep MOPa)keHHs] OTIHYaeT
HACJIECTBEHHBIE OOJIE3HH OT HEHACIIEACTBEHHBIX. IIpM 5TOM CHMIITOMBI TMOPaXKEHUS PasHBIX
OpraHoB U CHCTEM JIMOO B3aUMOCBSA3aHbI SMOPHUOJIOTHYECKH, (PU3UOTIOTHYECKH, TATOTEHETHYECKH 1
T.I., Jubo Her. Hampumep, HapylleHHE CMBIKAHHS BEPXHHX Iy ITO3BOHKOB MOJKET
COMPOBOXIATHCS MM HET HECMBIKAHWEM KOXXHM H/WJIM HEPBHOM TPYOKHM Ha COOTBETCTBYIOIIEM
YpOBHE II03BOHOYHHMKA. B pe3ynbrare 3THX 3MOPHOJIOTHYECKH CBS3aHHBIX IPOLECCOB MOTYT
(dbopMHpOBaThCA: CKpBITast CIIMHHO-MO3roBast rpbbka (Spina bifida occulta), orkpeitas crmuHO-
Mo3roBast rpebka (Spina bifida aperta), cogeprxainas pasHoii creneHu 1eOPMHUPOBAHHBIN CITMHHON
MO3r W ero 000JOoYKH (MEHHHIOIE]Ie, MEHHMHIOMHENIOIE]Ie, MEHHMHIOMHUEIOKMCTOIENE), 00
PaxuIm3, P KOTOPOM CIIMHHON MO3T KaK TaKOBOM OTCYTCTBYET M MMEET BHJ Ae()OPMHPOBAHHOM
TOHKOM IUTACTHHKM WM Kkeidoba. Hepeako mpw HacieACTBEHHBIX OOJE3HAX HEBO3MOXKHO
YCTAHOBHUTH KAKOW-JINOO CBA3M MEXY COMPOBOXIAIOIIUMH X CHMITOMaMH. Tak, IpH CHHIPOME
Jloypenca-MyHa-bapae-buiss HEBO3MOXHO YCTAHOBHTH KaKMX-THOO (DU3HOIOTMUYSCKUX —HITH
HMOPHOJIOTHYECKHAX CBA3EH MEXIy Pa3BHBAIOIIUMUCS y OOJBHBIX CHMIITOMaMH - OKHPEHHEM,
THITOTCHUTATM3MOM, MPEaKCHATbHOW TMONUAAKTHINEH W MHUTMEHTHOM auctpodueit ceruarku. ITo
mueHuo J.XajepHa Takasi 0COOCHHOCTh HACIEACTBCHHBIX 00JIE3HEH OOBSICHICTCS NIeliOmMPOnHbIM,
T.€. MHONCECMBEHHbIM, JEHCTBUEM Te€Ha, MPHU KOTOPOM MATOJIOTHYECKUH TeH MPOSBISIETCS
HE3aBMCHUMO B 3ayaTKax pasHbIX TKaHEH, W CHHAPOM (OPMUPYETCS KaK CyMMa HE3aBHCHMBIX
spdexroB. Creayer MOAYEPKHYTh, UYTO IUICHOTPONHOE TPOSBICHHE MYTAaHTHOTO Te€Ha,
00HapyKHBaeMO€e NPU Pa3IMYHbIX, €CIIM HE TPH BCEX HACJIEICTBEHHBIX OOJIE3HSIX, HE XapaKTEPHO
JUISl HEHACJCICTBEHHON, B TOM YHCIIE MYyJbTH()AKTOPHATbHOW MATOJOTHH, TA€ B aOCOIFOTHOM
OOJBIIMHCTBE CIIyYacB MATOJOTHYECKHUN TMPOIECC HAYMHAETCS JIOKAIbHO, a 3aTeM YXKE MOXKET
MOJIYYUTh CKOJIb YTOJHO HIMPOKOE pa3BuTHE. M3 CKa3aHHOTO CIIEAyeT, YTO Ha OCHOBAHUH TOJBKO
OIMUCAHUS KIIMHWYECKOM KapTUHBI M COYETAHHs OINPEINEICHHBIX CHMIITOMOB, MOYXHO BBIIENSATH
MHOTHE MOHOTEHHbIE HACJIEICTBEHHbBIC CHH/IPOMBI.

6. Cneuuduuyeckue cumMnrombl. Hamuume y OOJBHOTO pEIKO BCTPEUAIOIIMXCS
CHeU(PUUIECKHX CHMIITOMOB IO3BOJIAET MPEANOJIOKUTh BPOXKICHHBIM WM HAclIeJACTBEHHbIN
xapakTep 3a0o0JieBaHMs, a HEPEAKO M YCTAaHOBHUTH JMAarHo3. Tak, HEKOTOphIEe crenupuuecKue
CBOMCTBa MOYM (MBIIIMHBIA 3amax, MOTEMHEHHE HAa BO3AYX€) MO3BOJSIOT MPEANONIOKHUTh TaKUe
aMMHOAIIMIOTIATHH, KaK (EHUIIKETOHYPHIO U allKanToHypHio. CHIKEHHE CBEPTHIBAEMOCTH KPOBH U
MOBBILIEHHAs! KPOBOTOYMBOCTh MOTYT yKa3bIBaTh Ha Oosie3Hb GoH Bunnebpanaa win remoduinuto,
rotyoble CKIIEphI - Ha O0JIE3HN COECAMHUTENIbHON TKaHU M HECOBEPILEHHBIN ocTeorenes. BoBuX mimm
MOJIBBIBUX XPYCTaJIMKa XapaKTepHbI ISl TpeX HACJIEICTBEHHBIX ()OpM MNATOJOTUHU: CHHIPOMA
Mapcdana, cunapoma Beiins-Mapuesanu, romouuctunypu. CoueTaHue HENPONOPIUOHAIBHON
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KapJIMKOBOCTH CO CBOCOOpa3HBIMHU JIUIICBHIMH CHUMIITOMAMH XapaKTEPHO ISl aXOHAPOIUIA3HH.
Orpy0OeHue uept Juua, HU3KUi pocT, nedopMaly KOCTeH M KOHTPAKTYphl CYyCTaBOB B COUETAHUHU C
reraToCIUICHOMETATNEH, CepACUHO-ICTOYHON HEeIOCTAaTOYHOCThIO, CHIDKEHHEM CIIyXa YKa3bIBAIOT
Ha MYKOIIOJMcCaxapuaos. HpI/I OINMMCAHUN HACJICACTBCHHLIX CHHAPOMOB HCIOJB3YCTCA HOaXKCE
NOPUHIUI  YKa3aHWS — MUHUMAAbHLIX — OUACHOCIUYECKUX  Npu3Hakoé  (CM.  CIPAaBOYHUK
«Hacnencrsennsie cunapomb» noj pen. C.M.Ko3nooit).

7. JlnarHocTuyeckasi 3HaYMMOCTh MUKPONPHU3HAKOB M HOPMAJIbHBIX BAPHAHTOB
¢enoruna. /ly11 HACIEICTBEHHOW MaTOJIOTUU Ba)KHOE AMArHOCTUYECKOE 3HAUYEHUE MPUOOpEeTaroT
TaKk Ha3blBaeMble Malible aHoMaiuu pa3Butus (MAP), wiau MHUKpONpHU3HAaKd U BapHUaHTHI
HOpMalibHOTO (heHOTUNA. MUKpOnpusHaky — 3T0 CTOMKNE MOP(HOTreHEeTUYECKHE BAPUAHTHI CTPOCHUS
OpraHa, He COINPOBOXAAIOIINECS HAPYLIIEHUSMU ero (YHKIUH, KOTOPhIE caMH MO cebe HUKAKOro
MEAULIMHCKOTO WJIM KOCMETHUYECKOI0 3HAUYEHUSI HE UMEIOT (HalpuMep, SIIUKAHT, CpocIInecs OpoBH,
rorepeyHas JaJloHHasi CKJIaJKa, TOJICThIE TYObl, I1a3HOM THIIEPTENIOPU3M U T.1.). MUKPOIIpU3HAKU
C TOM WM WHOW 4YacTOTOM pPacCHpOCTpPaHEHbl B IMOIMYISUUM M, KaK INOKA3ajyd HCCICIOBAHUSA,
BcTpeuatoTcs Oosee yeM y 15% HoBOpoxkAeHHBIX. [I0CKONBKY y OOJIBHBIX C HACIEACTBEHHBIMU U
TEPaTOreHHbBIMU CHHAPOMAaMU MUKPOIPU3HAKU JOCTATOYHO 4YacTO CONPOBOXKIAOT OCHOBHOM
KOMIUIEKC MAaTOJOTMYECKUX CHUMIITOMOB, HMX MOXHO CYMTaThb MapKepamMu BpPOXKICHHOU H
HaclenCcTBeHHOW  matojoruu. Ilpm  3TOoM, oOlEeHHMBasT  JMAarHOCTHYECKYIO  3HAYUMOCThb
MHUKPOIIPU3HAKOB, CIIEIYEeT YYUTHIBATh UX KOJIMYECTBO, OIPEICICHHBbIE COYETAHHMS M YaCTOTY
BCTPEUAEMOCTH B HOIMYJISILIMM 3A0POBbIX M 00bHBIX Jitosiel. [Tokazano, ueM Oombiiee uncio (4-5 u
Oornee) u yem Oosiee pelKHe MUKPONPU3HAKK U UX OMpEACNIEHHbIE COYETaHUs OOHAPYXKEHBI Y
OO0JIBHOTO, TEM BBIIIE BEPOATHOCTh HACIEICTBEHHOMN MPHUPO/IBI BRIABICHHOTO Y HETO 3a00JIeBaHusl.
VYcroitunBoe cOYe€TaHHE CHUMIITOMOB, BKJIIOYas MUKPOIIPU3HAKH, SIBISIETCS KPUTEPUEM MHOI'MX
cuHIpoMOB. [Ipu 3TOM, cTeneHb BHIPAKEHHOCTH MUKPOIIPU3HAKOB y Pa3HBIX OOJBHBIX MOXET OBITh
pa3IMyHOM, M OHU MOTYT HU3MEHAThCA C Bo3pacToM. Eime oaHOMl TIpynmoil «CUMITOMOBY»
HACJIEICTBEHHBIX 00JI€3HEN, KOTOPBIE HENb3s pacCCMATPUBATh Jake KaK MUKPOIPU3HAKH, SIBISIOTCS
8apUAHMbBL HOPMATbHO20 ¢heHomuna, Takue KaK sIMOYKHM Ha IEKaxX, BBICOKUN WM HHU3KHH J100,
y3KHE WA YKOPOUYSHHBIE TTIa3HbIE MIETH, ITUPOKOE WK JIMHHOE JINIO, OONBIION MIIH B3CPHYTHIN
HOC, OOJIbIINE WM MaJICHbKHE YIIHbIE PaKOBHUHBI, MPUPOCIIAsi MOYKA yIIed, TOHKUE WM TOJTHbIE
ryObl U T.1. be3yclnoBHO, YTO MUKPOIIPH3HAKK W BapHAHTHI HOPMAJIBHOTO (PEHOTHIIA CTAHOBSTCS
JUArHOCTMYECKH 3HAYMMBIMM TOJBKO TOTJa, KOTJa CONPOBOXKAAKT MNATOJOTHI0 M OTIMYAOT
00JIBHOTO OT €ro0 3/I0POBBIX POJACTBEHHUKOB WJIU 3JJ0POBBIX MPEACTABUTEIIECH MOMYISIUH.

8. AHOMAJIMU M MIOPOKHU Pa3BUTHS BHYTPEHHMX OPraHOB HEPEJIKO BCTPEUAIOTCS MPU
TEpPaTOTEHHBIX M HACIEJCTBEHHBIX CHHJIPOMAaxX M OOBACHAIOTCS OCOOCHHOCTSMH IPOSBICHUS
MYTaHTHBIX T€HOB Ha MOpP(OJOTrHYECKOM YpPOBHE OHTOreHesza. Hapyiienue mecta u BpeMeHH
nporeccoB  Mopdoreneza (ycuieHMe WM, HA00OpOT, HEIOCTaTOYHOCTh MpoJHQeparuu,
JIeTeHepallud, MUTpaAlUU, aare3ud W U30MpaTeNbHOW KIETOYHOM Tubdenu) >3MOpHOHANbHBIX
3a4aTKOB TKaHEHl M OpraHoB COMPOBOXAaeTcsl (POPMUPOBAHUEM IMOPOKOB M AHOMAIMN DPa3BUTHUSA
OpPraHoB, HEIOPA3BUTHEM WJIM YPE3MEPHBIM Pa3BUTHEM OT/EIbHBIX YacTeH Tena, a MHOT/AA U Bceil
€ro MOJIOBUHBI (TaK Ha3bIBa€MbI€ CUHAPOMBI TEMUTUIIEPTPODUH).

9. OtcyrcTBHe 3pdeKkTa 0T TPAAMIHOHHOIO JeYeHUs] — €lle OJlHA OCOOCHHOCTb
HaCJIe/ICTBEHHBIX 00JIe3HEH, OCOOEHHO €ciM JIeYeHUe MPOBOAUTCA B (pOpME CHMITOMATUYECKOMH
W/WIIM TOCUHAPOMHOM Tepanuu. OHaKO, €CiIM NP HACIEICTBEHHOM 3a00JIeBaHUH paciiu(poBaHbI
KJIIOUEBbI€ 3BEHbSI MATOTEHEe3a M UW3BECTEH TMEpPBUYHBIM OMOXMMHUYECKHIl 1edeKkT — ecTb
BO3MOKHOCTh WJIM, N0 KpalHel Mmepe, HaaexJa Ha pa3pabOTKy aJeKBaTHOM MaTOreHeTHYecKon
Tepanuu (B QopMmMe AMETOTepanud WIHM cleunruyecKoll MeInKaMeHTO3HOH Tepanuu). Takue
CIOCOOBI JIEUeHHUsI YK€ pa3paboTaHbl UId psAZla HACJIEIACTBEHHBIX HapylleHuil MeTaboau3ma
(penunKETOHYpUS, ralakTO3eMuUs, LIEJTHAKUs, MyKOBUCIIN/I03, T€NAaTOJIEHTUKYIISIpHAs JIeTreHeparus,
6one3np lome U T.A.) U MPOAOIDKAIOT pa3padbareiBaThes i Apyrux. Kpome Toro, B mocienHue
roJpl Bce 0ojiee aKTUBHO Pa3padaThIBAIOTCS W BHEAPSIOTCS B MPAKTUYECKYIO MEIUIIMHY METOMbI
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IE€HOTEpaIliy, HAIIPABJIICHHBIE HA BHEIPEHUE B KIIETKY HOPMaJIbHOIO BapyMaHTa HEJOCTAIOLIETO WIIH
aHOMAJIbHO (DYHKIIMOHHUPYIOIIETO I'eHa.

10. JTHHYECKasi NPHUYPOYECHHOCTh MNATOJOTHYECKHMX NPH3HAKOB M COCTOSIHMH -
XapakTepHas [Ulsl psAAa STHUYECKUX TPYII HACEIEHHUS BCTPEYAEMOCTb OIPEIEICHHBIX, B IEPBYIO
o4epeab, ayTOCOMHO-PEIleCCUBHBIX 3a0oineBanuil. Hampumep, BbICOKas 4acTOTa BCTPEUaEMOCTH
Oone3nn Ansureiimepa u 6one3nu Tes-Cakca B MONyNSILIMAX €BPEEB-allIKEHa3H, CEPIIOBHIHO-
KJIETOYHOM AaHEMUU U TalacCeMUHM B IONY/SALMAX  CPEIU3EMHOMOPCKOIO  HACEJICHMS.
WHbopMHpPOBaHHOCTh Bpaye KIMHULKCTOB IO MOMYJSALMOHHBIM YacTOTaM U CTPYKType
HACJIE/ICTBEHHON MAaTOJOIMM B ONPEACICHHBIX STHUYECKUX TIpYNIax HaceJeHUs CHOCOOCTBYET
CBOEBPEMEHHOW TMarHOCTUKE THX 3a0oneBanuii. Kaxias momymsinus 107 KHA 3HATh OCOOCHHOCTH
CBOEro TIeHO(QOHJa, CIEKTp M YacTOTy BCTPEYAEMOCTH XapaKTEpPHbIX JUIsI €€ HaceJeHUs
HAcJIeICTBEHHbIX 3a00JICBaHUII.

3HaHHE BCEX OIMCAHHBIX CHGLII/I(bI/I‘-IeCKI/IX 0COOEHHOCTEH CEMHOTHKH HaCJICICTBCHHBIX
0oJie3Hel MO3BOJIUT KIIMHUIUCTAaM pa3Horo HpO(bI/IJ'IH [MpaBUJIbHO O6CJ'ICI[OBaTB ImanMeHTa, OUCHUTD
Ha6JIIOI[aeMYIO KIIMHUYCCKYIO KapTHHY, CBOCBPECMCHHO HNPCAIIOIOXKUTL WJIN HUCKIHOYUTH AWATrHO3
HaCJICICTBCHHOI'O 3a00s1eBaHus.



2. OGIIIME MPUHIATBI KJINHUYECKOM IMATHOCTUKHA
HACJIEICTBEHHBIX BOJIE3HEA

Knunnueckass AuarHocTHKa HACIIEACTBEHHBIX OOJIE3HEH OCHOBBIBAETCS HA JIaHHBIX
KJIMHUYECKOI0 ¥ NapaKJIMHUYeCKOro odcie10BaHuA.

TpaauMOHHO KIMHUYECKOE 00Ce0BaHNEe MalMeHTa BKIIIOYaeT ero onpoc (coop xanob u
aHaMHe3a), OCMOTP, EPKYCCHUI0, NMaIbIIALUIO U aYCKYIbTALUIO.

B cnyuae quarHocTHKU HacleACTBEHHON MATOJIOTUH TPAJAULMOHHBIE METO/IbI KIMHUYECKOTO
oOciieloBaHMs M, NpeXkAe Bcero cOOp aHamMHe3a M OOIIMH OCMOTp, NMPUOOPETAIOT HEKOTOpbIE
O0COOECHHOCTH.

Crnemyer OTMETHTb, YTO YEJIOBEKa, BIEPBhIE 0OpAIAIOMIEroCcss HAa KOHCYJIBTAIMIO K Bpady-
T€HETHKY, Ha3bIBAIOT KOHCYJIbTHUPYIOIUMCS UM TPOOaHIOM.

KoHcyabTHpyOmmMMes sBIsieTCs J1000€ JIMIO, BIEPBbIE 00paTUBIIEECS K Bpauy-TeHETUKY
WM TIOTIABLIEE B M0JI€ 3pEHUS UCCIIeA0BATENS .

IIpo0anx — 3TO wWiIEH CeMbU C YCTAHOBJIEHHBIM WJIM IPEAIOJIaraéMbIM HaclI€CTBEHHBIM
3aboseBaHueM, JTM00 HOCUTENb U3y4aeMoro mpu3Haka. Hepenko KOHCYJIbTHPYOLIUIiCS U poOaH
SBJIAIOTCS. OAHUM U TEM K€ JIULIOM.

Anamue3 (anamnesis). Kak n3BecTHO, OCHOBHBIMHU 3JIEMCHTAMHU aHAMHE32 SIBIISIFOTCSL:

e Hcropus Hacrosuiero 3aboieBaHus;

e lcropus KHU3HU U pa3BUTHsI OOJIBHOTIO;

e lcropus ceMbu OOJIBHOTO;

e (CBezneHus 00 yCIOBMSIX KU3HU OOJIBHOTO.

CO6op aHaMHe3a MOXHO IPOBOIUTH B (pOpPME aHKETHUPOBaHHUS, oripoca uiu Oecenpl. Jlydmum
MeToAOM cOopa aHamHe3a SBJsIeTcs Oecela, B KOTOPOH Bpad HWIrpaeT BEAYIIYIO pOJib, 3a/aBas
BOIPOCHI U NIO3BOJIsIsl COOECEIHUKY BBICKA3bIBATh CBOE MHEHHUE.

st monydeHHs MONMHOHW W WcYeplbiBaromield WHGOpMamuu O OOJIBHOM U €ro CEeMbe,
HE00X0AMMO co3/aTh arMoc(epy OTKPOBEHHOCTHM M B3aUMOIIOHMMAHUS MEXJIy BpauoM H
MaUeHTOM Win ero ceMbeil. CoOuparh nHGOpMaIMI0 HEOOXOAMMO BHUMATEIBHO U HETOPOILIMBO,
c OosbIIMM YydYacTHEeM K CyabOe OOJbHOIrOo, C Y4eTOM €ro KyJbTYPHOTO M 0Opa30BaTeIbHOIO
YPOBHS, HAIIMOHAJIBHBIX M CEMEHHBIX OCOOEHHOCTEH, wu30eras CI0XHOM MEIUIIMHCKON
TEPMHUHOJIOTHH, NTOJIb3YSCh IPOCTHIMU U MOHATHBIMH CJIOBaAMH, CTaBsl KOHKPETHBIE BOIIPOCHI.

WNHorna Geceny ¢ poauTeNsIMU 1I€I€CO00pa3HO MPOBOAUTEH B OTCYTCTBUE OOJBLHOTO peOeHKa,
€CclIM BOCIPOU3BOJMMAA MH(OpMAIUs MOKET CMYIIAaTh MM TPaBMUPOBaTh €ro NCUXUKy. Eciu
BO3HUKAET I10/1I03PEHUE UM OCHOBAHUE JIJISl COKPBITHS HHPOPMAIMKU MEXKIY CypyraMu, BO3HUKAET
HE00X0AMMOCTh Oece1oBaTh C HUIMU Pa3JIeNIbHO.

CnegyeT NHOMHUTH O TOM, 4YTO HH(pOpMalus O HACJIEICTBEHHOCTH U TeM Oolee,
HACJIe/ICTBEHHON TMAaTOJOIMU SIBIsSETCS KOH(UIEHLIHMANbHOM, a caM (akT mnpeanogaraeMoin
HACJIEICTBEHHOW MPUPO/Ibl 3a00JI€BaHNS MOXKET BBI3bIBATH Y MAllMEHTa YyBCTBO CTpaxa, CThIAa WU
JIO)KHOE 4YyBCTBO BHHBI. Bpad [OKEH rapaHTHpOBaTh KOHCYJIBTHUPYIOIIEMYCS, UTO
BOCIPOM3BE/IEHHAs: UM HMHQOpMaIMs HU MPU KakuX OOCTOSATENbCTBaX HE OyleT HCIOJb30BaHa
IIPOTUB HETO WK BO BPEJ EMY.

becenys c mamueHTOM, IpeXKIe BCEro, CielyeT BHUMATENIbHO BBICIYIIATH €r0 Kajao00bl,
Janee - B JIeTAIAX YTOUYHUTh HMH(POPMALUIO O TOSBICHUU MEPBBIX CHUMIITOMOB 3a00JI€BaHMS,
MOCITY’KUBIIUX MOBOJIOM Ui oOpallleHusl K Bpayy-T€HETUKY, T.€. cOOpaTh aHAMHe3 3a00JIeBaHHUS.
Crnenyer akIeHTUpOBaTh BHMMaHHE IMAI[EHTa HAa BO3PACTE IMOSBICHUS CUMIITOMOB OOJI€3HHU, MX
XPOHOJIOTHYECKOW IMOCIIEA0BATEIbHOCTH, XapaKTepe, TeMIax, HalpaBJIEHUU Pa3BUTHUS, U3MEHEHHM
MoJl JCWCTBUEM Ppa3IMUYHBIX (PAKTOPOB, B TOM YHCIE MHILEBBIX MPOIYKTOB U JIEKAPCTBEHHBIX
npernapaToB. [Ipy 3TOM JIUMArHOCTMYECKH 3HAYUMBIMH MOTYT OBITh JIIOOblE «MEIOYM» WU
«getann». Tak, yIOMHHAaHHME O «COJIEHOM» IIPUBKYCE IOLENys, >KUIKOM CTyl€ WU TPYAHO
OTCTUPBIBAEMBIX MEJIEHKaX peOeHKa MOMOTYT 3aloA03pUTh MYKOBHCUHJI03, a ()aKT MOTEMHEHHS
MOYH Ha BO3/1yX€ — AJIKANTOHYPHUIO y OOJIBHOTO.

[Ipu cOGope umHbopManuu o0 aHaMHe3e KU3HH TNpoOaHJa Bpay HHTEPECYETCs BCEMU
CTaJUsMHU €ro OHTOI€He3a: OT MOMEHTa 3adaTus 1O MOMEHTa KOHCYyIbTUpoBaHudA. [Ipuuem,
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CBEICHUs 0 IIpobaHie clieAyeT cooupaTh B XpOHOJIOTMYECKOM MOPSIIKE, aKLIEHTUPYS BHUMAaHHUE Ha
JUarHOCTHUYECKU 3HAYMMBIX acIIeKTaXx.

BaxxHoe nuarHocTuueckoe 3HaYeHHE HMEET UHpopmayus o pooumenax: UX BO3pacTe,
COCTOSIHUM 3JI0OPOBbsI, NPHUBBIYKAX, KOHTAKTaX C NPO(PECCHOHATBHBIMH MM SKOJIOTUYECKUMHU
BPEAHOCTSIMU B MIEPUOJI 3a4aTHsI UJIM HEMOCPEICTBEHHO MEPE1 HUM.

N3BecTHO, 4TO ¢ BO3pacToM Y JitojieH (y JKEHILUH - crapiie 35 JeT, y My»XuuH — crapiue 50
JIET) BO3pAcTaeT PHUCK XPOMOCOMHBIX M JIOMHHAHTHBIX T€HHBIX MYTallMi, a TOTOMY JETH C
HEKOTOPHIMH HACIIEJICTBEHHBIMHU 00Je3HAMH (CHHIpOM JlayHa, axOHAPOIIa3us) Yaie poxKaatoTcs
y JIMII 3pEJIOro Bo3pacTa. AJIKOroJib, HUKOTHH, HAPKOTUKU, MHOTOUYHCIICHHBIE (DAKTOPHI BHEIIHEH U
BHYTpPEHHEH Ccpefibl MOBBIIIAIOT PUCK BPOXKIECHHBIX U OTYACTH HACIEACTBEHHBIX 0OJIE3HEH.

HeoOxonuMo yTOUHUTH OaHHblEe AKYWepCcKo20 aHamHe3a: OT KaKoW II0 CuUeTy
OepeMEHHOCTH POAMIICS MPOOaH/, KAaKOBBI UCXObl MPEIBIIYIINX U MOCIEIYIOINX OepeMEHHOCTEH,
Ha KakoM ()OHE HACTYyNuUJIa JaHHAs OEPEeMEHHOCTh, KaK OHA MPOTEKaa, KaK MPOTEKaIH POJIBL.

B cembsx, uMmeromux AeTeid ¢ BpPOXKICHHOW M HACIEICTBEHHOM IaTOJOTHUEH, HEpEeIKH
yKa3aHUs Ha HAIWYHE TNPOSIBICHUH NEPBUYHOTO W BTOPUYHOTO OECIUIONUS, CHOHTAHHBIX W
MHIYIUPOBAHHBIX BBIKUIBILICH, MEPTBOPOKICHHM, CIy4aeB MepUHATAIIbHON UM paHHEH NEeTCKON
CMEPTHOCTU. YCTaHOBJIEHO, YTO Yy EHIIMH, CTPAJAIOUIMX PSAOM IKCTPAreHUTAIBHBIX OOJe3HEN
(caxapHublii quabet, HapyuIeHUs (QYHKIIUU IIUTOBUIHOM >KEJe3bl, MUIICIICUS, OpOHXUaIbHAas acTMa
W JpyTHE) WIM TepeHecnX WH(EKIHOHHBIC 3a00JIeBaHUS BO BpeMsi OEPEeMEHHOCTH (KpacHyXa,
TOKCOIIIa3MO3 U JAPYTHUE), POKIAIOTCA IETH ¢ SMOpHOo- U eronatusiMu, a 66peMEHHOCTh TIJI0JIOM C
BPOXJICHHOW W/WJIM HACJIEJCTBEHHON MATOJIOTHMEH YacTO MPOTEKAaeT ¢ MPU3HAKAMU TOKCHKO3a U
yrpo3bl IMpephiBaHus B mepBoM TpuMecTpe. Crnaboe IieBeneHHe I10/1a, Ta30BOE WM STOJAUYHOE
IpejiekaHne, HEJAOHAIIMBaHUE WM IEepeHallMBaHue OEpPEeMEHHOCTH TaKXe XapaKTepHbl JUIs
HEKOTOPBIX HACIEACTBEHHBIX Ooje3Hel (cnuHanbHas amuoTpodus Bepmauura-I'oddmana).
Hepenko OepeMEHHOCTh IIIOJIOM C BPOXKJICHHOW WJIM HACIICCTBCHHOW MMATOJIOTHEH OCIIOXKHSAETCS
TaKMMH Hecnieu(pUIeCKUMHU MPOSIBICHUSAMHU, KaK Majio- WJIM MHOTOBOJIHE.

Cnenyer yTOYHUTH NMOAPOOHYIO UHBOpMAUUIO 0 HOEOPONHCOEHHOM: MACCY U JUIMHY €ro
Tena, OUEHKY MO InKajie Amrap, COCTOSHHE MpU POXKIACHUM (3aKpUyall cpa3dy HIM I[OcIe
pEaHUMAIOHHBIX MEpPONPUATHI), OCOOCHHOCTH (PEHOTHIA, B YACTHOCTH HaJlW4uue TpyObIX
aHOMaJIMil pa3BUTHS, TATOJIOTUU MBILIEYHOTO TOHYCA U HEBPOJIOTHYECKOI0 CTaTyca.

Hnst psga HacnencTBeHHbIX cuHApoMoB (Cmuta-Jlemn-Onurtia, Jyoosuna, Kopaenuu ne
Jlanre) npenaranbpHas rumnorasus (Macca Hke 2500rp. npu JOHOIIEHHOM CpOKe OepeMEeHHOCTH)
SBJIAETCS B@XHBIM JIMArHOCTUYECKMM cuMnTomoM. Ilpu cuninpome beksura-Bunemana Bec
HOBOPOXKJICHHBIX, HANIPOTHB, 3HAYUTEIBHO IMpeBbIMIaeT cpenHue napamerpsl (4000 rp. u Bele).
JlliHa HOBOPOXKAECHHBIX JIeBOoueK HUke 50 cM B coueTaHUM C IUMPATHUECKUMU OTEKaMHU KUCTEH,
CTOIl M LIEW MO3BOJIAET 3anoN03puTh y HUX cuHapoM lllepemesckoro-Tepuepa. [Ipu Hammuunm y
HOBOPOJKJICHHOI'O CHHJIpPOMa BSUIOTO peOEHKa CleAyeT HCKIIOYUTh HE TOJIbKO IPOSBICHUS
NepuHaTaJbHOM  SHUedanonaTud, HO U 3a00JeBaHMH  HEPBHO-MBIIIEYHOIO  ammapara.
Makporioccusi 'y HOBOPOXJIEHHOTO MOXET ObITh CHMITOMOM BpOXKIEHHOI'O T'HIIOTUPEO3a,
cu"apoma [layna, cunapoma bekBurta-Bunemana u ciy’xuT mokazaHuem Juisg Oosiee JeTalbHOTO
oOcnenoBanus pedenka. [lonuaakTuians MOKeT ObITh M30JMPOBAHHBIM MOPOKOM DPa3BUTHS, JTHOO
CHUMIITOMOM Kakoro-inu6o cuaapoma (cuniapoma [laray, Jloypenca-Myna-bapne-bunis u ap.).

Oco0oe BHUMaHHE CIENYET YACIUTh XapaKTepy PAHHE20 NCUXOMOMOPHO20 PA36UmMus
peOeHKa — Korja Havyal JiepKaTh rojoBY, CUJETh, CTOATh, XOAUTh, KOTJa MOSBUINCH NIEPBbIE 3yOBl,
Korja Haudan (PUKCHpOBaTh B3IVIAJ, Y3HaBaTh POAHBIX, IOHHMaTh, TOBOPUTH OTAENbHBIE 3BYKH,
clloBa, (¢pa3sl. MHOTHE HAClEACTBEHHBIE O0JIE3HN MPOSIBIAIOTCS OTCTABAHUEM B IICUXOMOTOPHOM,
pPEUYEeBOM U UHTEIJIEKTYyaJIbHOM Pa3BUTUHU peOEHKa, a HEKOTOPhIE - YTpaToil paHee MpruoOpPETEHHBIX
HaBBIKOB.

HeoOxonumo Tak ke yTOYHUTH MHGOPMALUIO O Xapakmepe 6CKApMAueaHus npodanoa
(ecTeCcTBEHHOE, HCKYCCTBEHHOE, CMEIIAHHOE), OuHamuke €ro eeca (OXKHUpPEHHE WU
nporpeccupyomas runotpodus Ha (QoHE MONHOLEHHOW TUETHI), HenepeHoCcuMocmu HEKOTOPBIX
MUILIEBBIX TPOAYKTOB (MOJIOKa, MsiCa, MyYHBIX M3/€IHi, OBOIIEH U (PYKTOB), HATMUUU CUMIITOMOB
Hapyuwennoz2o nuujeeapenus (pBOTa, 1Uapes, 3aropbl, HellepeBapeHHbIE YaCTUYKU MUIIN B Kaje),
0COOEHHO B COYETAHHWU C TAKUMU KIMHUYECKUMH IPOSBICHUSAMHU IaTOJOTHH, KaK CyIOpOTH,
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KOJKHBIC BBICBIIIAHUS, U3MEHEHUSI TUTMEHTAaUuu U T.1. llepednciieHHble CHMIITOMBI, KaK MPaBUIIO,
BCTPEYAIOTCS MPH HEIOCTATOYHOCTH MHIEBAPUTEIBHBIX (DEPMEHTOB (JaKTa3Hast HEJOCTAaTOYHOCTbD,
LEJINaKUsd, MYKOBUCLIM/J03), BPOXKIEHHBIX HapylIeHUsX MeTaboin3Ma (aMHUHOALUAONATHH,
bpyKTO3eMusl, TaTaKTO3eMHUS M T.1.), HEKOTOPBHIX MOHOTreHHbIX cuHIpomax (IIpaxepa-Bumm,
Jlema-Huxena).

Jly1s manMeHToB M0JIOBO3PEIOro BO3pacTa UCKIIIOUNTENBHO BaXKHBIMU SIBJSIFOTCSI CBEJCHUS O
non1060M co3pesanuu, penpoOyKmueHoOM 300pP06be 1 NOMOMCMEE, ECIIA TAKOBOE UMEETCSL.

Heo6xomumo cobpate uHpOpManuio o 3adonesaemocmu npodaHaa: B KAaKOM BO3pacTe U
Kakue O0JIe3HH OH IIepeHec, Kak IPOTeKallu 3TU 00JIe3HU.

BaxxHoe numarHoctuyeckoe 3Hau€HHE MOTYT HMETh CBEIEHHA O COLIMAIbHO-OBITOBBIX
YCIOBHSIX B Ce€Mbe NMpoOaHa. BrisscHeHHe HeOIaronpusTHHIX (PaKTOPOB KU3HH U ObITAa TIOMOTAeT
Bpauyy yCTaHOBUTb IPUYMHBI BOSHUKHOBEHHS HEKOTOPBIX 3a00JI€BaHUI WIIH MPEpacIoaratoinx K
HUM MOMEHTOB. Hampumep, ManonoaBWxHbI 00pa3 KHU3HHM, JUIMTENIBHBIA TPOCMOTP
TEJIEBU3MOHHBIX NPOrpaMM Wi paboTa ¢ KOMIBIOTEPOM, HEJOCTAaTOYHbIE 3aHATHUA (PU3MUECKON
KYJIbTYPOH IPUBOJAT K HAPYLIEHUSM OCAaHKH U 3pEHUSI.

CoOpaB cBeneHus o mpoOaHze, NMepexoddT K cOopy MHPOpMAlMKM O 4YIEHaX €ro CeMbHU
(pomutensix, cubcax, cympyrax, AeTsx) W Oosee JajJeKuX pPOACTBEHHHKAX, MPUYEM HE TOJBKO
KMBBIX, HO U yMmepmux. IIpu 3TOM ocoboe BHMMaHHE yJenseTcsl BONPOCaM HAIWYMs B CEMbE
CIIy4aeB YCTAaHOBJICHHOW HACJICICTBEHHOW NATOJIOTHH, XPOHUYECKUX 3a00JIeBaHUM, CXOJHBIX
IpOsIBJICHUN 00Je3He M KPOBHO-POACTBEHHBIX OpakoB CpeAM POJCTBEHHUKOB Pa3HOW CTENEeHU
POJICTBA, YTOYHSIETCSI HalMOHAJIbHAs IPUHAUIEKHOCTb, MECTOXXMTEILCTBO M IPOUCXOKICHHUE
YICHOB CEMbU. B OTHOIIEHMHM yMEpPUIMX POACTBEHHHUKOB YTOYHSETCS BO3pacT W IPUYMHA
HACTYIUUIEHUS] CMEPTH.

Nudopmanus o 4jaeHax CeMbH, T.e. ceMeiHbIii aHaMHe3, n300pakeHHas rpaduyecku B
dbopMe pPOMOCIOBHON TMO3BOJSET TMPEANOJIOKUTh WM YCTAaHOBHUTH HACIEIACTBEHHYIO MPUPOLY
3a00J1eBaHUs WIN HAJIMUME HACIEICTBEHHOM MPEeIpacoI0KEHHOCTH K HEMY B ceMbe OOJIbHOTO.

«IIpaBunabHO COOpaHHBIM aHAMHE3 — 3TO IOJIOBMHA JAMArHO3a», IMOCKOJIbKY aJleKBaTHas
OLIEHKAa U COINOCTaBJICHME [AHHBIX aHaMHe3a MO3BOJIOT Bpady HE TOJBKO CO3[aTh padboudyro
JUArHOCTUYECKYIO TUIIOTE3y M IPEANOIOKUTh JUArHo3, HO M TOYHEe pa3paboTaTh MPOTrpaMMy
¢bu3uKaIbHOTO, J1a00pPaTOPHOrO W HMHCTPYMEHTAJIBbHOTO HCCIIEAOBAaHMUS U Jajee — YCTaHOBMTH
OKOHYATEJIbHBIHN TUarHos.

[Tocne cbopa aHaMHECTHYECKMX IaHHBIX HPUCTYHAIOT K OOBEKTHMBHOMY KIMHMUYECKOMY
UCCJIEIOBaHUIO MTPO0aH/ia U €ro poJICTBEHHUKOB (MaKCMMalIbHO BO3MOXHOIO MX YHCIIA), KOTOPOE
3aKJIFOYAETCs B AeTAJbHOM OCMOTPE ¥ ONMCAHNU (JeHOTHIA MTALUEHTA.
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3. METOAUKA OIIMCAHUSA ®PEHOTHUIIA

O6mmii ocMoTp OGosbHOro (iNSpectio) mo3BossieT MOMYYWTh CBEACHUS, Kak 00 00ImemM
COCTOSIHUM OpPraHu3Ma, TaK U O COCTOSIHUH OT/AEIbHBIX OPTaHOB U CUCTEM.

OcMOTp MPOBOAUTCS B IOMEIIEHUHN ¢ KOM(DOPTHOH /71t 6OIBHOTO TEMIIEPAaTypOil BO3/IyXa,
IIPU €CTECTBEHHOM WJIU JIOCTATOYHOM HMCKYCCTBEHHOM OCBEIlleHHMHU. Bpau pacnomnaraercs JUIIOM K
MAIUEHTY, KaK MPaBWIIO, CIIpaBa OT OOJIHHOTO, JTHOO MPSMO MEePeT HUM.

[maBHBIM TNpaBUJIIOM MPOBEAEHUS OOLIEr0 OCMOTpa SIBISIETCS CTPOroe CoONI0AeHHE
MOCJIEZI0BATEIHLHOCTH OCMOTPA PA3IUYHBIX OTIENIOB M YYaCTKOB YEJIOBEYECKOTrO TeJa.

OO0muit HapyHBIM OCMOTP MO3BOJISIET OLIEHUTh BHEIIIHUM BUJ MAIIMEHTa, 00IIee COCTOsIHUE,
MOJIOKEHUE Tela, COCTOSHHE CO3HAHUS, aHTPONOMETPUYECKHE MapamMeTpbl U HX COOTBETCTBHE
MONYJISILIMOHHBIM (TI0JI0-BO3PACTHBIM) U KOHCTUTYIIMOHAILHBIM HOPMaM.

B 3aBucMMOCTM OT CTENEHH TSDKECTH  COCTOSHHE  OOJBHOIO  MOXET  OBITh
YAOBJIETBOPUTEIBHOE, CPETHEN TSKECTHU, TAKEIIOE, KPANHE TAKEIIOE.

bonbHON MOXET HAaXOAUTHCA B COCTOSHUU SICHOTO WM HApyHIEHHOTO (CIIyTaHHOTO)
CO3HaHwsl, Si(opuH, CTYIopa, COropa Hid KOMBI.

[TonoxeHue Tena MOKeT ObITh AKTUBHOE, TACCUBHOE WJIM BHIHYXKJICHHOE.

TenocnoxxeHne MOXXET OBITh MPABUIBHOE WM HEMPABWIBHOE, MPOMOPLHOHATBLHOE WIU
JUCTIPONOPIIMOHATBHOE, HOPMOCTEHUYECKOE, TUIEPCTEeHHYecKoe WU acTteHudeckoe. I[Ipu stom
OIICHUBAIOTCSI HE TOJBKO PE3YylbTaThl (PAKTUYECKHX aAHTPOMETPUUYCCKUX HW3MEPEHHUH, HUX
COOTHOIIIEHHE U JUHAMHKA, HO M COOTBETCTBUE JOHKEHCTBYIOIINM HOPMaM.

Poct MokeT ObITh HOpMaJbHBIN, BHICOKUM WM HU3KHUM, YCKOPEHHBIM WM 3aMeIJICHHBIIH;
Macca Tejia - HopMajbHasi, U30bITOYHAs, HEJOCTaTOYHASsI.

B 3aBucumoctH OT mapamMeTpoB OKPYXHOCTH U (OPMBI 4Yeper MOXKET HMETb BHJI
Makporuedanuu, Mukpouedanuu, ruaponedanuu, opaxunedanuu, goauxonedanuu, akporedaiuy,
ckadonedanmuu U T.O., a TPyAHAS KIETKA MOXET UMETh (POPMY JOIMXOCTCHOMEIHH HWIH OBITh
BOPOHKOOOPa3HOM, IIUTOBUIHON, KUJIEBUAHON U T.1.

Co CTOpPOHBI KOHEUHOCTEH W OTICNIBHBIX HMX YaCTeH MOXET HAOII0AAaThCS YKOPOUYCHHE,
runepTpodus, TUIOIUIa3Hsl, arja3us 1 T.1.

Hepenxo Tonbko 1O BHEMIHEMY BHAY OOJIBHOTO MOXKHO YCTaHOBHUTH JHMAarHo3
HacJenCTBeHHOro 3aboneBanHusa. Tak, BbicOkuil poct (6omee 180 cM s B3pOCHBIX), IIMHHBIC
BEpXHUE M HIDKHHE KOHEUHOCTH, TOHKHE JJTMHHBIE MAJIbIIbl, y3Kasl Tpy/IHAs KJIETKA, aCTCHHYECKOE
TEJIOCIOXKEHHE, MAaTOJIOTUs 3PEeHHUs YKa3bIBAIOT Ha CHHApOoM MapdaHa, a HallpOTUB, HU3KHI POCT,
HENpPOMOPIUOHAIBHO KOPOTKHE KOHEYHOCTH, Makpouedaaus C 3amaBIied MepeHoculed — Ha
aXOH/JIPOILIa3HIO.

[Ipuctynast x OoJjiee AETATHPHOMY W CHEHMAJTbHOMY OCMOTPY OTJEIBHBIX YacTed Tena,
OpraHoOB M CHCTEM, OOpallaloT BHUMaHHE Ha JIOObIe MX OCOOCHHOCTH, BKIIOYas KaK MCTHHHO
MaTOJIOTHYECKHNE M aHOMAaJbHbIC, TAaK M BBIXOSIIME 3a TMPEACNibl HOPMaIbHBIX BapHaHTOB, HO HE
Hapymiaomue (QyHKIUA, MUKPOAHOMAIMM U MOP(OreHeTHUeCKHe BapuUaHThl pa3BUTHi. Bce
BBISIBIICHHBIE OCOOEHHOCTH 3aHOCSTCS B KapTy (peHoTHIA 00CIeyemMoro (mpuioxkenue 1).

Huxe mpuBOIuTCS TMepeueHb HEKOTOPBIX BPOXKIEHHBIX MOPOKOB Pa3BUTHUSI U MPHU3HAKOB
nu3MopdoreHesa, KOTOpble MOTYT OBITh BBISIBIEHBI MPU OCMOTpPE OOJIBHOTO, a TAaKXKE MPUMEPHI
UCIOJIb3YEMBIX MPU OMHUCAHUU (PEHOTUIIA TEPMUHOB (TIPUIIOKEHHE 2).
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4. TATOJIOI'MYECKHUE ITPOABJIEHU A, BPOXJIEHHBIE IIOPOKH PA3ZBUTHUSA
N IMTPU3HAKU TU3MOPPOI'EHE3A

1. Ko:ka: OnemgHoCcTb, TrumIepeMus, IIMaHO3, OpPOH30Bas OKpacKa, >KEJNTYIIHOCTb,
MpPaMOPHOCTb, OKpacka THIIA <«aApJIEKMHO», BUTWIMIO, JIEMKOJEpPMa, INHMIMEHTHBIC IISTHA,
KCaHTEeJIa3Mbl, KCAaHTOMBI, JIGHTUIO, HEBYChl, KEJUIOMIHBIE PpPYOLbI, TMIOEPTPUXO03, TUPCYTU3M,
HapylLIeHHE IOTOOTACIEHUS, TMIIEPKEpPaTO3, BIAXKHOCTb, CYXOCTb, IIEIYIIEHUE, YIPYroCTh,
AJIACTHYHOCTh, TMOBBIIMIEHHAST PACTSHKUMOCTh, JPSOIOCTh, CKJIaq4aTOCTh, MOPIIMHUCTOCTD,
AQHTMOMBI, aHT'MOKEPaTOMbI, (UOPOMBI, raMapTOMBbl, TEJICAHTHUIKTA3UM, I'€MOpPPAruH, reMaToMBbl,
paclIpeHHasi BEeHO3Hasl CeTb, PO3€0JIa, IpUTEMa, KOKHbIE PYOLIbI.

2. IMoakoxkHass KXMpoBasi KJIETYATKA: PAaBHOMEPHOE WIIM JIOKAIbHOE H30BITOUHOE
OTJIOXKEHUE WM MCTOHYEHME, JIMNOoaTpodus, MAacCTO3HOCTb, OTEKH, Y3E€JIKOBble 0Opa3oBaHus,
JIUIIOMBI.

3. Mplimmbl:  JIOKanbHasE WM TOTalbHas runeptpodus, runorpodus, ariasus,
PaBHOMEPHOE CHMKEHHME WJIM TOBBIIICHUE TOHYCA, TUCTOHUSI.
4. BoJjiochl: rycThle, peakue, JOMKHE, ajorneuus (ToTajbHas, THE3[Hasi), CYyXHe,

IIEPCTUCTBIC, KypuaBble, TTaJKUe, celas Mpsib, «MbIC BIOBBI», HU3KUW YpPOBEHb POCTa BOJOC HA
n0y W/unu Ha 11ee, BellageHue OpoBeil U PeCHHULL.

S. Yepen: amdHuedanus, wHHOHIEhanws, Makpouedanus, MUKpouedanms,
ruaponedanus, nonuxonedanus, opaxunedanus, akpouedanus, Tpurononedanus, ckadoredaius,
gepen B popMe «TPUIIMCTHUKAY, TuTaruomnedanus, KpaHMOCHHOCTO3, BRICTYITAIONINN METOITMYECKUN
II0B, BHICTYIAIOIINN MIIM CKOIICHHBIH JI00, BHICTYNAIONIMA WX TUIOCKHH 3aThIJIOK.

6. YuiHble paKkoOBHHBI: AHOTHS, MHUKPOTHS, MaKpOTHs, Ie(HOpPMHPOBAHHBIC, HU3KO
PacIioyIoKEHHbBIE, OTTOIBIPEHHBIC, POTUPOBAHHBIC HA3all, CO CIIIAYKEHHBIM YIIPOIICHHBIM 3aBUTKOM,
MPUPOIICHHAS MOYKa, OTCYTCTBHE MOYKH, HACEUYKH HA MOYKE, IMPEAYPHUKYJSIPHBIC SMKH,
NANWUIOMbBI, KUCThI WJIH CBUIIIH.

7. JInuo: 1miockoe, Kpyrioe, TPEyrojibHOE, BBITSIHYTOE, aCHMMETPUYHOE, C TPYOBIMH
YepTaMH, JIUIO «IUI0JAY.
8. O6u1acTh 113 U 171a3H0e s10/10K0: TUIIEPTEIOPU3M, THIIOTETIOPU3M, MOHTOJIOM IHBII

WIA aHTHUMOHTOJIOMJHBIA pa3pe3 TIJIa3HBIX ILeNed, OSIMKaHT, TeJeKaHt, Onedapodpumos,
onedapoxanazus, aHKuiIoONe(hapoH, IKTPOMHMOH WIM DHTPONUOH BEKa, NTO3 WM IOJYITO3,
narodranabM, aHO(TaIbM, KPUOTOPTAIBM, IHUKJIONMS, 3K30(TalbM, 3HOPTAIBM, OydTransm,
MUKpOQTalIbM, cTpabusM, CHHOGPHU3, JUCTUXUA3, TPUCTUXHUA3, KOJOOOMa BEK, KOJI0OOMA pagy KH,
MUKPOKOpPHE€a, MAaKpOKOpHE€a, IUCKOPHs, JEUKOKOpHUS, AHUPUAMS, TETEPOXPOMHUS paLykKeK,
KepaTOKOHYC, MUKpodakus, chepodakusi, roayOble CKIEpbl, TeleaHTnIKTa3uu, koibla Kaitzepa-
Quieliniepa, CHMIITOM «BHILIHEBOM KOCTOUKHY», MUOIUS, THIIEPMETPOIHSL, FEMEPAJIOUSI.

9. Hoc: Oonbmioit wau MajleHbKUW, KOPOTKUM, KIFOBOBHJIHBINA, T'PYIIECBUIHBIMN,
JYKOBUIIEOOpa3HBIH, IUpPOKas IUIOCKasl, CEIJIOBHUHAS WJIM BBICTYMAIONIAs MEPEHOCHIIA, TIOCKHE
KpBUIbs, Pa3/BOEHHBIH KOHYHMK, OTKPBITHIE BIIEPE] HO3PHU, KOJIOOOMBI HOCA.

10.  ®uabTp: IIMHHBIA, KOPOTKUH, IITYOOKUH, MIOCKUH.

11.  YearocTH: MaKpOTHATHS, MHKPOTHATHsI, NPOTHATHS, PETPOTHATHS, MaKpOTEHUS,
MHUKPOT'€HUs, IPOT€HHUs], PETPOTEHHSL.

12.  Ty0bl W MOJOCTH PTa: MAaKPOCTOMHS, MHUKPOCTOMHS, Kapmui POT, TOHKHE WA

TOJICTBIE T'YOBbl, OIYIEHHBbIE YTOJIKM pTa, OTTONbIPEHHAs HIDKHASA Iy0a, SIMKM WM HAcCEYKH Ha
KpacHOM KaiiMe HIKHEH TryObl, y3/1euKku ry0, He0O IUIOCKOE, BBICOKOE, apKOBUAHOE, FOTHYECKOE,
paciienuHa TBEPAOTrO W/WIM MATKOro Heba, pa3[BOCHHUE S3bIYKA, arjlocCusl. MAaKpOTJIOCCHS,
MHUKPOTJIOCCHUSI, TIOCCOITO3, CKIIATUYaThlii, «reorpaduuecKkuii» s3bIK, KOPOTKas Y3Aeduka s3bIKa,
IIMPOKHIA IeCHEBON Kpail, HAIW4YMe CUHEXMH M HaceyeK Ha JIeCHaX, TMITOIIA3Usl MM THIIepIUIa3us
JeCeH.

13.  3y0sbI: HempaBWIBHOE PACIIONOXKEHHE, POCT U (hopMa 3y0OB, O3/1HEE TPOPE3bIBAHUE,
paHHee BBINIAJIEHUE, BHICTYIAIONINE BIEPE] BEPXHUE PE3IIbl, OJIMTOIOHTHS, 3yObl HOBOPOKICHHBIX
WIN CBEPXKOMIUJIEKTHBIE, IUACTeMa, TPEMBI, TUIIOIUIa3Hsl YMaJld, MHOKECTBEHHBIN KapHec.

14.  Ilesi: KOpOTKasl, IJIMHHAS, KPUBOIIES, KPHUIOBHIHBIC CKIIQJKH, M30BITOYHAS KOXKa,
rurpoma, TuMpaHreoma.
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15. I'pyaHasi KjIeTKa M TYJOBHUINE: y3Kasi, ITUPOKasi, IUTOBUIHAS, JOJIUXOCTCHOMEIHS,
BOPOHKOOOpa3Hasi, KUJIEBHIHAs, TPY/b CAllOKHUKA, TUITOIJIA3Usl WM aria3usl KIIOYUI], KOPOTKasl,
TOJICTasi TPYOWHA, JONOJHHUTEIbHBIE peOpa, THIOIUIA3UPOBHHBIE, KOPOTKHE, TOPH30HTAIHHO
pacrioyio)keHHble pebpa, ciusHue pedep, O9K30CTO3bl, Y3KHE WM IIUPOKUE MeXpeOepHbIe
MPOMEKYTKH, aTCIUsl WU TIOJIMTEIHS, THIIEPTEIOPU3M COCKOB, THHEKOMACTHS, aCHMMETPHYHOE,
JUTMHHOE MM KOPOTKOE TYJIOBHUIIE, HAHU3M, CKOJIN03, KH (O3, TIOpA03, MHIOHUAATIBHAS IMKA.

16. Koneunoctu: amenusi, (OKOMEIUs, amyc, axewpus, aKpOMEIHs, ITOTUXOMEIIHS,
Opaxumenusi, TNEpPOMENHs, KaMmIoMenus, adpaxus, BajbrycHas nedopmanus (X-o0pas3Hble),
BapycHas nedopmarus (O-o0pa3Hbie), MONMMAAKTHINSA (TpeaKcuaabHas W IOCTaKCHaIbHAas),
OJIMTONAKTWIINSA,  OpaxWIaKTWIWs, YKOPOUYCHHE  OTICIBHBIX  MaIbLEB, apaxXHOJAKTHIIUS,
KIMHOAAKTUIINS, KaMOTOAAKTHIINS, W30JAKTUIMSA, CHHIAKTHIINS, CUM(ATaHTHs, SKTPOJAKTHIINSA,
MUKPOJAKTHIINS, MaKpOAAKTHIIUS, MHUpokuid | manen, rumoruiazus | manpia, Tpexdananrossrii |
nayer, KHUCTH, NPOKCHMAaIbHOE pacrnonoxenue |manpma kuctd, AByX(amaHToBBI MH3UHEI,
noriepeyHast (4-X manbleBasi, «00e3bsiHbSI») CKJIaJlka KUCTH W/WIIM CTOIIbI, TIyOOKasi MpOI0JIbHAS
CKJIaJKa Ha CTOIe, CaHJAJIEBUAHASA INEIb CTOMBI, IOJNas, KOHCKas CTOMa, CTOMa-Kadalyka,
KOCOJIANOCTh (BajJblyCHass WM BapycCHas), IUIOCKOCTOIIME, TEeMUTHIIEPTPO(QUs, apTPOTrPHUIIO3,
nepepasrubanue u runepMoOUIBHOCTD CyCTAaBOB, MTOJIKOJICHHBINA ITEPUTHYM.

17. Hortu: nomMkue, mmpokue, KOPOTKUE, TMIIOCKUE, BOTHYTHIC, arula3usi, TUIOMIIA3US,
MAaHUOHUXUS, TUCTPODUS, «JaCOBBIE CTEKIIa», C MOTICPEYHON UCUSPUCHHOCTHIO.
18. HapykHble TeHMTAJMH: KPUIITOPXU3M, LIAJIEBUIHAS MOIIOHKA, THIIOCHAINS,

OIUCIIaAvA, THUIIOIIa3ud W HUCKPUBJICHHUC I10JIOBOI'O YJICHA, MI/IKpO(i)aJHOC, runoIniasusga I1OJIOBBIX
FY6, KIIUTOPOMCT AJINA.

Hudopmanuio o Mopdo-pyHKINOHATBHBIX XapaKTEePUCTUKAX OPTraHOB M CUCTEM OpraHu3Ma
00bHOTO (HEPBHOW, HEPBHO-MBIIICYHOW, OPraHOB YYBCTB, IBIXATCIbHOM, MHIIECBAPUTEIHLHOM,
CepJICYHO-COCYIUCTOM, MOUYEBBIICTUTENFHON U TOJOBOM CHCTEM) Bpady MOXKET MOJIYUYHUTh,
MPUMEHSASI BECh CIIEKTP JIOCTYMHBIX MaPAKIHMHUYECKHMX METOI0B HCCIEIOBaHUsA: KIMHUKO-
OMOXMMHYECKHE, LUTOJIOTUYECKHE U MOJICKYISIPHBIE, TeMaTOJOTHYECKHE, MMMYHOIOTUYECKUE,
SHJAOKPUHOJOTHYCCKUE,  ANCKTPOPUZUOIOTHUECKUE, PEHTTCHOPATUOIOTHICCKUE W MHOTHE
MHCTPYMEHTAJIbHBIE METOJIbI, BKJIIOYas »XOrpauio, MarHUTHO-PE30HAHCHYI0O U KOMIIBIOTEPHYIO
ToMorpaduio,  AMeKTpokapauorpaduio,  sxosHHedamorpaduo W IX0’HIEPATOCKOIHIO,
aNeKTpoHepomuorpaduro u T.1.

3HaveHNE MApaKIUHUYECKUX METOJOB ISl TUAarHOCTUKU BPOXIACHHBIX M HACJIEICTBEHHBIX
3a00NeBaHUN TPYAHO TEPEOIEHUTh, HO W OMHCATh MOAPOOHO HEBO3MOXHO. MHOTOUHCICHHbBIE
MPUMEPBI TOTO CYIIECTBYIOT B TPAKTUKE KIWHUYECKOW TeHETHUKH. Tak, B JIUAarHOCTHKE TaKUX
HaCJEeACTBEHHBIX 3a00NIeBaHUH, KaK MYKOBUCLHJI03, (heHUIKeToHypus, ceMelHas
TUNIEPXOJIECTEPUHEMHS] W TENATOJICHTUKYJSIpHAs — JIETEHEpauss MPUMEHSIOTCS  KIIMHHUKO-
OMOXMMHUYECKHe MeTonbl - aHanu3 ypoBHs noHoB Na u Cl B mote, comepanue (eHHUIaTIaHNHA,
XO0JIECTEpUHA U IEPYJIOIIa3MUHA B CHIBOPOTKE KPOBU. J[MarHOCTHKA BPOKIEHHOTO THUIIOTHUPEO3a,
aIpEHOTEHUTAILHOTO CUHAPOMA, TUIO(HU3apHOTO HAaHN3Ma HEBO3MOKHA 0€3 MCCIeIOBaHHs YPOBHS
COOTBETCTBYIOIIMX TOPMOHOB B  OpraHu3Me. IJIeKTpOPU3HOJOTHUUECKHE  HCCIICIOBAHUS
HEOOXOUMBI TPHU JUATHOCTUKE HEPBHO-MBIIICYHBIX 3aboneBanuii, Y3 — 11 AMArHOCTUKH
BPOXKJICHHBIX TTOPOKOB Pa3BUTHs BHYTPEHHUX OPraHOB W aHOMAJIMH MOJIOBOM nuddepeHInpoBKH,
PEHTTEHOPAINOIOTHYECKIE HUCCIEIOBAHUS — JUISI JUArHOCTHKU XOHJPOJUCTPOPUU U APYTUX
OOJIe3HeH cKeneTa.

B cnywyae amarHoctupoBaHusl y OOJBHOTO HACJEACTBEHHOIr0 3a0oJieBaHUsS Bpad 00s3aH
MOATBEPAUTh JUArHO3 CHENUAJbLHBIMM Te€HeTHYeCKHUMHM METOJIaMH, K KOTOPBIM OTHOCSTCS:
reHeaJIorH4ecKu, HUTOIreHEeTHYECKHUIA, MOJIEKYJISPHO-UMTON€HETHYECKHUH, JHK-
AHATHOCTHUKH, OMOXUMHYECKH i, OJIM3HENOBbIH M MOMYJIAIMOHHO-CTATUCTHYECKHA.
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3AKVIIOYEHUE

Msl paccMOTpenn OTJIMYMTEIbHBIE OCOOCHHOCTH, OCHOBHBIE IPOSBICHUS M IMPUHIUIIBI
KIMHUYECKOW JIMarHOCTUKM HACJTEICTBCHHBIX OOJIe3HEH, KOTOpBIE OTJIWYAIOTCA  OOJBIINM
TEeHETUYECKUM M  KJIMHUYECKMM MHorooopasueMm. [l NOCTAaHOBKM TOYHOIO JMarHo3a
HACJICJICTBEHHOTO 3a00JIeBaHUS 3a4acTyl0 TpeOYIOTCS YCHUJIMSIT MHOTHX CHEHHAINCTOB, HX
COBMECTHbBIE OOCYXJIEHUS U KOHCHWIMYMbl. OJHUM U3 HENPEMEHHBIX YCIOBUM NpPaBUIBHON U
CBOEBPEMEHHOW JMAarHOCTUKH, MPO(UIAKTUKH W JICUCHHsS HACIEJACTBEHHBIX OOJE3HEW, a Takke
OIIpENIeJICHUs] KJIIMHUYECKOr0 IPOrHO3a M TEHETHYECKOro pucKa Uil OOJIBHOIO M €ro
POJCTBEHHUKOB SBIISETCS O0Ias HACTOPOKEHHOCTb Bpadyell B OTHOLIEHUM HACJIE€ACTBEHHOU
NaTOJIOTUH, BIAJEHUE HEOOXOJWMBIM YPOBHEM TE€HETHUECKMX 3HAHMA W  CIEHUaTbHOU
TEPMHUHOJIOTUEHN, HCIOJIb30BaHUE BpadyaMM pAa3HBIX CIEHUAIbHOCTEH €OUHBIX IOAXONOB H
MPUHIIUIIOB AUArHOCTHKH HACIIEACTBEHHBIX OOJIE3HEH.
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[Tpunoxenue 1

KAPTA ®EHOTHIIA
®.1.0. Bozpact

Macca Poct Tenocnoxkenue

Koxa: 6e3 n3smeHeHui; xapakTep u3MeHEHUH

pyOIIBI

NTEPUTUYM

Hortu: 6e3 u3mMeHeHuit; XxapakTep U3MEHEHHH

Bosocel: 6e3 n3MeHeHnl; XapakTep H3MEHECHHIA

[TonkoxHas kieTyaTka: 6€3 U3MEHEHUH; XapakTep U3MEHEHUN

MBpiiinsl: 6€3 U3MEHEHU; XapakTep U3MEHEHUN

MBIIICYHBIN TOHYC ; MBITIICYHAs CHJIa

Yepen: OKpyKHOCTb T'OJIOBBI ; 0e3
W3MEHCHUH

dopma ; 100

3aTBUIOK ; pPOCT BOJIOC Ha JIOY

POCT BOJIOC HA 3aTBUIKC

YuiHeie PaKOBHUHBI: HpO)IOJ'ILHLIﬁ pasMep 5 HOHepe“IHHI\/’I pa3sMep

; 0€3 U3MCHEHU; PACIIOI0KEHUE

JIpyrue U3MEHEHUs

OO0macTh a3 u riasHoe si0JI0Ko: pacCToOAHNUEC MCKAY BHYTPCHHUMMU YTIJIAMHU TJIa3

pacCTOAHNUEC MCIKAY HAPYKHBIMHA YIJIaMU IJ1a3 5 paCCTOAHUEC MCIKIY

3payKkaMu

OpoBU M HaJIOPOBHBIE TyTU

BCKH 5 PCCHUIIBL

TJ1a3Has 1mcib

rJIa3HOE I0JI0KO

Hoc: nimua Hoca ; IApUHA ; 0€3 U3MEHEHHUI; XapakTep

U3MEHEHUN
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NnepeHocuIia , CIIMHKa , HO3JIpU

KpBUIbsl HOCA

['yObl 1 ONOCTH pTa: MIMPUHA PTa ; ITMHA QUIbTpa

; 0€3 UI3MEHEHHMI: XapaKTep U3MCHEHUI

BepxHsst 1 HIKHSIS 4enmocTu: 0€3 U3MEHEHUI; XapakTep BEPXHEH 4entocTu

XapakTep U3MEHEHUI HWKHEU YeI0CTH

3y0Onl: 63 U3MEHEHHI; IPUKYC , XapaKTep U3MEHECHUI

; JIeCHa

S3pIk: 0e3 U3MEHEHUH: XapaKTep U3MEHEHHI

V3neuka g3b1ka

He6o: 6e3 n3MeneHnuii; xapaktep M3MEHEHUN
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[les: 6e3 n3MEHEHMI; XapaKTep U3MEHEHUI

['pynHas KiaeTKa: OKpYKHOCTh ; PACCTOSIHHE MEX]ly COCKaMU

; 63 u3MeHeHwuit; hopma

; IpyTHe U3MEHEHUS

MostousbIe Kee3bl

[To3BOHOUHMK 0€3 N3MEHEHUI; XapaKTep U3MEHEHHH

JKuBoT 1 Ta3: 6€3 M3MEHEHHH, XapaKTep N3MEHCHUM

['pbixu
BepxHue KOHEUHOCTH: JJIMHA ; 0€3 U3MEHEHU I
IJIEYO
IIpeIIeube
JaJ0Hb: JJIMHA ; I3MECHEHMS
NaJbLbl: JJIMHA CPEIHETO MalbLa ; 0€3 I3MEHEHUI1; XapaKkTep N3MEHEHUH
CyCTaBbl
HwxH1e KOHEeYHOCTH: JUINHA ; 0e3 n3MeHeHuil; 6eapo

; TOJICHB
cToma ; TIAJIBLIBI ; CyCTaBbl

Cep,[[e‘lHO'COCYI[I/ICTaH cucreMa: 6e3 I/I3MeHeHI/II71; XapaKTep H3MCHEHHI

Opransl JpIxaHus: 6€3 U3MEHEHHI; XapaKTep U3MEHEHU N

KenynouHo-kuIeyHbIi TPAKT: 0€3 U3MEHEHMI; XapaKTep U3MEHEHU I

Ileuennb

Ceme3eHka

MoueBas cucrema: 0e3 H3MeHeHHI>i; XapaKTep W3MEHEHUI

[TosoBeIe OpraHbl: 6€3 U3MEHEHUH; XapaKkTep U3MEHEHUN

JKenespl BHYyTpeHHEH CeKperuu: 0€3 N3MEHEHUH; XapaKTep N3MEHEHU

Hepmatornuduka (6e3 U3SMEHEHHI, XapaKTep U3MEHEHUN )

Hesposornueckuii craryc

Pediexcer

3peHue
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Cnyx

Peun

[IcuxoMoTOpHOE pa3BUTHE (HOpPMA, 3aJEPHKKA,)

HNuTennext YMCTBEHHAs OTCTAIOCTH (IeOUITBLHOCTD, UMOCIIMIILHOCTD,

UJTUOTHS)
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[Ipunoxenue 2

CJIOBAPb TEPMHHOB,
0003HAYAIOIIMX NPOSIBJICHUS] HACJEACTBEHHbIX 00JIe3Hel U YepThl Au3MopdoreHesa

e Co CTOPOHBbI KOKHA, NOAKOKHOI QKI/IPOBOﬁ KJICTYAaTKH, MbIIII, BOJIOC H HOI'Teii:

AJlonenMsi — CTOMKOE WJIM BPEMEHHOE, IOJIHOE WM YaCTUYHOE BBINAJEHUE BOJOC Ha
rOJIOBE.

AJBOMHM3M — OTCYTCTBHE WJIM 3HAYUTEIBHOE CHUYKEHUE COJEPKAHMS MEJAHWHA B KOXKE,
BOJIOCAX, PAyKHOH 000JI0UKE Iiiasa.

AHIHOMAa — OIYXOJIEBUIHOE PACIIUPEHUE COCYIOB.

AHrno¢uOpoMsbl — MaIyJbl WIK y3€JIKH PO30BOIO MM KPAacCHOIO IIBETA, PACIOJIOKEHHBIE
Han0oJiee YacTo Ha JIUIIE B BUJIE «KPBLILEB 0A00UKM» U HA TOAO0POJIKE.

ATesusi — OJJHO- WU ABYCTOPOHHEE OTCYTCTBHE COCKOB.

AHOHMXMS — BPOXJACHHOE OTCYTCTBUE OJJHOTO WJIM HECKOJIIBKUX HOITEH.

BuTHiauro — ouarosast JeNUTMEHTALUS KOXKH.

I'acTpomus — nedext nepeaHeii OpIONIHON CTEHKH.

I'emanrmoma — OJeAHO-KpaCHOE WM CHHIOUIHOE COCYAHMCTOE  OIyXOJEBUIHOE
o0pa3oBaHHe, pacHOJIOKEHHOE Ha TMOBEPXHOCTH KOXXKHU MIU B ee Ooliee TITyOOKHX CIOSX,
MOYET OBITh KaMJUIAPHON HITH KaBEPHO3HOM.

I'mrpoma — kak npaBwio, KUCTO3HOE WJIM MHOTOKaMEPHOE TOHKOCTEHHOE OITyXOJIEBHJIHOE
o0pa3oBaHNe KOXH WM MOJKOKHOM KIIETYATKH, HauOoJIee 4acTo JIOKAIU3YETCs B O0JIACTH
1Ieu.

I'uHexoMacTHA — yBETMUYEHHUE Pa3MEPOB MOJIOUHBIX XKEJIE3.

I'mnepkepaTo3 — upe3MepHOE YTOJILEHNUE POTOBOTO CJIOS SNUAEPMHUCA.
I'uneppacTssKUMOCTb KOXH — CIIOCOOHOCTh KOKU B OIIPEJIEIICHHBIX MECTax (Ha TYJIOBUIIIE,
KOHEYHOCTSIX, I11€€) OTTATMBATHCSl HA HECKOJIbKO CAaHTUMETPOB.

I'uneprpuxo3 — U30BITOYHOE pPAa3BUTHUE BOJOCSHOTO TIOKPOBA, MPOSIBISIOIIEECS
Ype3MEepHbIM KOJIMYECTBOM, JIMHON W/WJIM TOJIIMHOW BOJIOC, HE CBOMCTBEHHOE HAHHOMY
YYaCTKY KOH, MOy UM BO3PACTy YEIOBEKa.

I'upcyTnsm — n30bITOYHOE OBOJIOCEHUE Y HKEHILMH 10 MY>KCKOMY THITY.

HNxTHo3 — HapylieHue mnpolecca OpOTOBEHUS KOXH, IMpOsBIsomeecs (HOopMHUPOBAHUEM
Pa3IUYHBIX 110 pa3MepaM U popMe YelIyeK Ha OTJENIbHBIX Y4aCcTKaX MM BCEH MOBEPXHOCTH
KOXHOT'0 ITOKPOBA.

Koiisionuxust — 1eexT B BU/ie BOTHYTOCTH HOI'TEBBIX IJIACTUHOK.

JIEHTHr0 — MHOTOYMCJIEHHbIE MEJIKHE NMUTMEHTHBIE MTHA Oojiee TEMHbIE, YeM BECHYIIKH,
pacroJIo’)KEHHBIE HA pyKax, 1Ie€ U TYJOBHILE.

Jlumdanruoma — 1oOpokadyecTBEHHAs OMyXO0JIb, UCXOAIIAst U3 TUM(aTHIECKON TKaHU.
MmuonaTtusi — natojoruueckas ciabocTh BCEX WIM OTIENbHBIX T'PYII MBIIIL, BCIEICTBUE
TUCTpOdUU UK aTPOPUU MBIIIIEYHBIX BOJIOKOH.

«MpbIC B1OBBD) - KIIMHOBUIHBIM POCT BOJIOC Ha JIOY.

HeByc — ouaroBoe paspacTaHue MeEJaHMHOOPA3yIOUIMX KIETOK KOXH, HMMEIOIIee BHJ
POIMMOTO MSTHA, POJAUHKHU UM OIYXOJEBUIHOTO 00pa30oBaHUs OT CBETIO-KOPUYHEBOIO /10
YEepHOTO LIBETA.

«ITanupocHbie» pyoubl — pyOLIOBbIE M3MEHEHUS KOXH, HAallOMHHAIOIIME MarmupOCHYIO
Oymary.

IMunoHuaadbHAsE siMKa (CAKPaJbHBIH CHHYC, INMUTEIHAIbHBIH KOMYMKOBBIH X01) —
KaHaJl, BBICTIIAHHBI MHOTOCJIOMHBIM IUIOCKMM JMIUTEIMEM M  OTKPBIBAIOIIMIICS B
MEXbATOTUYHON CKIIAJKE Y KOMYHKA.

IoauTenus — N30BITOYHOE KOJIMUYECTBO COCKOB.

Ilonepeunas agoHHAsA cKIAAKa («0OE3bSIHBS» CKIIAIKA) — TomepeyHas 60po3aa, uaymas
qyepes3 BCIO JIaJ0Hb.
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[Ipeaypuxkyasipable NanuUIOMbl — J00pOKAaYECTBEHHBIE OMYXOJUW B BHJIE COCOYKOB
BIIEpEU YIIHON PAKOBUHBI.

IIceBporuneprpodusi MbIIIL — YBEIUYCHHE pPa3MEPOB MBIl 3a c4yeT (puOpo3HOro
MEePEPOKACHUS U HEKPO3a OT/IETbHBIX MBIIICYHBIX BOJIOKOH.

ITepurnym — KppUTOBUHBIE CKIIAIKH KOXKH.

IIsaTHa uBeTa Kode ¢ MOJOKOM — TUIEPIIUTMEHTUPOBAHHBIC MSITHA

Cenasi npsigb — My4OK JIEIUTMEHTUPOBAHHBIX BOJIOC.

Cunexun — GUOPO3HBIE THKU, COSAMHSIIONINE TOBEPXHOCTHA CMEKHBIX OPTraHOB.

CTpum — TUHEHHbIE NOJOCKU UCTOHYEHHON KOXKU.

TeneaHrM3KTa3UA — JOKAIBHOE PACIIMPEHNE KAaIMJUIIPOB U MEJIKUX COCYOB.

TepaToma — 100poKadecTBEHHAs! OMYXOJIb, COCTOSIIASI U3 3PEIBIX MPOU3BOIHBIX BCEX TPEX
3apOABIILIEBBIX JINCTKOB.

®Dudpoma — 100pOKAUECTBEHHAS OITYXOJIb U3 JIEMEHTOB COCIMHUTEIBPHON TKaHHU.
IIlarpeHeBasi KoOka — YYacTKH KOXXHM C HEpPaBHOMEPHOW OYIpHUCTOCTbIO B BHJE
areJIbCUHOBOM KOPKHU.

Onuaepmosin3 0yaiie3HbIi — TucTpodus Koxu ¢ popMUpOBaHUEM ITY3BIPEH.

e Co cTopoHBI Yepena, MO3rOBbIX CTPYKTYP M JIMLA:

Arupus (1uccIHuedaausi) — OTCYTCTBHE OOpO31 W HM3BWIMH B OOJNBIINX TMOIYIIAPHIX
TOJIOBHOT'O MO3ra.

Axpouedanaus — BHICOKUM (OaIlIeHHBIN) Yeperr.

AH3HIe}aIns — IOJHOE WIH MTOYTH MOJHOE OTCYTCTBUE TOJIOBHOTO MO3Ta.
Bpaxuuedanus — npeoOnagaHue NOMEPEYHOTO pa3Mepa TOJIOBBI MPU OTHOCHUTEIHLHOM
YMEHBLIEHUH €€ IPOJ0JIBHOTO pa3mepa.

I'uapouedanns — W30BITOUHOEC HAKOIUICHHE MEPEOPOCITMHATBLHOW JKUIAKOCTH B ITOJOCTSIX
MO3ra U yepemna.

Joauxonedanuss — mnpeoOiagaHue MPOJOJLHOIO pa3Mepa TOJOBbI HaJ MOMEPEYHBIM
pa3mMepom.
Nuuonuedanusi — OTCYTCTBHE 4YacTH WM BCEH 3aTbUIOYHOW KOCTH M pa3MEIICHUE

TOJIOBHOTO MO3Ta B 00JIACTH 3aJIHEH YEPETTHON SIMKH.

Maxkpouedanus — yBeIu4eHUE pa3MEPOB Yepera.

Muxpouedganus — Majable pa3Mepbl TOJIOBHOTO MO3Ta U MO3TOBOM 4acTH yepena.
IIpo33Huedannsa — HeIOCTATOYHOE pa3zieiieHue IepeIHero Mo3ra Ha O0JIbIINe MOTYIIApHSL.
Cxkadouedanusi — yITMHEHHBIN YePeTl ¢ BHICTYMAIONIUM JIOOM U 3aTHUIKOM.
Coenonedanust — pacupeHue yeperna B JOOHO U Cy)KeHUe B 3aTbUIOYHOM 4acTH.
Tpuronouedanus — pacimpenue yepena B 3aTbIJIOYHON YacTH U Cy>KEHUE B JIOOHOM.
IK3IHIe(PaTusA — OTCYTCTBUE KOCTEH CBOJa 4Yepena M MATKHX ITOKPOBOB TIOJIOBBI,
BCJIE/ICTBHE 4ero OOoJbplIMe MOJylIapus MO3ra pacrojararoTcs OTKPHITO Ha OCHOBaHHMH
yeperna B BUJIE OTACIbHBIX Y3JI0B, TOKPBITHIX MATKOW MO3TOBOM 000JI0YKOH.

e Co CTOPOHBLI I'J1a3 M IVIa3HOI'0 s10J10KA:

AHTHMOHI0JIOMIHBII pa3pe3 IJ1a3 — KOI'/la HapyKHBIM YroJ IJIa3HOM IEeIu pacroaraeTcs
HIDKE BHYTPEHHETO.

AHO(PTAIBLMMA — OTCYTCTBHE OJTHOTO WJIM OOOUX TJIa3HBIX SOJIOK.

Baedapodumos — ykopodeHue BEK 110 TOPU30HTAIN U CYKEHUE TIIa3HBIX LIEJICH.
I'emepanonus — pe3koe yXyAlIeHne 3peHus Ipu c1aboM OCBEIIEHUH; HOUHAsl CIIETOoTa.
I'erepoxpomusi pagyKKM — HEOJIMHAKOBOE OKPAIIMBAHUE PA3JIMYHBIX YYACTKOB PayKHOU
000JI0YKH TJIa3a.
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I'mnepresiopu3m — yBEJIIMYEHHOE PACCTOSIHUE MEXKIYy BHYTPEHHUMH KpasMmu IniazHul. B
COOTBETCTBUHU C MPABUJIOM TPETHETO IJla3a TUIIEPTEIOPU3M €CTh TaM, IJl€ PacCTOSHUE
MEXy T1a3HUIAMU PEBBIIIAET pa3Mephl IN1a3HOTrO S0JI0Ka.

I'unotenopu3m — yMEHBIIEHHOE PACCTOSHUE MEX/1y BHYTPEHHUMHU YIIaMH IJIa3HULL.
Kono06oma — orcyrerBre nin 1eheKT Kakoi-11u00 CTpYKTYpHI TJ1a3a.

Koubno Kaiizepa-®Jeiimepa — CKOMIEHHE 3€I€HO-OYypOro NMUIMEHTa IO HapyKHOMY
Kparo paly’kKHOI 000JI0YKH IJ1a3a.

MuxkpodTanbMusi — Majble pa3Mepsl IJIa3HOTO A0JI0Ka.

MoHroJionaHbId pa3pe3 rja3 — KOrja HAPYKHBIA yroia TJIa3HOM WIEIW pacroiaraercs
BBIIIIE BHYTPEHHETO.

ITT03 MM MoIyNTO3 — MOJIHOE WIKM YaCTUYHOE OIyIIEHHUE OpraHa (Jalle BeK).

IIsTHa Bpymguiabaa - cBeTibIC IMITHA 0 KPAK0 Pay’>KHOW 000JI0UKH.

Cunogpus — cpocuiecst OpoBH.

Crtpabusm — Kocoriasmue.

TenexkaHT — cMEIEHUE BHYTPEHHMX YIJIOB IVIA3HBIX ILIEJEH JlaTepallbHEE OT BHYTPEHHEH
CTEHKH IJIa3HUII.

IK30()TAIBM — pacIIIPEHNE [VIa3HON IIEIU U CMELIECHUE IJ1a3HOTrO 0J10Ka BIIEPE.
JHodTadIbM — TIyOOKO pAaCHOJIOKEHHbIE B TIJIa3HHIAX [JIa3HbIE SIOJOKU C BHEIIHUM
3P PEeKTOM MaNCHBKUX TJIa3 WK «3aIaIeHUE) TIIa3HOTO S0JI0KA.

IJNUKAHT — BEpTUKAJIbHAS KOKHAs CKJIaJKa y BHYTPEHHETO yIJia IJIa3HOM 1IeIu

e Co CcTOPOHBI YHIHBIX PAKOBHH, HOCAa, (pMIbTPa, YeJIOCTHOIO amnmapara, rydo u
MOJIOCTH PTa

AHOTHS — ariasus yUIHbIX PAKOBHH.

MaxkporJioccusi — yBEITMYCHHBIN A3BIK.

MaxkpoTHsl — yBeIMYEHHBIE pa3Mephl YIIHBIX PAKOBHH.

Mukporenus — yMEHbIIEHHBIE Pa3MEPbI HUJKHEN YEIIOCTH.

MuKpoOrHaTusi — yMEHbIICHHbBIEC PA3MEPhl BEPXHEH YEIIFOCTH.

MukpoTHns — yMEHbIIEHUE Pa3MEPOB YIIHBIX PAKOBHUH.

IIporenust — BrICTynIaHNE HUYKHEN YEJIFOCTH 10 CPABHEHHIO C BEPXHEH.

IIpornaTusi — BBICTYIIaHUE BEPXHEH YEIIFOCTH 110 CPABHEHUIO C HUXKHEH.

Perporenus — 3anajeHne HUKHEH YEIHOCTH.

Perpornarus — cMelleHHE BEPXHEN YEIIFOCTH Ha3al.

CenyIOBHIHBII HOC — BIaJMHA CpelHEN YacTH CIHMHKH HOCA C BBICTYNAIOUIMMH BIEpE]
HO3JPSAMU U3-3a HENOPA3BUTHUSA KOCTHOM YaCTH HOCOBOU IEPETrOPOAKHU.

CTeHO03 HAPYKHOT'0 CJIyX0BOI'0 IPOX0/1a — CY’KEHHE HApYKHOTO CIIyXOBOT'O IIPOXO/a.
PUJIbLTP — PACCTOSHHUE OT HUKHEH TOYKM HOCOBOM IEPErOPOAKM 10 KPACHOU KalMbl
BEpXHEH I'yObl, MOXKET ObITh KOPOTKUM, IIUPOKUM, Y3KUM, ITTUHHBIM, TTTyOOKUM, TJIOCKUM.
XelJ10cXU3 — paciienrHa ryosl.

e Co CTOPOHBI TYJIOBUIIA U KOHEYHOCTEIi:

AOpaxusi — OTCYTCTBHE BEPXHUX KOHEUHOCTEH.
AKpPOMHMKPHS — TUCIPONOPIHOHAIBHO MaJI€HbKUE KUCTH U CTOIIBI.
ApaxHoaaKkTH/IMA (TayKoOOpa3HbIe MabIIbl) — Y3Kasl ITUHHAS JTaA0Hb C TOHKUMU
JUTMHHBIMY TaJTbIaMH.
ApTporpuno3 — BpoxJAeHHbIE MHOXXECTBEHHbBIE KOHTPAKTYpPhI CYCTABOB.
Axeilipus (anoausi) — HEIOPA3BUTHE WIIM OTCYTCTBHE KUCTHU (CTOIIBI).
AXOHpOIIA3UsI — HAPYIIEHUE SHXOHPATFHOTO OCTEOTeHe3a UIMHHBIX TPYOUaThIX KOCTEH,
MPUBOJISIIEE K HENPONOPUUOHAIBHOM KapJIMKOBOCTA MPU OTHOCHUTEIBHO HOPMAIbHBIX
pa3mepax TyJOBHILA.
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BpaxuaakTuans — ykopoueHre NajlbleB.

BaabrycHas aegopmanusi KOHe4HOCTel - X-00pa3Hble KOHEYHOCTH.

Bapycnas nedopmanusi koHeuHocTeil - O-00pa3Hble KOHEUHOCTH.

Taprounamsm — CKyJIbNTYpHOE M3BasiHUE AEMOHMYECKHX CO3JaHUN M XMMEp, YKpallarolee
dacapl cpeHEBEKOBBIX COOOPOB, 001IIee Ha3BaHWE MyKomoymcaxapua030B | u |l Tumnos.
Kamnomenust — Bpoxx/1IeHHOE HCKPUBJICHNE KOHEUHOCTEH (TOJIeHEH, peke — OeIpeHHBIX
KOCTeH).

KamnromakTuiaust — crubareiabHas KOHTPAKTypa MPOKCUMAIBHBIX MEX(alaHT OBBIX
CyCTaBOB NaJIbLIEB KUCTH.

OuMroaakTH/INS — yMEHbIIICHUE YNCIIA MAIbIEB Ha KUCTAX W/WIIK CTOIAaX.

IonuaaKkTUIMA — JONOJHHUTEIbHBIC MANbLbl KUCTEH W/WIM CTOI: NpeaKkCHalbHas — CO
CTOPOHBI OOJIBIIOTO MAaJbIA, TOCTAKCHAIbHASI — CO CTOPOHBI MU3UHIIA.

Paxumu3 (paxumm3nc) — nojHas paciiesivHa 03BOHKOB C /1e(heKTOM MO3TOBBIX 000JI0UYEK
U MSTKUX MTOKPOBOB, 06€3 (popMHUpOBaHUS TPHIKEBOTO BBHIIITYMBAHUSI.

CanpajeBuaHas meJsb — O0JIbIION TpoMexyToK Mexay | u |l nanbuamu cromnsl.
CUHIAKTHIMSA — TIOJTHOE WJIM YaCTUYHOE CpallleHue COCEAHUX MalblIeB KUCTU WU/WUJIH CTOIBIL.

e Co CTOPOHBI HAPYKHBIX U BHYTPEHHUX I'eHUTAJIHIA:

I'mnmocnagusi — HIWKHSS pPAacIleIMHA YPEeTpbl CO CMEIICHHMEM HapyKHOIO OTBEpPCTUS
MOYEHCIYCKATEIbHOTO KaHaJa.

I'epmadpoanTuzm (MCTUHHBIN) — HATMYUE B OJHOM OPTraHM3ME T'OHAJl U TMOJIOBBIX KIIETOK
000MX TMOJIOB.

I'epmadpoanTusm (J0XKHBINH) — HECOOTBETCTBUE CTPYKTYPBI TOHAJ U Hapy>KHBIX IOJOBBIX
OpTraHoB.

Kpunropxu3m — 0TCyTCTBUE OJJHOTO UM O0OUX SIMUEK B MOIIOHKE.

nucnaans — BEPXHsisl pacilieInHa YpeTphl.

HlaneBnIHAS MOIIOHKA — MOLIOHKA, OKPY’KAIOIas BAJIMKOM CIIMHKY MOJIOBOTO YJICHA.

e Co CTOPOHBLI BHYTPCHHUX OPraHOB, HHTECIJICKTA U MOBECACHUSA

ATpe3usi — TOJTHOE OTCYTCTBUE KaHajla WU €CTECTBEHHOI'O OTBEPCTHSL.

ATpodusi — yMEHbIICHHE pPa3MepOB KaKOro-TM00 OpraHa WM ero 4acTu.

JexkcTpokapausi — pacrosoKeHue cepua crpana.

JuadparmaibHasi rpbika (MCTHHHASI) - MEPEMENICHHE OPTraHOB OPIOIIHOW IMOJOCTH B
TPYIHYI0, BCIEICTBUE pENaKkcaliid WIA MENIKOBUIHOTO BBIMSYMBAHUE HWCTOHYEHHOU
nadparmel.

NuadparmajibHast rpbika (J0KHasl) — TEpEeMEIEHHEe OPraHOB OPIOIIHOM TOJOCTH B
TPYOHYIO, BCIEACTBUE  pACUIMPEHHMS]  €CTECTBEHHOIO  OTBEPCTUA WM  HaJWYUs
AMOpHOHANBEHOTO e eKTa B Auadparme.

JuBepTrKyJ MeKkeasl — BbIISIUMBAHUE CTEHKH MOJAB3JOIIHON KUIIKH, MPEACTABISAIONIEE
coOol He3apaleHue MNPOKCUMAIBHOTO OTpe3Ka BHYTPHUOPIOIIHOW YacTH >KEJITOYHOTO
MPOTOKA.

Jucronus (3KTONUS) — AHOMAIILHOE PACIIOJI0KEHUE OpPraHa.

OmdaJtonesie — rppbka MynmovyHOrO0 KaHATHKA.

IunonuganbHast IMKa (CaKpajbHBIA CUHYC, SMUTENNAIbHbBII KOMYMKOBBIN X0J) — KaHal,
BBICTJIAaHHBI MHOTOCJIOWHBIM TIJIOCKAM JIHUTEIMEM U OTKPBIBAIOIIUICS B MEXKATOJUYHON
CKJIAJIKE Y KOITYHKA.

IKeTpousi MOYEBOTO MY3bIPSA — OTCYTCTBHE HUKHEN YacTH TIEpeTHEH OPIONTHON CTEHKH
B HaJTI0OKOBOH "acTu; AeeKT OPIONTHON CTEHKH 3aMEIIeH CTEHKOM MOYEeBOTO My3bIPs
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