C3IMy vm. N.N. MeyHukoBa
Kadhenpa natonorn4yeckoun comsamonormm

NMATOPUINOJIOTINA HACIIEOCTBEHHDbIX
3ABOJIEBAHUM.

OCHOBbI MEOAULIMUHCKOWU NTEEHETUKW

npodeccop AdeHunceHko H.I.



Paboyas knaccudukaums HacneacTBEHHbIX
3a00neBaHUWN (earos B.M., 2006):

1. MoHOreHHble (MeHAaenupyoLwme) 60rne3Hu, BbidbiBaeMble MyTauuen ogqHOro
reHa

2. XpOoMOCOMHbIe 60ne3HU (CMHAPOMbI), BO3HMKAlOLWME B pesyrnbraTe HapyLUeHUs
4yucria UM CTPYKTypbl XPOMOCOM

3. MynbtudakropumanbHbie (MONUMreHHble) 60mne3Hun, KOTopble BO3HMKAKOT B
pesyrnbrate B3aMMOAeNCTBUA CUCTEMbI MOSTIMreHOB U BHELWWHeCpeaoBbiX hakTopoB
(6onesHu ¢ HacrneaCTBEHHLIM MpeapacrnosioXXeHNEM)

4. bonesHu c HeTpaagUMUNOHHbLIM TUMNMOM HaclieaoBaHUA, O6yCJ'IOBﬂeHHbIe TakKnMm
C*)eHOMeHaMVI, KakK MUTOXoHApWMasribHad HacJieaCTBEHHOCTb, FEHOMHbIN UMMNPUHTUHTI,
oaHopoaAuTEsSibCKad ANCOMUA, SKCNMaHCUA TPUHYKINEOTUAHbIX NOBTOPOB

5. bone3Hn reHeTU4ECKON HECOBMECTUMOCTH MaTepu U nJyfioga, BO3SHMKaKLWNE B
pe3yrbraTte I/IMMyHOﬂOI'l/I‘-IeCKOVI peakunn opraHm3Mma Mmatepum Ha aHTUreH ninoAda



Tamym 30eapd

Budn Oxopdx Yanc 14.12.1909 - 05.11.1975
22.10.1903 - 09.06.1989

Mppod Apyubansd 30eapd
25.11.1857 - 28.03.1936




[MaToreHeTn4yeckne ocobeHHOCTHU pa3BUTUA N’eHHbIX bonesHen B 3aBUCUMOCTU OT

«YpoBeHb»
noBpexageHus

MonekynsapHbIn
(nepBUYHbIN
adhekT
MYTaHTHbIX
annenen)

«YpPOBHA» NoBpeXAeHNA

MexaHusm cpopmupoBaHusa 6onesHu NMpumMepbl HEKOTOPLIX 3aboneBaHun,
KNMMHUYECKUX CUHOPOMOB
[MepBUYHBLIM remoxpomMaTtos3, Mpu KOTOPOM CUHTE3MpPYeTCs
MN36bITOYHbIN  (KONMUYECTBEHHO)  CUHTE3€ M3ObITOMHOE KONMMYECTBO rNobuHa, npuMBOAS K HAKOMNEHMIO
nonunenTugHon uenwm (6enka). remornobuHa wn xenesa B aJputpooumtax. Dopmupyercd
N36bITOuHOE HakonneHve Genka B reMoCuaepo3 NapeHXMMaTo3HbIX OpraHoB.
pesynbraTe yBENMYEeHUs ero cnHTesa.

CuvHTes  aHomarnbHom no  nepeuyHon CepnoBMOHO-KNETOYHAA aHemMusi, Mpu  KOTOPON  3ameHa
CTPYKTYpe nonunentngHon uenu (6enka). rmapoUNbHON rMyTaMMHOBOW KUCAOTbl HA rMAPOdO6HbIN BanuH
BblpaboTka aHOManbHOro 6enka NpuUBOAUT K B CTPYKTYpe rnobuHa u3MeHsieT (yHKUMOHanbHble CBOWCTBA
PYHKUMOHANbHBIM HapyLUEHUSIM B CUCTEME, reMornobuHa — CHWXaeTCa ero pacTBOPUMOCTb, NOBbILLAETCH
paboty  koTopom B  (PM3MOMOrMYECKUX NONUMEPM3ALMS, HapyLlaeTca KUcropogakuenTtopHas yHKUMS.
YCIroBusIx obecneunBaet 6enok ¢ ObpasyloTca ApenaHouuMTbl, pa3BMBaETCA reMmyeckas rmnokcus;

HOpMasibHOW CTPYKTYPOW. HapyLLlaeTca MUKPOLMPKYNAUMS U T.4.
OTcyTCcTBME CUHTE3a MONMNenTUOHON uenwm PeHUnKeToHypus conpoBoOXaaeTcs HakonneHmem
(6enka). doeHunanaHvHa B KpoBW, T.K. OTCyTCTBUE

Bnok metabonuama BblpaXkaeTcs B (peHunanaHvHrngpokcmnasel OGNoKMpyeT ero npespalleHve B

HaKoMneHmm TOKCUYECKNX NPOAYKTOB- TUPO3MH.

npeawecTBeHHNKOB, nuMbo B  3agepxke MyTaumm reHoOB, AETEPMUHMPYIOLWMX (OEepPMEHTbl penapauuu

(otcytctBMM)  kakoro  nmbo  npouecca, AHK, pgenaldT HEBO3MOXHbIM  BOCCTAHOBMNEHME MOCTOSIHHO

NMOCTOAHHO OCYyLLIeCTBAOLEerocs B BO3HMKaOLWMX HapyweHun B cTpyktype OHK, 4to npuBoauTt K

opraHusme. pPasBUTUIO 3MOKAYEeCTBEHHbIX HOBOOOpa3oBaHMM (NMUFMEHTHad
Kcepoaepma, atakCcus - TeneaHrmakrasusa n ap.).

KonuyectBeHHO  HedoCTaTOYHbIA  CMHTE3 [3-Tanaccemusi xapaktepuadyerca geduumtoMm cuHTesa B-uenen

nonunenTugHon uenwm (6enka). rmobuHa, obycnoBnuBalWUM  HECTabUNbHOCTb  MOMEKynbl
remornobuHa, YKOpPOYEHUE >KU3HM IJPUTPOLUTOB U pasBUTUE
reMonMTUYECKON aHeEMUN).



«YpoBeHb»
noBpexgeHusd

KneTouHbin

OpraHHbIN

MexaHu3m chopmupoBaHmAa GonesHun

B onpegeneHHbIX TMnax KNneTok
OPMUPYIOTC  OCHOBHbIE  NaToONornyeckue
NMPOLIeCChbl, XapakTepHble AN  KOHKPETHOM
HO30510rM4Yeckon PopMbl. TOUKON NPUITOXKEHNS
ABNAOTCHA  OTAENbHbIE  CTPYKTYPbl  KNETKM,
pasnuyHble Npu pasHbiX 6ONes3HAX (NM30CoMblI,
NepoKCcMcoMbl, MeMOpaHbl 1 T.4.).

OpFaHbI MOryT CIyXXUTb MULLEHbIO

naTonormyeckoro  npouecca  (MNepPBUYHOO,
BTOPMYHOIO) NPW PasnnyHbIX GonesHsX.

Mpumepbl HEKOTOPbLIX 3aboneBaHUN,
KITMHUYECKNX CUHAPOMOB

BonesHn HakonneHusi, CBA3aHHblE c
HapyLleHneM pepMeHTaTUBHON aKTUBHOCTU B
nmsocomax (HakonneHue B KneTkax
rMUKO30aMMHOIMMKaHOB (MyKomnonucaxapuaos)
ABNAETCA  pe3ynbratloM  HapylieHus  ux
pacnaga wu3-3a [gedektoB cneununieckmx
PEepMEHTOB, OCYLLECTBIAIOWNX BECb LMK
aerpagaumn).

Mpn rmvkoreHosax B KIeTKax NneyvyeHun, Nnovek,
MbIWL W Ap. HakannMeawTCca NONUMepbI
IMUKOreHa,  KOTOopble  He  nogBeprarTcs
Aerpagaumm HA B Kaknx YCnoBUSsIX.

K nepokcMcomMHbIM  GonesHsm OTHOCAT
CUHAPOM LlenbBerepa, TOYEYHYIO
ocTeoxoHapoancnnasuo, 6onesHb Pedcyma,
akatanasuvs u gp.

HapyweHna peLenTopHOm CUCTEMBI
MeMbpaHbl KNeToK MOryT ObiTb KNHOYEBbLIMMU
aremMeHTamMn naTtoreHe3a reHHbIXx ©GonesHen
(cuHOpOM  TECTUKYNSIPHOW  DEMUHU3ALNM;
BUTAMUH D-pesncTteHTHOro paxuTa;
MYKOBMCLMA03 1 Ap.).

OTnoxeHne MeaM B TMeYeHn U B
3KCTpanuMpaMuUaHOM  cucTemMe Mosra  npu
renaTto-NeHTUKYNSPHON AereHepauum
(6onesHb BunbcoHa) sBRsieTCS NepBUYHbIM
npoLeccom, a remocuaepos
NapeHXxMMaTo3HbIX OpraHoB MNpv MNEepPBUYHOM
reMoxpomaTose Unv TanacceMmmn pasBrBaeTCs
BTOPUYHO BCrEACTBME YCUMEHHOro pacnaa
3PUTPOLMTOB.



MeTabonuyeckme coBurn npu MytTaumMoHHOMU
o6rnokape
npeBpaweHnsa ogHoro BewecTsa (b) B gpyroe (B)

U36bIMOK Hedocmamok Hedocmamok

——— > —— >

V

u3bbImok



OOmeH peHunanaHuHa

DeHnunanaHmnH
H. BN Oz DPenvnanaHmnH-
H,BM H-O m™apoxkcunasa
Tupo3auH- TupoauH
amuHoTpaHchepasa B
a~-KIr H.BMN O Tvpo3auH-
Mapa-rmapoxcun- My HBMN H,O ™Aapoxkcunasa
hesunnupysar (Fe?") Wurosmaran
n-IFMOopokcn- AODA wenesa
O2 heHnnnupysar- TuposuHasa AODA-
CO> AuoxcureHasa (Cu*) AexapSoxkcunasa
(8ur. C) 4 co. (M)
NnomorexsTram- MUH
HOBas KMcnorTa AODA
OwuoxcureHasa H.BMN Oz Oodanmu-
Oz rOMOreHTUN3nHOBOW i HoBIM H20 rmunpoxcunasa
KMCNOTHI (8ur. C)
(sur. C. Fe™)  povAxpom Hopagpenanuu
Dymapun-
SUsTRoaLnoTaT SAM j MeTuntpasccepaaa
SATIT
/ \ S,.6-OnrmapoxkcumnHgon
Dymapar AueTtcauerTarT i anuH
\. /
MenaHmuHb
—e HO (cmewanHoro Tuna)
.
Mokosa CO2
Hepsnan
MevexHs TKaHb



NaTonorusa obmeHa Nnpou3BOAHbLIX TUPO3MHA

ANKANTOHYPUA
YMapoBan
Kucnota 002
FOMOFEHTMSMHOBAQAk x_) +
KIMCNOTA AHMOKGM- aUeTOVKGYCGHan
reHasa um%ory; H20
C02 TPaHCaMWHMPOBaHWE
PEHUNKETOHYPUSA TUPO3UHOS3 ANBBEMHUSM
Oz H, 0
GEHWMNANAHIH TUPO3HUH ;___/i, OODA an%ﬂ"
THUPO3MH-
HA,D.<DH2 HAOD rmp,po&cmnaaa
TP2HCaMWHWMPOBaHKE MOAWHa33 CO5 METTAHKHEI
W |2 *//

KPETMHU3M Ny
MOATMPO3MHEI HOPAZPEHAMIAH
ANPEHAMIH

THMPOKCKH



OOMeH ranakrTo3sbl

Manaxroaa
AT® 1

AN® Manaxroxmsasa
Fanakroso-1-pocdhar - - - - - o e cm e :
Mmwkoren :
’\ Fanaxroaso-1-chocar- :
HCpepasa '
YO®-rnokoaa \ (FANT) |
Ypuoundoc- '
dar-4-anumepasa 3 L 2 !
' :
|
!
|
'
!
'

Fmiokoso-6-hochar -+ —+ — -+ - —» NMuxkonua

Paanbie Tkanm
Meyeus
Pi

M moxoaa



HapyweHuna ooMeHa ranakrosbil

JedeKTHbIN Bbnokupyemas KnuHn4yeckue
cdepmeHT peakuus nposiBneHus n nao.
(yacToTa) AaHHble

[@anakTokunHa- |[anakto3a + AT® — |[anakrosemus,

3a [@anakto30-1-dpocdart | ranakrosypus,

(1:500 000) |+ ALD KaTapakTa. AKTUBHOCTb

depmeHTa B
aputpountax B N.

Ypugundooc- | YO®-rnokosa .- [[@anakTo3emusq,

doaT-4- YO®-ranakrosa ranakTosypus. Taxenbix

anMmMmepasa KITMHNYECKUX

(1:1000000)

NpPosABNEHNN HET.
OnucaHbl eAnHUYHbIE
cry4vau 3aboneBaHus




HapyweHunsa obmeHa ranakrtosbl

OedeKkTHbIN bnokupyemas KnnHunyeckue
cepmeHT peakuus nposiBneHus n nao.
(yacToTa) AaHHble

[[anakTo3o-1- [[anakTo3o-1-cbocar + | [anakTtolemus,
docharypugmnntpa | YOAD-rnoko3za — YOD- | ranaktoslypus, rayiaktoso-1-
HCcdbepasa ranaktosa + [Moko30-1- | ocdatemus, KaTapakTa.
(1:40000) docar TeHOeHUNSs K rMnornukeMmu,

KOMMeHcaTopHas
MobuMnmM3auus Xnpos,
LMPPO3 NeYeHn, HapyLeHns
JOYHKLMWN MOYEK.
[enatomeranus, 3agepxka
NCUXMNYECKOro pasBuUTUA.
AKTUBHOCTbL (pepMeHTa B
apuTpoumTax.




OOMeH rmukoreHa

Mmwurkorex
¥ vao®
AnpeHanmH > 5 @
mwKarnoe — - » 3 PEeSe it i — — “Hcynu"
(nevens) YAD-rmokosa
PPi
6 2 YT
Moxkoaso-1-chochar
lT » TMwkonus
Fmoxkoso-6-pochar —— ————————— —~< —» MNMexnrosodocharHbii
S, NyTL
-
Pi 7 1 A Apyrve nyTw
Meuyern
Moxosa
LinTosons
&: MembGpana knerTkm
Mmiwokoza
Kpoes

CuHTe3 u pacnapg rinukKoreHa: 1 - rekcokMHasa Unu rrokokuHasa (nedets); 2 - YOo-
rnokonmpodocdopunasa; 3 - rMmMKoreHcunHTasa; 4 - amuno-1,4 — 1,6-
rnoKo3unTpaHcdepasa (pepmeHT BETBNEHNA); S - rmunkoreHgocgopunasa; 6 -

"neseTBAWNN" PEPMEHT; 7 - rMIOK030-6-docaTtasa (neyeHnb); 8 - TpaHCNOPTHbIE CUCTEMDI
[TIFOT.



XapaKkTepucTnka HEKOTOPbIX MMMKOreHOBbIX

bone3Hen
Popma OedeKTHbIN hepMeHT Tvn, Ha3BaHUue
rmuKoreHo3sa bonesHu
[NeyeHoO4YHana |rMOKO30-6-pocdaTtasa |l. bonesHb [Mpke

amuno-1,6-rnoKko3naasa

lll.bone3Hb Popbca-

(«4eBeTBALLNN Kopu, numuTo-
doepmMeHT») OEKCTPUHO3
amuno-1.4 — 1,6 V. BonesHb
rniokosunTpaHcepasa | AugepceHa

(«BETBALLNNY (DEPMEHT)

doocopunasa

VI. bonesHb Xepca

KnHa3a dpocdpopunasbl

IX.

NpoTENHKMHAa3a A

X.




XapaKTepMCTM Ka HEKOTOPbIX NMNKOreHoOBbIX

bonesHewn
Popma OedeKTHbIN hepMeHT Tun, Ha3BaHUe
rmuKkoreHo3sa bonesHu
MbiweyHas [ nukoreHdocdopunasa |V. bonesHb Mak
Apana
dochodpyKkTOKMHA3A VII.
docoornmuepomyTasa
JlakTaToermoporeHasa

(M-npoTtomep)

CmMmeluaHHbIe

JInsocomHas a-1,4-
rmuKko3ngasa

ll. Bone3Hb [Momne




JTNonartoreHe3 XpOMOCOMHbIX Oone3Hewn

Idmuosiocud4ecKkuMu hakmopamu sBnsTCS

e BCE BWObl XPOMOCOMHbIX MyTaUun (aeneuuu, Aynnukaumum, MUHBEPCUKX, TpaHCcrokauum) n

* HEKOTOpble rEHOMHblE MyTaLun (13 BCEX BAapUaHTOB aHeYNNoMANN y YernoBeka
BCTPEeYaoTCH TONbKO TPUCOMUM MO ayTOCOMaM, NOSIMCOMMM MO MOSOBbIM XPOMOCOMaM,
MOHocoMUS X).

Knaccugukayusi xpomocomMHOI naTonorum BkMNo4vaeT B ceds

1) XapakTepucTUKy XpPOMOCOMHOWN UNKU FrEHOMHOW MyTauun (Tpunnounams, npocrtas
Tpucommsa no xpomocome 21, YactuyHasi MOHOCOMUA U T.4.);

2) onpegeneHue TUna Krnetok, B KOTOPbIX BO3HMKIIA MyTaumsa (B rameTax — nosHasa gpopma
BbonesHun, unn aurote — MmosandHas oopma);

3) BbIsIBIeHME NOKOMNEHNSA, B KOTOPOM BO3HMKIA MyTauus (cnopaguyeckme, Hacrnegyemole
N ceMenHble Popmbl).

fTamo2eHe3 xpomocoMHbIX GonesHel onpeaenseTcs HecbanaHCMPOBAHHOCTBLIO reHoTUNa
B pe3ynbraTe reHOMHbIX U XPOMOCOMHbIX MyTaLWUi, YTO NPOSIBNSAETCHA BHYTPUYTPOOHON
rméenbio SMOPMOHOB U NIIOAOB, Pa3BUTUEM CNeUndUYecKnx CMHAPOMOB, BbipaXkatoLLMXCS B
HapyLLUEHUSIX PU3NYECKOro 1 NCUXNYECKOTO 340POBbS.



Tun
MyTauum

YacTtora BCTpe4aeMOCTN U KITMHNYECKNe npoAaABJi€HNA
HEKOTOPbIX XPOMOCOMHDbIX bonesHen

CuHapombl

YacTtoTa
cpeau
HOBOPOXXAEHHbIX

OcobeHHoCcTN dheHoTMNA

C yncnoBbIMU aHOMaNUAMM NOJIOBbIX XPpOMOCOM.

47,XXY;
48,XXYY,
48,XXXY,
49, XXXXY.

45,X0.

47, XXX

47, XYY

KnanHdenstepa 1: 500 (1000)

Malrb4mMKoB

Lepewesckoro- 1:3000

TepHepa

Tpncomums
aHomanus
[xekobc

Monncomua Y

HOBOPOXOEHHbIX

X, 1:1000
[ieBOYeEK

1:1000
Manb4MKoB

Uncno  X-XpoMOCOM  KOppenupyer CcO  CTereHbo
YMCTBEHHOM  OTCTanoctn. XapakTepHble  MPU3HaKMK:
BbICOKMA  POCT C  HENpPONOpUMOHaNbHO  OfVMHHBLIMU
KOHEYHOCTAMMU, B OETCTBE — XPYNKOE TerioCroXeHue, Yy
B3POC/bIX — OXWPEHUe, rMnoreHnTannam, Hegopassutue
BTOPWUYHBLIX MOMOBbLIX MPU3HAKOB, MHOM4A OBOMOCEHME MO
XEHCKOMY Tuny, TFMHEKOMacTus, rvanuHos u unbpos
CEMEHHbIX KaHanbLeB, acrnepmus. OTMeYaeTCs CHUXEHNe
NonoBOro BnevYeHus, MMMNOTEHLMS, becnnogue,
CKIMOHHOCTb K acoumasribHOMY NoBeaeHUIo.

[MposBneHns cuHOopoma: OTeK KUCTen U  CcTonm npwu
POXOEHUN, KOXXHAs CKrnajka Ha wee, HU3KuKr pocT (ao 140
CM), BPOXAEHHbIE NMOPOKM cepaua, ameHopes, becnnoaue,
CHWKEHNEe YMCTBEHHOIo pa3BuUTUA.

[MposiBngaeTcs rmnonnasven ANYHUKOB i MaTKW,
becnnognem. C yBenuyeHmem u4ucna X-XpOMOCOM
YBEMNNYNBAIOTCHA OTKITOHEHUSI OT HOPMBb

XapakTtepuayeTrcs  CKITIOHHOCTbO K acouuanbHOMy
NOBEAEHMWIO, TOMOCEKCYanmamy



C yucnoBbiMM aHOMaNMUAMU adyTOCOM:

Tpucomna no 13 Cungpom lNatay 1:7800
XpoOMOCOoMe, HOBOPOXXOEHHbIX
47 XX,+13 nUnm

47,XY,+13

Tpucomms no 21 CuHgpom [ayHa 1:600-700
XpOMOCOMe HOBOPOXOEHHbIX
47 XX+21

47 ,XY+21

Tpucomms no 18 Cungpom OaBapaca 1:6500
Xpomocome HOBOPOXXAEHHbIX
47 XX+18

47, XY+18

CO CTPYKTYPHbIMU NepecTponkaMmu XpoOMOCOM:

MOHOCOMMUSA Sp Cungpom 1:50
«KOLLAYbEro Kpukay  HOBOPOXAEHHbIX

XapakTepuayeTtcs MUKpoLedanuen, nonuaakTunnen,
pacwenuHon rybbl M HEGA, HM3KO MNOCaKEHHbIMU YLUHLIMU
pakoBMHaMu, MUKpoddTanbMuen, BPOXOEHHbIMW  MOPOKaMMU
cepaua, edeKkToOM MexoKenyaodYKoBOM Neperopoaku, aHomanuen
rnoyexk, nopokamu passuTUA opraHoB nyLLEeBapeHs.
HabniogaTca KpUNTOPXU3M, TUMNOMMasnsa HapyXHbIX MOMOBbIX
OpraHoB, YABOEHWe MaTK/ U Braranuiia, rurnocnagus.

MblleYHasa runoToHNSA, BPOXXAEHHbIE MOPOKM cepaua, yMCTBEHHAs
OTCTasnoCTb, MHOrAA COYETAETCA C anunencuen, NMMAQOoNenkossol;
NnyoCKoe NULO, MOHIONMONAHbIA paspes rnas, ANUKaHT, OTKPbITbIN
POT, KOPOTKUM HOC, NMMocKas rnepeHocuua, nonepedHasa nagoHHas
cknagka, ctpabuam, NMrMeHTHbIE NSATHA MO Kpaw pagyxku (NaTHa
Bpywdwunbga), nnockuin  3aTblNoK, AUCNNacTUYeckue  yLn,
apkoobpasHoe TBepaoe HEDGO, 3ybHble aHOManuu, 6opo3ayaTbin
A3bIK, TMNEPNOABMKHOCTb CyCTaBOB.

[MposiBNneHnsa aHanornyHbl cuHapomy lMNaray

000 LinToreHeTnyeckne BapuaHTbl CUHOPOMA — OT YaCTUYHOM [0

NMOMHON Aeneuun KOPOTKOro nneva Xpomocombl 5. KnnHuuveckn
Habnogaetca Mukpouedanns, HeOoObIYHbIN KPUK MAW  nnav,
HaNOMWHAKOLWMA MsilyKaHbe KOLUKW, Kocornaswe, nyHoobpasHoe
nuuo, WMpoKasi nepeHocuua, rmnepTenopuamM, HU3KO NOCaXeHHbIe
YyWHbIE  PaKOBWHbI, YMCTBEHHas OTCTanoctb B CcTaguu
UMOMLMNBHOCTMW.



B knuHuyeckol eeHemuke cmomamorio2au4ecKkux
3aboriesaHull BbIOENAT TP Hanbonee 3Ha4YMMBbIe
rpynmnbl NaToNornu:

* BpoxaeHHble n HacneacTBeHHbIe 3aboreBaHUs
3y0o0B,

 BpoXxaeHHble n HacneacTBeHHbIE MOPOKU
Pa3BUTUA YENKCTHO-NNLIEBON 0OnNacTu,

« CTomartornormyeckue 3aboneBaHus
MynbTUdakTopuansHOU npupoabl (Kapuec,
naTonorud napogoHTa v ap).



BpoxaoeHHble U HacneacTBeHHble 3aboreBaHua 3y0OoB
npeacrtaBnsalT cobon  oOWMpHYKO  rpynny  naTtonoruu,
CBA3AHHYIO C

1. aHomanuamMu  pasmepoB ©n  Qopmbl  3yboB
(MUKPOOEHTUS, MAaKPOOAEHTUA, TAYPOAEHTUA U OpP.);

2. aHoManuamm konuyectea 3yboB (aHOOEHTUS, ONUTro- U
rMNOOEeHTUSA, rMnNepaeHTUs, CBEPXKOMMIIEKTHLIE 3yObl);

3. HapyweHusasMu dOpMUPOBaAHNS CTPYKTYypbl 3y0OO0B
(OeHTunHa, amann);

4. aHOMasIimaAMu npopesbiBaHUA 3y0oB
(HaTarnbHbIE/HEOHaTarbHbIE 3yObl), NpUKyca 1 T.4.

MNon aHomanued B Guonorun n meguuMHe NOHUMAaKOT MOPAONOrMYecKne Unm
(pyHKLUMNOHAINbHbIE U3MEHEHWS, BO3HMKAOLWLME BCEACTBME HapyLUEHUS pasBUTUSA
opraHoB u cucteM. AHomManuu passuTusi 3y6oB 1 3yO04YEntoCTHOM CUCTEMbI, KaK U
Opyrne aHoManuu pasBuTUs, NOAPA3AENsoT Ha 6onblmne (BPOXAEHHbLIE, MOPOKU
pa3BUTKS) N Marible aHOManum pasBuTKS.



AHoManuu pasmepoB U GopmbIi 3y6o0B:
MakpoaeHTUA

MaKpoaeHT ns- 3TO YpE3MEPHO
6orbLUMe pasMepbl

OLIHOMO NN HECKOJSTBbKUX 3y 6OB.
MakpogeTtuio

nogpasgesidor Ha TpW TUla.

= [eHepann3oBaHHas ( pasMepbl
60SbLLUMHCTBA 3y 60B 3HAYUTESTBHO
60bLUMX pa3MePOB MO CPaABHEHWUIO C
HOPMOW);

= OT HOYUT €JIbHO reHepam3oBaHHas(
HEKOTOpble 3yObl NLLb
HE3HAYUTESNbHO MP EBbILLAIOT
HOpMaJibHbE pasMepbl);

= UN3ommpoBaHHast (TONbKO eAUHUYHbBIA
3y6 yBenM4eH rNo CBOMM pa3mMepam).

AHomanuun cpopmel 3y6oB




MukpodeHmusi- vanbie pasmepbl
KOPOHKM 3yba No CpaBHEHUIO CO CPEOHUM
pasMepoM KOPOHOK TOM e rpynnbl 3y0oB.

» [eHeparnu3oeaHHass MUKpPOOeHMuUs - BCe
3yObl HOpManbLHO cPOPMUPOBAHLI, HO NX
pasmMep 3Ha4YUTENbHO MEHbLLE, YEM B
HopMme. [ eHepann3oBaHHass MUKPOOEHTUSA
BCTPEYaeTcs Kak otaenbHasi aHomanus
Pa3BUTUS, TAaK U B COCTaBE HEKOTOPbIX
HacrnencTBeHHbIX 3aboneBaHnUn U
CUHOPOMOB, Hanpumep npu
rmnousapHoOn KapsiMkoBOCTH .

* OmHocumeribHO eeHeparu3oeaHHasl
MUKPOOeHMUs - UMetoTca 3yObl
HOPManbLHOro U YMeHbLLUEHHOIO pa3smMepa,
NpUYEM Ha HUXKHEW YenoCTn 3yOoB
YMEHbLUEHHOIO padmepa bornbLue, Yem
HOpPMarsbHbIX.

* U3onuposaHHass MUKPOOEHMUS - Npwu
N30SIMPOBAHHON MUKPOOEHTUN NOPaXKeH
0ObIYHO TONBLKO OAWH 3y6; Yalle
NopaeHHbIM 3yOOM SIBNSAKOTCS
narepanbHble pe3ubl N TPETbU MONSPLI
BEPXHEWN YEeNOCTN.




3yObl crruswuecst

3ybbI criuswiuecsi- yBENUYEHHbIN
rOPM3OHTAsIbHLIN pa3Mep KOPOHKN 3y0a,
COYETaLLMNCA B HEKOTOPbLIX Cny4vasix ¢ Hanmunem
000aBOYHOIro KOPHS(KOPHEW).




TaypooeHusm (0biunn 3y0)

TaypoOeHuU3M- 3TO aHOMasnusa pasBuUTUg,
Xapaktepuayrouascs 60nbLLIon NyribNoBON KaMepPOW.
[1o yacToTe TaypOLI,OHTVI3Ma Ha6mona+0Tc;|
MEXITHUY A IS

a — 06bIYHbIL 3y6
6 — 6bI14ul 3y6



AHOManuu Konuyecrtaa 3y0O0B:
AreHe3uns 3yb6oB

* AreHe3uns 3y6oB
(onurogeHTug,
rMNoaeHTuS,
afeHTuns) - aTO
BPOXXOEHHOE
OTCYTCTBWE OHOro
nnu donee
MOJTOYHbIX UMK
NMOCTOSIHHbIX 3y0OOB.




M30bITOYHOE KOJINYECTBO 3y00B

* [MnepaeHTNA -
OOMNOSTHUTENbHbLIE 3YOblI.
[MNnepaeHTUs MOXET ObITb
eaVNHNYHOU
(M30nmMpoBaHHON) U
MHOXXECTBEHHOMN.
CBEPXKOMMSIEKTHbIE 3YyObl
4acToO UMEIOT
HenpaBUIbHYIO popMy.
OHM MOryT HaxoanTbCA B
3yOHOM pagy, nmbo
pacnosiaraTbCsi BHE €ro.




e KitengoxkpanuajbHas TUCIIA3HA.

AyTOoCOMHO-IOMHUHAHTHOE 3a00JieBaHue. [ eH Jokanu3oBaH B paiione 6p21. I'en
3a00JIEBaHMS PACTIONIOKEH Ha 6-i1 XxpoMocome u koaupyet oermok CBFA1 Otot
O€JIOK y4acCTBYET B Ipolieccax (OpMUPOBAHUSI CKEJIETa, OHAKO €ro poJjib B
(dhopMHUpOBaHUH TKaHU 3y0O0B €III€ HEIOCTATOYHO U3yueHa. @eHOTHUN 3a00JI€BaHUS
dbopMupyeTcs y retepo3urot mo Mmytauuu B reie CBFA1 I'oMO3UroTHOCTH 110
JAHHOW MyTaluu JietaabHa. OCHOBHBIMU MPU3HAKAMU 3a00JICBAHUS SIBISIOTCS:
KOMILIEKC MHOYK€CTBEHHBIX aHOMAJIUW Pa3BUTHS, COITPOBOKIAIOIIUXCA TITyXOTOH,
YEpEMHO-JIUIEBBIMUA AHOMAIUSAMU, CKEJICTHBIMU HAPYIICHUSIMU B BUJIC
TUII0/aria3ui KIIFOYHII, CKOJIM03a, TUITOIIIa3uK/ aia3uy J00OHOTO CHHYCa U JIp.
3yOHbBIC aHOMAJIMM: 3aJIepKKa ITPOPE3bIBAHUS MOJIOYHBIX U MTOCTOSIHHBIX 3y00B,
CBEPXKOMILIEKTHBIE 3yObl, TUIOILIA31sI AMaJIn




X-cuenneHHble 3ab6oneBaHNA U CUMHAPOMbLI CO
CBEPXKOMMIIEKTHbIMUA 3y6aMVI

KaTtapakto-geHTanbHbIN CUHOPOM (kaTapakTa, X-
cuensieHHasa ¢ 3ybamn ['eT4MHCOHa, Me3noaeHC-KaTapaKkTa-
CUHAPOM) - X-cLenneHHoe JOMUHaHTHOe 3aboneBaHue.

B KadectBe BeOywMx CTOMATOMNOMMYecknx MNpU3HaKoB
cuHOpoMa UrypupyroT BbIBEPHYTbie pe3ubl C  Y3KOW,
KOPOHKOW, CBEPXKOMMIEKTHbIE pe3lUbl BEPXHEW YercTy,
3a0CTPEHHbLIE NPeMOonsApbl U MONAPLI, AnacTema.

3 Opyrmx aHomanui: LUMPOKUE KOPOTKME nanblbl PYK,
YMCTBEHHAs OTCTafioCTb CpPEOHEW CTENeHu, ayTU3M.
Obsa3aTtenbHO BCTPEYarTCss CUMMNTOMbI MOPaXXeHus rnas:
OBYCTOPOHHA BPOXOEHHAA KaTapakTa, CHUXEHME OCTPOThI
3peHuns, Huctarm, MukpodTanbmus. Y 50% OOnbHbIX
OTMeYaeTcs rnaykoma.



Bpooswcoennvie nopoxu pazeumusn nuLCBONH 007acTH —
opodanyaibHbIe paciieluHbl (paciieanHa ryobl W/uim Heba),
BXOIAT B «OOJIbIIYIO OATEPKY» YPOACTB, 3aHUMAs 110 YaCTOTE 2-€

MCCTO.

Pacmienunbl ryobl u/minm HeOa cocTaBiIsAioT 86,9 % oT BceX BpOKACHHBIX MOPOKOB
pa3Butus jauma. [loutm kaxkmas 5-f1 TUNWYHAs paciierdHa SBISETCS KOMIIOHEHTOM
TSDKEJIOr0 CUHIPOMA.

[To Mopd@onornyeckon xapakTepuUCTUKe pacLuenuvH
BblOESAIOT:

1) pacwenuHbl BepxHeW rybbl (CKpbITble, HEMOSHbIE,
NOSMHbIE  pacCLllefiMHbl  BepXHen rybbl  (OQHO- UK
OBYCTOPOHHME),

2) pacwenuibl Heba (pacliernuHbl  MSArkoro  u/mnm
TBEpOOro Heba, anbBeONspPHOro OTPOCTKA; CKPbITbIE,
HenosHble U NoSHble; O4HO- U ABYCTOPOHHUE),



CpoOKku BO3HUKHOBEHUS MOPOKOB OPraHoB U
cuctemM 3MOpUOHa

OpraHbl Hepenn 6epeMeHHOCTH
fsiccZeccesGiecinid eyl BreeeniQees i O eseni iz ] 2

Mo3e

[na3a

'y6bi —
Ywu

3y6bI

Héé6o

Cepdue



dakropsl pucka pazsutus BIIP nogpasnessror Ha S3HA0- U

OK30I'CHHBIC.

Cpenu  3HIOTEHHBIX  BBIACIAAIOT  MYTAare€Hbl, SHJIOKPUHHBIE U
MeTa0oanYecKkre 3a00JICcBaHUS MaTeph, AHOMAJIMH IIOJIOBBIX KIJIETOK,
Bo3pacTt poautenei. [Ipupoga 3K30reHHBIX (PAKTOPOB pUCKA MOXKET OBITh
(dbu3ndecKou (paauanus, BUOpamus, IyM, TeMIeparypa u ap.), XuMAYECKOM

(JiekapcTBa, MPOAYKTHI 3TAHOJIA U JP.), OMOJIOTHYECKOM U COYETAHHOM.



OnucaHa rpynina CHHIPOMOB C PaCIICIMHON T'yObl H/WU
He0a, BO3HUMKHOBECHME KOTOPBIX CBS3aHO C KOHKPETHBIMM
CPEIOBBIMHU (DaKTOpaMH. DTH CHHAPOMBI MOXXHO pa3e/IMTh Ha
IBE TPYIIbl: CHUHAPOMBI, BO3HUKAKIIME B  PE3YJIbTATE
TEPATOr€HHBIX BO3JICHMCTBUN (HAIIpUMEP, TAITUIOMUIHBIA WU
(beTabHO-AJIKOTOJIBHBIN), U CHHIPOMbBI, KOTOPHIE BO3HHUKAIOT B
pe3ynbTare  HeCHeUUM(PUUECKHX  BO3ACHCTBUH  Pa3IUYHBIX
(baKTOPOB, pEANM3YIOIIUXCSA Yepe3 OOIUKM IaTOJOTMYECKHUM
MEXaHM3M — THUIOKCHIO. B Hacrosiiee BpeMs ONUCaHbl 6
CIIeIU(PUYECKUX TEPATOTCHHBIX CHUHJPOMOB C PACIICIMHON TI'yOBI
1/Ann Heoa: (heTaIbHO-aJIKOTOJIbHBIM, TaJIUJOMUIHBIN,
AMWHONTEPUHOBBIM, TMIAHTOMHOBBIM, CUHIPOM AMHUOTHUYECKOU
CBSI3KU, TPUMETATUOHOBBIM.



 PacmesiuHa ryobi/HEOA - HIKTOAEpMAJIbHAS TUCILIIA3USL.
Cungapom CLPEDI1, Pozennu-/IkyanHerTu
CHHIAPOM. AYyTOCOMHO-PEILIECCUBHOE 3a00JICBAHHUE.
SBiIsieTCS aniIeIbHBIM BAPUAHTOM 3KTOAECPMAJIbHOU
AWCILIa3uyd OcTpoBa Mapraputsl Tuil. JJIsi 5TOro cMHApOMa
XapaKTEPHBIMU CTOMATOJIOTUYECKAMHU IMPHA3HAKAMU
SABJISIFOTCS: TUIIOAEHTHA, AHOJACHTHUS, MUKPOJAECHTUS B
COUYETAHMM C palieJJuHou ryooli/Hédoa. Kpome toro,
OTMEUACTCS KOXKHAsI CUHAAKTUIIMS Ha IMajdbliaX KUCTEH U
CTOIM, TUIIEPKEPATO3 JIAJOHEH U MOJOIIB, OHUXOAUCTPOhUS,
pelIKue OpOBH, PECHUIIBI, PEIKKUE BOJIOCHI Ha TOJIOBE.




BOI'IpOCbI K NekKuynn:

1.

2.

[MpuHUMNbI KNaccndomkauum
HacneacTBEHHbIX DonesHen
OpodaumnansHblie NPosiBNEHUS
XPOMOCOMHbIX 6ore3Hen



