= [ocypapcTBeHHOe obpasoBaTeribHOe yupexaeHue
BbicLuero npodgeccuoHanbLHOro obopasoBaHus
«Bbawknpckumn rocypapcTBeHHbIN MeAULMHCKUNA YHUBEPCUTET
dPenepanbHOro areHTCTBa NoO 34paBOOXPaHEHUIO U colMaribHOMY Pa3BUTUIO»

= Kadheapa natocdusmnonorum

= Jlekumns 7

= POJ1b HACJIEACTBEHHOCTU B
NMATONOIMNI

= 2012 r.



= HacneacTBeHHble DOME3HU NMpeacTaBrieHb
NpaKkTU4YEeCKM BO BCEX MEOMNLIMHCKNX
cneunanbHOCTAX. OTO MHOMOYUCIIEHHbIE
6ore3Hn BHYTPEHHUX OpraHoB, 0bMeHa
BELLIECTB, KPOBU, QHAOKPUHHOW CUCTEMBI,
NeYyeHu, rnas, MoO4enosioBon CUCTEMBbI,
HEPBHbIE U NMCcuUxmnyeckme 3abosresaHna n 1.4.
Hanpumep, B A4epmMaTornornm n3BecTtHO OKomo
250 HacneacTBeHHbIX 3aboneBaHun, B
odotanbmornoruu cebille 200, B KNMUHUKE
HepBHbIX bonesHen — okorio 200.

= Cpean bonesHen yernoBeka reHHble 60ne3Hu
coctasnaT 1,5-2.0 %.



= A Npu aHann3e KOHTUHreHTa OeTCKNX KIMNHUK
YCTAHOBINEHO, 4YTO 25-30% KOoek npuxoauTcs Ha
OOSIbHbIX C HAacnNeaCcTBEHHOW NaToNornmen.

= [lo coBpeMEHHbIM JaHHbIM C XPOMOCOMHbIMU
bone3Hamu poxgarotesa 0,7% oT Bcex
XNBOPOXKAEHHBLIX MNaaeHueB. OCHOBHas 4YacTb
9MOPUNOHOB C XPOMOCOMHbIMMN aHOMaTUAMMU
nornbaeTt elle 40 POXOEHUS, YTO
obycnaenmnBaet bonee 40% CnNOHTaHHbIX
abopToB U OKOMNo 6% MepTBOPOXKAEHUN.



= HakoHeL, CyLleCcTBYeT pAad LLUNPOKO
pacrnpocTpaHeHHbIX DONME3HEN C
HacreacTBEHHbIM NPeapacrofioXKEHUEM
(aTepocknepos, rmnepToHnyeckasa 0onesHeb,
anaoerT, WwnsopeHua n gp.)

m OCHOBHbLIE NMOHATUA

» HacneacTtBeHHOCTb — 3TO CBOUCTBO KJIETOK
U OpraHU3MoB nepeagaBatb CBOM aHaTOMO-

cbusunonornyeckue npm3Hakm (0cobeHHoOCcTH)
noToMkam. OT poauTenem notomMmkam

nepenaroTcs He NpuU3HaKu B roTOBOM BUAE, a
MHpopmauunsa (Kkoa) o cuHTese bernka nnu
doepMeHTa, AETEPMUHUPYIOLLETNO 3TOT NMPU3HAK




= [lepenaya ocyLECTBNAETCA C NOMOLLLIO FreHOB
— MaTepuarbHbIX eNHUL, HacneacTBEHHOCTMN.
'eHbl — 3TO y4yacTkm monekynel AHK, Hecywme
MHOPMaLINIO O CTPYKTYpEe OQHOU
nonunenTuaHou uenu (benka), oCHoBHas
egnHuLa HacneacTBEHHOCTU U MMaBHbIN
CTPYKTYPHbIN KOMMOHEHT XPOMOCOMBI.

= . ObLuee 4ncno XxpomMocoMm y YerioBeka B
comaTtundeckoun kretke 46 (23 napeol), a B ramete
23. XpOoMOCOMbI ¢ 1-22 napbl — ayToCOMbI, a 23
napa — nosioBblie XPOMOCOMbI (X-XXeHcKad; Y-
MY>KCKas).



= [eHbl Nnogpas3aenstoTca No BUAY nx oyHKUNN
N aKTUBHOCTM.

= [lo Buay doyHKUWW reHbl OenaTca Ha
CTPYKTYPHbIE reHbl (UUCTPOHLI), onepaTopbl
N perynsatops.i.



= [0 cTeneHn akTUBHOCTM reHbl AensTcA Ha:
OOMMHAHTHbIE U peLiecCCUBHbLIE.
JOMMHAHTHbIE reHbl NPOABAAIOT CBOIO
aKTMBHOCTb B Nape c NobbIM APYrMmMm reHomMm.
PeuweccuBHbIe reHbl NPOSABAAIOT CBOK
aKTUBHOCTb TOJSIbKO B UOEHTUYHOMW
(romMmo3uUroTHon) nape.

» [eHOTUNOM Ha3biBaeTCA COBOKYMHOCTb BCEX
[EHOB N TeHeTUYECKUX NPU3HAKOB
opraHmM3ma.

= KapnoTnnom Ha3bIBakOT NOJSIHbLIN HAbOpP
XPOMOCOM B KIIETKE, XapaKTepHbIU Anf
OAHHOro opraHusma..




= [eHOTUNY NpUcyLLM CTaOUNbHOCTb U
N3MeH4YnBOCTb. CTabnnbHOCTb
obecneynBaeT YCTOMYNBOCTb CTPYKTYP U
doyHKLNIN OpraHmn3ma.

* A3ME@H4YNBOCTb — C OOQHOW CTOPOHbI
obecne4vynBaeT rnpPoLeCChbl IBOSIIOLUMU, C OPYrou
CTOPOHbI ABMASIETCS OCHOBOWN BO3HUKHOBEHUS
HacnencTBEHHbIX 3aboneBaHUN.

* A3MEeH4YNBOCTb MOXET ObITb
HeHacneacTtBeHHou (MoandUKauMoHHOMN)
n HacneactBeHHou. MognduunpoBaHHas
N3MEHUYNBOCTb DOPMUPYET PEHOTUNNYECKNE
OCODOEHHOCTW opraHu3ma.



= PeHOTUNOM Ha3biBalOT COBOKYNMHOCTb
NPOABUBLUMXCA NPU3HAKOB OpraHn3sma B
pe3ynbrate B3auMoAeucTBuUs reHoTmna c
OKpy>KaroLuen cpenomn.

o HacneancrBeHHass UBME@HYUBOCTDb
nogpasaensercsd Ha KOMOMHATUBHYIO
(peKOMOUHATUBHYO0) U MYTAaLlMOHHYIO.

— MyTaLI,I/IOHHaﬂ NM3IMEH4YUNBOCTb CBA3aHa C
BO3HUKHOBEHNEM MyTauMVI, T.€. Ka4ECTBEHHDbIX
NN KoONN4ecTBEHHbLIX NBMEHEHUNIN TEHOTUNA,
KOTOpPbIE MOTYT nepenaBartbCHd rno HacrencrtnBy.



= MyTauusa — rnaBHasa npuymnHa
BO3HUKHOBEHUSA HaclreaACTBeHHbIX
3aboneBaHun. bnarogaps ectecTBeEHHOMY
oTOOpYy OpraHnU3Mbl- MyTaHTbl MOCTOSAHHO
yoanattca na nonynsaumm (15% nnogos
nornbatoT 0o poxaeHus, 5% - Bo BpeMsi pooB.,
3% - He gocTuratoT nonoBou 3penoctun, 20% -

= He BCTynatoT B bpak, y 10%- 6pak becnnoaeH).
OpHako, B nonynaunm nogaepXmBaeTcs
paBHOBECUE - CKOJIbKO MYTaHTOB NCYE3aET,
CTONbKO U NosABnsAeTcs (3akoH Xapau -
BawnHbepra). Ha 3TOT 3aKOH MOryT BInUATb U
HapyLlaTb ero cnegyruwne dpakTopesl:



= 1. ONIN3KOPOACTBEHHbLIE DpaKku

= 2.9K30reHHble PU3NYECKUE U XUMUNYECKUNE
doakTopbl

= 3.HapyLLUeHNe eCTeCTBEHHOIo oTbopa B
pes3ynsraTe nevyeHunst 6ornbHbIX C
HacneacTBEHHbIMU 3a00NeBaHNSIMN.

= B pesynbrate Bo3gencTBms MyTareHHbIX
doaKTOpOB BO3HMKAET NMaTosiormyeckas
HacneaCTBEHHOCTb, NMPOSABAOLLASCA B BUAE
HacneacTBeHHOU DONe3HM.



= [laTonornyeckasa HacneacTBeHHOCTb —
CBOWCTBO OpraHm3mMa NnoBTOPAThL B psde
NOKOJIEHMWN CXO4Hble HapyLUeHUs npoLeccoB
meTabonuama (Tnnos obMeHa BeLLECTB),
CTPYKTYPbl PYHKLUMN, NOBEeOEHNA U
MHOUBMAyarnbHOro pa3BuUTmUsa opraHM3ma B
Lilenom, obycnosrieHHoe KOMBbUHaTUBHOW NNOO
MyTaLWOHHON N3MEHUYMNBOCTbLIO.

= HacneacrBeHHasa 60ne3Hb- 3TO HapyLUeHue
XU3HeaAeATeNbHOCTU OpraHM3ma,
BO3HUKaloLlee B pe3ynbrate U3MeHeHud
reHeTU4YeCKoro koga (Myrauum),
nepeaarwoLnxcd oT poauTesrien NOToOMKam



= . B BUOe ncknyeHmna He nepenatoTcs
NOTOMKaM TaK Ha3blBaeMbl€ neTaribHble,
cyoneTtanbHble U rMNoreHeTarbHble
HacnencTBeHHblIe DONEe3HM.

= OHKM Yalle Bcero 3akaH4MBaroTCsl CMEPTbIO Ha
BHYTPMYTPOOHOW CTaaum pasBUTUSI UIN BCKOPE
nocne poxgeHus. Hacrtorta nosaBneHud
MYTaHTHbIX FAMET YBENMYMBaAETCHA C BO3PaCTOM
poauTenen.



[MpnyYnHbLI HacneacCTBEHHbLIX bone3Heun.

[TIpnyYnHbI HacneacTBeHHbIX OOMEe3HeN
Ha3blBalOTCS MyTareHaMmu. MyTtareHbl genaTcs
MO NPOUCXOXAOEHUIO — Ha: 3K30reHHble U
3HOOreHHbIe; Mo Npupoae — Ha XMMnN4eckue
n pusnyeckume, omonormnyeckume. K
9K30reHHbIM XMUMUYEeCKMUM MyTareHam
OTHOCATCS psaa nectmungos (repbuungb,
doyHrMUMabl, MUHCEKTULWAbI), MPOMbILUIEHHbIX
coeanHeHun (popmarnbaerna, aletanbgerma,
YPETaH, XJIOPrpeH, arnokcnabl, 6eH3on n ap.);
nULLEBBLIX 00aBOK (LMKamaThl,



= apoMaTU4eCKue yrrneBogoponbl), HEKOTOpbIE
NNeKapCTBEHHbIE BeLLECTBA (LIUTOCTATUKU —
Lumknodgocammag, MutomumumnH C, 5-
doTopypauun; akpuxuH; pTyTHble coOeaANHEHUS,
KOpenH, MbILLbAK U Ap.

= K 3K30reHHbIM (PU3N4YEeCKUM MyTareHam
OTHOCATCSA : MOHM3NpYyoLlaa pagunaung,
nencteun YOI n gp., K buonornyecknm
9K30reHHbIM OTHOCATCS BUPYChI, CNOCOOHLIE
BHeOpATbL cBou reHom B [JHK KneTku xo3dauHa
(Bupychl renatuta B, C, Bupyc
MMMYyHOOeULINTA YernoBeKa,
nanunaomMoBUpycbl 1 Ap.).



= K 3HOOreHHbIM XMMU4YeCKUM BeLLEeCTBaM
OTHOCSITCSl HEKOTOPbIE METADONUTHI,
obpasytoLmeca B rnpoLiecce obmMeHa BELLECTB
(nepekncb Bogopoaa, NUnuAaHble nepekncu) u
CBOOOHbIE paAuKarnbl — OKCUTEHHbIE,
rMOPOKCUIbHbIE, MUNNOHbIE U OP., K
9HOOrEHHbIM PU3NYECKMM MyTareHam
OTHOCUTCSA 3HAOreHHass MoOHU3npyoLLas
pagunauusi, obycrnoBrieHHasa HarnM4ymem B
COCTaBe TKaHeN pagnoaKkTUBHbLIX ANTEMEHTOB:
0K, 14 C, pagoHa v gp.



Knaccudmkauma HacneacTtBeHHbIX (hopMm
naTonorum.

1. Mo BUAOY KNeTOK, B KOTOPbIX
BO3HUKaKOT MyTauuu U aHOMaribHble reHbl
HacnepncTtBeHHble pOpMbI NaTONOrnu
noapasaensioT Ha: raMeTHbIe U
COMaTOKNeTO4YHble (AyTOCOMHbIE).

[[ameTHbIe MyTauun nepegaroTcs rno
HacneagcTBy, a COMaTOKNEeTOYHbIe — HET.
[lpumepamm Takmux 6onesHen ABNAOTCS
pasnnyHbIE OMYyXOSN.



= [1. Mo KNUHNYECKUM NPOABNEHUAM:
= 1. cOOCTBEHHO HacneACTBeHHbIe OONe3HMN.

= 2. HacnepcTBeHHOe NpeapacnonoXeHue K
oone3HAM (MynbTUdaKkTOprUanbHbIe).
CocTaBnaoT NogaBnsAoLL Y0 YacTb O0Ne3HEN
yernoBeka. Bo3HuMKaloT npun Bo3gencTesun
HebnaronpuATHbIX aKTOPOB BHELLHEW CPpebl,
HO peanu3auna nx 4ENCTBUSA 3aBUCUT OT
reHotuna (MBC, runeptoHnyeckas 60nesHb,
s13BEHHAas bonesHb, annepruyeckne
3aboneBaHud, OONbLLUMHCTBO 3r1I0Ka4YeCTBEHHbIX
3abonesaHun).



= 3.ypoacTBa (aHOManuu pasBuTmus) — ocoodas
cdoopmMa HacnencTBeHHbIX bone3Hen
CUHOAKTUNA (CpocLUMECS MepPenoHKON
nanbLbl), NoNUaaKTUNNA (MHOronanocTb),
bpaxngakTunms ( (KopoTkonanocTb),
apaxHogakTunua (naykoobpasHble nanbubl);
BCe 3TN BonesHn HacreayeTcs no ayTocoMHoO-
OOMWHAHTHOMY TUNY).

L. Mo Tuny HacnepgoBaHuUA U BUAY
aHOManbHOro reHa pasnuyator:
AOMUHAHTHbIE (ayTOCOMHbIE NN CLENSEHHbIE
C X-XpOMOCOMOW);



= peueccuBHbIle (ayTOCOMHbIE NN CLENSIEHHbIE
Cc X-XpOMOCOMOM), KOAOMUHAHTHbIE,
NPOMEXYTOYHbIE U CMELUaHHbIe.

= [lo ayTOCOMHO - JOMUHAHTHOMY TUNYy
HacreayrTcs 0ObIMHO HE ONacCHbIe AS1A KU3HU
N3MEHEeHUs, aHoMarnuuy, a Takke 0ornes3Hu u
CUHOPOMBI, MpeacTaBnsaoLme anst opraHnama
onpegeneHHy cTeneHb onacHoCTU. bonbHbIe
BbIABMATCA B KAXXO0M MOKONEHUMN.




= K aHOManuam OoTHOCATCHA — KOPOTKOMNAaNOCTh,
MHOronasnocTb (MonuaakTunnsa), CpocLunecs
nanbLbl, NCKPUBNEHUE HOITEN, KOCTEN, YLLUHbIX
PaKoBUH, ONMU30PYKOCTb, AanbHO30PKOCTb,
acTurmaTtuam m T.4.

. K 60ne3HsAM OTHOCATCA: BPOXOEHHbIE
KaTapakTta, rnaykoma, OTOCKIepO3, MbilLeYyHas
atpoduda, MbilLledyHasa AUuCTpodud, Nonnnos
TOJICTOrO KMLLEYHUKa, CepnNUBMNOHO-KIIETOYHaA
aHemMus, Tanaccemus, bonesHb Anburenmepa,
xopesi [ eTTUHIToHa, axoHaponnasnsi, 0ore3Hb
BunnebpaHpa v 1.4.



K cuHOpomamM OTHOCATCS:

- cuHgpom MopdaHa (noaBbIBUX XpycTarnuka,
naydbm nanbLbl, aHeBpuU3mMa aopTbl. CBsi3aH
HapyLleHNeM CUHTE3a OenkoB CoeaMHNTENTBbHON
TKaHW);

- cuHgpoM lNnonbpaeHapa (pacuienneHnem ryool
n Heba, KUCTbl YenCcTn, aHoManun ckenerta);

- cuHgpoM lNopnuHa (pacuienneHue rybol u
Heba, 0OQHOCTOPOHHASA ANCNa3ns yLLHOM
PaKoBWHLI, aHOManuMn No4ek, cepaua,
NO3BOHOYHMKA U reHUTanmn);



= - CAHOPOM aKpoocTeosu3a (pacLienneHune
Heba, «pacTBOPEHME» KOHLIEBbLIX ddanaHr C
yTOMNLeHNneM nanbueB, HU3KUN POCT,
npexgeBpeMeHHoe BbinageHne 3y6oB v ap.)

= 9T aHOManum, 6onesHn N CUHAPOMbI MOTYT
nepenaBaTbCs MO TUMNY Kak MOJSIHOMo Tak u
HEMOJSIHOro JOMUHUPOBAHUS, YTO
onpenenseTcs He TONIbKO rEHETUYECKNMU
doakTopamu, HO N dbakTopamMu BHELLUHEN cpeabl.



= [lo ayTOCOMHO - peLleCCUBHOMY TUNY
nepenaeTcd 00SbLUMHCTBO HACEeACTBEHHbIX
bonesHen. OHM pa3BMBaOTCA Y FOMO3UTOTHbLIX
neten, oba poamnTensa KOTopbiX SIBASAIOTCS
retepo3nrotamm rno 3TomMy Npu3sHaky u
doeHoTUNM4Yeckn 30opoBkl. [1o aToMy TUNYy
nepenaeTca aHomanua B Buae anbouHmu3ma
(n3-3a OTCYTCTBUA U NoaaBfieHNUA aKTUBHOCTU
TUPO3NHAa3bl N HapYyLLUEeHNs npeBpaLleHns
TUPO3NHa B MEMaHUH), a Takke BPOXOEeHHas
[MyXoHeMoTa, UANOTUSA CO CNENOTOW,
LLUN30PPEHUSA, caxapHbIN AnabeT, norHas
LIBETOBAA crienorta, Mukpouedanus,
rmnomnsapHas KaprnmkoBOCTb U AP.




O4yeHb YacTo No ayTOCOMHO-PELIMCCUBHOMY
TUNY NepenarTcs pasfinyHbie HapyLLIEeHUS
obMeHa BeLlecCTB:

- PEHUSIKETOHYPUS (HEQOCTATOK pepMeHTa
[MIOKO30anaHUHIMapoKcunasbl, YTo NpUBOAUT K
HaKonmneHno deHnnanaHnHa),

- ranakTo3emus (U3-3a gedekra depmeHTa
nakrasbl),

- AedouumnT nupopokcnHa (B) (Hapylwaercs
obmeH bernkoB, a/k, nMnNnaoB, MGEepPMEHTOB, YTO
NPMBOAUT K aHEMUN, SNNNENTOPOPMHbLIM
npunagkam),



= ajpeHoreHnTanbHbIN CMHAPOM (brnokaaa
CUHTE3a rMIKOPTUKONAHBIX TOPMOHOB B
KOPKOBOM BeLLECTBE HagMno4Ye4YHUKOB,
KOTopasi ConpoBoOXaaeTcs N30bITOYHbIM
obpa3oBaHMEM aHOPOreHOB —
MacKyInHU3aums y JeBOYEK,
npexaeBpeMeHHOE MoJSIOBOE CO3PEBAHME Y
Manb4YnKOB.

= HacneacrtBeHHble 60ne3HU, cuensfieHHble
C NOJIOM B OCHOBHOM CBSi3aHbl C X-
xpomocomou (okono 100 6on.). bonbWNHCTBO
N3 HUX NnepenarTcs peunccuBHO. >KeHLInHa-
HOCUTENb NaToNorM4yeckoro nNpu3Haka cama
He borneeT




= T.K. 3gopoBada X-XpomMmocomMa AOMUHUNPYET U
nogaBngdeT X-XxpomMacomy C NaTtonorm4yeckum
npu3HakoMm. [pn aTom bonesHb NPosBNAETCH
TOMbLKO Y NnL, My»Xckoro nona. ['lo atomy Tnny
nepenarTcs : AanbTOHU3M (KpaCcHO-3erneHas
crenota), atpodunsa 3puUTernbHbIX HEPBOB,
KypuHagqa crenorta, muonuga [JolleHa,
remodounmsa A (Y111d.), B (1X d.) u ap.

= [lo AOMUHAHTHOMY TUNY cuensIeHHOMY C X-
XPOMOCOMOM MNepenaeTcs
rmnodpocareMmyeckmn paxuT (He
noggaroLmnnca nevyeHunto sButammHamm ).
BoisBnsercsa 60ne3Hb Yy nnL, MY>KCKOro u
WEeHCKOTro nona. HO TaXernee nnortekaeT v




= [lpn NnpomMeXxyTo4yHOM TUNEe HacneaoBaHUS
He OOWH reH He JOMUHUPYET.,

= [Ipy cMEeLUaHHOM TUMNe reH MOXET MPOSABNSATb
cebs y oaHOro 605bHOro Kak AOMUHAHTHbIN, Y
OPYroro — Kak peLeccuBHbIWN.

: [lpy KOOAOMUWHAHTHOM TUMNE
HacrneagoBaHUS NPOSABMAT cebst oba reHa
(maTonorn4yecknn peueccuBHbIN U
HOpManbHbLIN).




= [laToreHe3 HacneaAcTBeHHbLIX ODonesHeun

e MyTauua — Ha4yanbHoe 3BeHO
naTtoreHesa.

= MyTaumm moryT ObiTb ONaronpuATHLIMU U
HebnaronpUATHbLIMK (MATOrEHHbIMMN).



[laToreHHble myTauumn noapasnensioT:

1) Mo npuynHe BO3SHUKHOBEHUS Ha
“CNOHTaHHbIe” U NHAYUUPOBAHHbLIE.
CrnoHTaHHble MyTaLn BO3HUKAKOT
CaMonpon3BOJSIbHO NO4 BO3OEUCTBUEM
€CTECTBEHHbIX YCITOBUN BHELLUHEN U
BHYTpeHHeu cpeabl. HOyLuupoBaHHLIE
MyTaLUuKM Bbl3biBAlOTCA cneunanbHbIMU
BO30ENCTBUAMMN 3K30reHHbIX MyTareHos,
OObIYHO Y 9KCrNepPUMEHTAanNbHbIX )XUBOTHbIX.



= 2) Mo BMAY N3MEeHeHHOro reHeTNYecKoro
MaTepuana myTtauum genartcd Ha:

: a) reHHble (“To4YyeyHble”),
XapaKkTepusyrLimecs NsMeHeHNem
nocnenoBartenbHOCTU UK cocTaBa
HYKIeoTua0B B reHe (He BbISABMSOTCS
MUKPOCKOMUYECKMN).

= 0) XpOMOCOMHbIEe, NPOSIBAILLINECS
N3MEHEHNEM CTPYKTYPbl XPOMOCOM
(BbIABNAOTCA MUKPOCKOMUYECKN) Npun
HEN3MEHHOCTU UX YMCria B KIETKE.

= B) reHOMHbIe, XapaKTepusyoLjmecs
N3MeHeHNeM Yncna (KpaTHbIM U1 HEKPATHbLIM)
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= 1) Mo npnynHe BOSHNKHOBEHUA Ha
“CNOHTaHHbIE” N MHAYLUUPOBAaHHbLbIE.
CroHTaHHblIe MyTaLWUn BO3HUKAKOT
CaMOonpoOn3BOJSIbHO NO4 BO3OEUCTBUEM
€CTECTBEHHLIX YCNTOBUN BHELLUHEWN U
BHYTpeHHeu cpeabl. NHOyLuupoBaHHLIE
MyTaLWKM BbI3bIBAOTCA cneunanbHbIMU
BO34ENCTBUAMMU 3K30rNeHHbIX MyTareHoBs,
OObIYHO Y 3KCrnepUMeHTanNbHbIX )XKUBOTHbIX.

= 2) No Bnay nameHeHHoOro
reHeTMn4ecKoro martepuana Mmytaumm genarcs
Ha:



= a) reHHble (“ToYyeyHble”),
XapaKkTepmayowmnecss USMeEHEHNEM
nocnenoBsartenbHOCTU UK cocTaBa
HYKNEeOoTUAOB B reHe (He BbISBAKTCS
MWKPOCKOMNYECKHN). 6) XPOMOCOMHBIE,
nposBnArLWmMeca USMEHEHNEM CTPYKTYPbI
XPOMOCOM (BbIABMAATCA MUKPOCKOMNUYECKN)
NpPM HEM3MEHHOCTU UX YMCSIa B KNETKE.

= B) FeHOMHbIe, XapaKkTepuayrLimec
N3MeHeHNeM Yncna (KpaTHbIM U1 HEKpPaTHbIM)
XPOMOCOM.



= OOHako, HeobxoAMbIM YCIIOBUEM ONH
BO3HMKHOBEHUS MyTaLUMN SIBNSIETCS
HeJocTaTodHas aKTUBHOCTb CUCTEM
ODHapyXeHns N ycTpaHeHUA NoBpeEXaEeHNN
[NHK, HasblBaeMbIX cuctemamu penapawum
MexaHn3MbIl reHHbIX Oone3Heun

* [eHHble myTauuu. N'eHHaa myTauusa no
CpaBHEHUIO C XPOMOCOMHOW 3aTparmBaeT
CPaBHUTESNIbHO HEDONbLLLIOW Yy4acTOK
reHeTn4yeckoro marepmana n oobbI4YHO
COMNPOBOXOAETCA MeHee rpybbiMu
HapyLIEeHNSIMN



= PenpogyktnBHaga pyHKUNA HOCUTENA NPU 3TOM
COXPaHAETCS U Takne 3aboneBaHusa Yalle
nepenarTcs B NOKONEHUAX, T.e. ABMNAKTCH
HacneacTBeHHbLIMW B MOSTHOM CMbICIle CnoBa.

= B pesynbrate mytauunm obpasyertcs
aHoMarbHbIN FTEH C U3BMEHEHHbLIM KOOOM.

= Pa3nnyaroT TPU OCHOBHbIX NYTU
peanusaumv AeUCTBUA aHOMAasrlbHOro reHa,

= OOpa3oBaBBLUErocsicA Bcreancreuve
MyTauuu. 1-u nyTb peanusauyum oencTBuUsA
aHOManbHOrO reHa. nposiBNsETCA B BUAE
npekpalleHna unu gedpeKkra CuHTe3a
CTPYKTYPHOIro unu PyHKLUOHaribHO
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, YTO NPUBOAUT K HacrneacrtBeHHon bonesHn. B
KayecTBe npumMepa MOXKHO MPUBECTU
rmnoanboOyMMHEMUIO — PE3KOE CHUKEHUNE
KonnyecTBa anbbyMMHOB B KPOBU, YTO
npegpacnonaraeT K nacTo3HOCTU, HacneayeTcs
Kak ayTOCOMHO-PELIECCUBHbIN MPU3HaK

rmnoPnopuHoOreHeMUIo - PE3KOE CHMKEHNE
KonnyecTtBa ndbpuHOreHa B KPOBU, YTO BEOET K
HECBEPTbIBAHMIO KPOBU U K KPOBOTOYNBOCTMN,
HacnegyeTca No ayToCOMHO-peLeCCUBHOMY
TNy, remocpunuio A — gedpunumnt
npokoarynsaHTHoro gakrtopa Vi,
KPOBOTOYMBOCTbL, HacneaoBaHMe peLecCuBHOE,
cuenneHHoe ¢ X-XpoMOCOMOW:



, remochunua B —opedoununt npokoarynsgHrta |IX
(Kpuctmac-aktop), KpOBOTOUMBOCTD,
HacnegoBaHUe peLieccuBHoe, cuenneHHoe ¢ X-
Xpomocomowu; remohbunua C — pecomunt
npokoarynsaHTHoro paktopa Xl (Po3seHTtarnb-
doakTop), KPOBOTOUNBOCTb, HAacneagoBaHue
OOMWHAHTHOE (MM NoNyaoMUHaAHTHOE)
ayTOCOMHOE; a- Unu
rmrnoraMmmMarnooyrnmHeMuro — pe3koe
CHMXXEHUe KonmyecTBa Y-rnodyrnHoB,
CHMXXEHUE PE3UCTEHTHOCTU K DakTepuanbHbIM
MHJEKUMAM, OCOOEHHO BEPXHUX AblXaTeNbHbIX
nyTewu, HacneuosaHme peLl,eCCI/IBHOe
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= 2-U NYTb peanu3aunv AeucTBusa
aHOMasibHOro reHa:. npuMBOAUT K
npeKkpaLleHunto unn gedreKkTy cuHTe3a
depmeHTa 1 BO3HUKHOBEHUIO
HacrnegcTtBeHHon 6onesHn. K atoun rpynne
OTHOCAT OOLLINPHBLIN Kpyr OonesHen —
doepmMeHTOnaTUM.

= 'MnoTnpeo3s (+306) xapakTepmnayeTcs
YMEHbLUEHUEM CEKPELIMN TOPMOHOB
LLITOBMOHOMN Xerne3bl (TUPOKCUHA,
TPUNOOATUPOHNHA) BCrneacTeme gepuunta
Kakoro-nmbdo doepmMmeHTa, y4acTBYIOLLENO B UX
CUHTe3e. HacneooBaHMe ayTOCOMHO -
DeLleCCYBHOe.




= ANbOUHN3M XapaKTepnasyeTcsa OTCYTCTBUEM
MenaHunHa B KoXe (gennrmeHTaums)
BCneacTeme gedpunumnta epmeHTa
TUPO3MHAa3bI, NPeBpaLlaloLLLEro TUPO3UH B
OO®A, a IODA B npomMmenaHnH, HacneayeTcs
MO ayTOCOMHO-PELIECCUBHOMY TUMY.

= MyTauma MOXXeT KacaTbCA U FreHOB,
KOHTpOonMpyrLwmx depmeHTbl penapauum JHK.
B Takux crny4yaax noBbILLAETCH
YYBCTBUTENBHOCTb OpraHM3ma K ny4YyeBbiM U
OpYyrum MyTareHHbIM BO3OEUCTBUAM.
CumnTaeTtcs, YTO 3r0Ka4YeCTBEHHbIN POCT,
npexaneBpemMeHHoe cTapeHue, KonnareHosbl
NMEeT B CBOEeM NnaTtoreHese takume xe



= 3-1 NyTb peanu3aunn geucTBus
aHOMaJIbHOro reHa cBfi3aH C CUHTE30M
naToryiorm4yeckoro o6erika 1 Kak cneacrsue
3TOro - BO3HUKHOBEHME HacreacTBEHHOU
bones3Hun. lNpnmepom sBrNaeTcs ceprnoBUaHO-
KNeTo4yHasa aHeMUs, xapakrtepusyoLwlasaca
cuHTe3omMm nartonorundyeckoro HbS B R-uenu
KOTOPOro BMECTO OTpuLIaTENbHO 3apAXXeHHOU
MIOTAaMUHOBOW KNCMOTbl HAXOAUTCH
HEUTpPanbHbIN BanuH. Bcnegcteue aToro
HbS cTtaHoOBATCA 3aneKTpoHeNTpanbHbIM U
fierko obpasyert KoOMMseKkcbl, 0COOEHHO Npw
HeEXBATKe Kncnopoaa.



= DTN KOMMNJ1EKCbl 4€DOPMUPYIOT 3PUTPOLIUTHI,
KOTOpble NpuobpeTatoT BCreacTeme 3Toro
cepnoBuUaHY OOPMY U FNErKo NoABEpratoTcs
remonmnay. B pesynesraTte aTOro BO3HMKaET
TSHKenasa reMmonimTunyeckasd aHeMUSI.
HacnepnoBaHme ayTOCOMHO — peLeCCUBHOE,
6onelT roMo3nroTbl, FrETEPO3UTOThI
NpaKkTU4YeCKN 300P0BbI.



MEXAHU3Mbl XPOMOCOMHbIX
BOJIE3HEM

XPOMOCOMHbIE MYyTaLWU B OTNINYME OT
EHHbIX 3aTparnBalroT 3HAYUTENLHO OONbLLLINN
o0beM HacneacTBeHHoro marepuana. OHu
MOryT ObITb OOYCIIOBIMEHbI NBMEHEHMNEM
CTPYKTYpbl XpoMocoM (noBopoTom Ha 180° —
MHBEpPCUeENn), BbinageHUeM y4acTka XpOMOCOMb
— neneumen, oOMeHOM CerMmeHTaMmm mexay
XpomMocomMamMun — TpaHcokaumnen, ygBoeHnem
OTAENbHOro y4yacTtka — gyninkauneun,
N3MEHEHNEM YMCIia XPOMOCOM



= HacneacTtBeHHbIe OONe3HU, cBsi3aHHbIe C
N3MeHeHneM CTPYKTYpbIl U (unu) ymcna
nonoBbIX Xxpomocom. OOHNM U3 MEXaHN3MOB
ABMAETCHA HApYyLUEHNE CTPYKTYPbI UM
HEpPAaCXOXXJEeHUA KaKon-nmbdbo ogHOW Unu
HECKOJSIbKMX Nap XpOMOCOM B rnpoLecce
raMeToreHesa, 4to NPMBOAUT K MNOABNEHUIO
NaTonorn4yecknx raMeT ¢ HegocTaToO4YHOWN UNn
NULLIHeN xpomocomou. [1pu onnogoTBopEeHUN
TakuX raMeT obpasyroTcs 3UroThl U POXKOakTCH
MHOMBUObI C XPOMOCOMHbIMU DONE3HAMMW.



= CuHgpom LUepeweBckoro — TepHepa.
BcTpeyaeTtca y XeHwWwuH. Bo3HuKkaeT npu
CITUAHUN NAaTONOrM4YeCcKoUn XXEHCKON raMeThil,
NULLIEHHON X-XPOMOCOMbI, C HOpManbHOW
MY>XCKOW raMeToun, UMeIoLLEN X-XPOMOCOMY,
NN NPU CINMAHUN HOPManbHOWU XXEHCKOU
raMeTbl, cogepXaLlien ogHy X-XpOMOCOMY, C
NaTonorM4eckon My>CKowu, nNMLLIeHHON NOMnoBbIX
XpomocoMm. Kapuotun y 605bHbIX C CUHOPOMOM
LLlepelueBckoro — TepHepa xapaKkTtepusyetcd
Hannynem ogHou X-XpoOMOCOMbl BMECTO ABYX;
obLlee yncrno xpomocom 45; Bce ayTocombl € 1-
N No 22-10 napbl 6€3 OTKITIOHEHUN OT HOPMbI.



= bonbHbIe HU3Kopochble. [lonoBblie opraHbl y
HUX HeOOopPa3BUTbI, ANYHUKN TUMOMN1asnpoBaHbl
NN OTCYTCTBYIOT, MO3TOMY 3TU OOMbHLIE HE
OCTaBSAOT NOTOMCTBA. XapaKTepHa Takxe
KOXHas cknagka Ha wee (Pterigium coli). 9T1un
OofibHble YMCTBEHHO OTCTanble, NoabopoaokK
YMEHbLLUEH - NMNLO HAanNnoOMWUHAaET «CAOUHKCa.



= CuHgpom KnanHdenbrepa. XpoMoCOMHas
b60f1e3Hb MYyXX4MH. BO3HWKAET Npu CrNSHUN
NaToONTOrM4YEeCKOU XXEHCKON raMeThl,
coaepXkallen aBe X-XpoOMOCOMblI, C
HOpMaribHOU MY>XCKOW raMeTou C Y-
XPOMOCOMOU 1NN NPU CINAHUN HOPMaNbHOW
XXEHCKOW raMmeThbl, cogepkallen oaHy X-
XPOMOCOMY, C NaTONOrM4eCckon My>KCKOW
raMeTon ¢ XY-XpomMoCcoMaMMu.



= Kapuotnn y 605bHbIX C CUHOPOMOM
KnanHdenstepa xapaktepusyeTca Hanndmem
OBYyX X-XpOMOCOM M OOHOMN Y-XPOMOCOMbI.
Obulee Konn4yecTBo XpoMmocoMm 47 (Kapuotun
XXY). Bctpeyvaetca n 48 (XXXY). Anga Hux
XapaKTepeH BbICOKMW POCT, aCTEHMUYECKOE
TENoCcnoXeHue, ANMMHHbIE KOHEYHOCTMH,
asoocnepmusa (oOTCyTCTBUE criepmaTo3onagos),
becnnoave, yMCTBEHHAs OTCTasNOCTb.



= bone3Hb [layHa. BcTpeyaetca y My>X4YUH U 'y
XeHwwuH. Kak npasuno (B 95% cny4aeB), oHa
Xapaktepusyertcda Tpucommen no 21-n nape
ayTocoM. B comaTunyeckmx Knetkax y neteun 47
XPOMOCOM, 3TO PA3HOBUOHOCTb OETCKOW
onuroppeHnn. OHa npoaBnseTcs: yMCTBEHHAS
OTCTanoCTb, ManblX pa3mep 4Yepena, NNOCKUMA
3aTbIfIOK, MUKpobpaxuuedanusa (o4etm ogHOW
MaTepn), MOHIONIONAHbLIN TUM NnLa, KOcoe
PaCrnonoXeHne rnas, oTcTanocTb B PpOCTe,
KOpPOTKME KOHEYHOCTU, HeOOopa3BUTUE NOSIOBbIX
opraHoB. OgHaKo onmcaHbl XXEHLNHbI C
bonesHbto [layHa, poxaBlune geTen, 4acTb U3
KOTOPbIX TaKke cTpaganu oonesHbio [layHa.
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= Tpucomunsa 13 napbl BeAET K BOSHUKHOBEHUIO
cuHgpoma laTtay (910 cybnertanbHas
aHoManus)- MuKkpouedanua, Nopokn cepaua B
100%, netn xuByT okorno 100 gHewn.

m Tpucomua 18 napbl cMHapom daBapaca
(Takke cybrnetanbHasg aHOManug, XnUByT OT 2
0o 10 mecsueB, xapakTepHa MUKpouedanus,
NOPOKN Pa3BUTUSA MOSIOCTU pTa, UOANOTU3M,
NOPOKM cepAaLa.

. Tpucomusa no 22-n nape XpoMoCom
XapaKTepusyeTcs pe3kon 0fIM30pyKOCThbIO,
cybHOpManbHbIM UHTENIEKTOM,
arpeccmBHOCTbLIO N Ap.



= YPOBHM NpPoOSABrieHUN HacnegcTBeHHbIX
MyTaLUn:

= 1.Mopdronornyecknm —Bon4ybda nacTb, NOPOKU
cepAua, MHoronasnocTb.

= 2.PN3NO0NOrMYECKNN — TMNEPTOHUS, AnaberT,
remMounua, gansToOHN3M, OMYXOrn.

= 3. buuoxnmmyeckumn — (sH3MmonaTum) —
HapyLwleHne obMeHa BeLLeCTB, ranakro3emMus,
ankanToHypus, EeHUNKETOHYPUS.



* MMpMHLUUNbI ANAarHOCTUKM:

= 1. ccnegoBaHme KkapuoTtuna- bpaTtb KNETKMN U3
aAMHUNOTUYECKOU KUOKOCTW.

= 2. MaccoBble buoxmmmnyeckmne nccnegoBaHUS-
CKPUHUHI Ha BbiABNEHNE PeHUNKETOHYPUN,
MYKOBMCLIMO03a.

= 3. DKCNpecc- aHanm3 Mo4vum 1 Kana.

= 4. MaccoBble CKPUHUHI- UMMYHOIOrn4eckme
nccnegoBaHus.

= 5. [eHeTn4eckne nccnegoBaHus B Kynstype
KNETOK.



= [Ipn3Haku HacnegcTBeHHOU NaToONOMNU:

= 1.3aTsKHble 3aboneBaHnsa N OTCYTCTBUE
adpdpeKkTa OT Tepanun.

= 2.Hann4yme BpoXXgeHHOM NATONOrUM.

= 3. [eHeanornyeckoe nccrnegoBaHUS.

= METOObl UCCINEOOBAHUA
HACINEOCTBEHHbIX BOJNIE3HEW

= 1. leHeanornyeckun meTtopn - N3y4YeHue
POJOOCIOBHbLIX CEMEWN B pPsife MNOKONEHUN, B
KOTOPbIX YaCTO BCTPEYarTCA aHOMarbHbIE
NPU3HaKN UMK FEHBI.



= 2. Teorpacpmyeckmnm n nonynsauMOHHO -
CTaTUCTUYECKUUN — COCTaBIIEHUNE
POOOCIIOBHbLIX cpean 0osbLLIOoOW rpynnbl
HaceneHua ¢ nocneayrwnum cTatTuCTUYEeCKNUM
aHanM3oM nposaBNeHNUA NAaTONOrMYeCcKoro
Npu3HaKa, a Takke Ha U3y4yeHuu
pacnpoCcTpaHeHHOCTU HacneaCTBEHHbIX
3aboneBaHnn B pasnnyHbIX reorpadonyeckmnx
30Hax n obnactax. [lo3BonsaeT BbISBUTL
NaToNIoOrM4YeCcKne reHbl, UMerLLne LLNpoKoe
pacnpoCcTpaHeEHWe U reHbl BCTpeyatolmecs B
CTPOro onpeneneHHbIX reorpaduUyecknx 3oHax.



= 3. BnusHeUoOBbLIN MeTOA - N3y4aeT
OTHOCUTENbHYIO POJSib HACNeACTBEHHOCTU U
cpedbl B pa3BUTUN OpraHn3ma.

o 4 UntoreHeTu4YeCcKun metoa —
MWUKPOCKOMNUYeCcKoe n3yvyeHne CTPYKTYpPbl U
YMUCII0 XPOMOCOM KIETOK ( NEUKOLINTOB,
anuTenua u ap.).

= 5. buoxummyeckmnm — onpegereHme
doepMeHTOB 1N UX NPOAYKTOB.

. 6. Jepmatornundmka — n3yyeHue
HacneacTBEHHOW NMaTonorMm No XxapakTepHbIM
OCODEHHOCTAM PUCYHKa NIMHUWX NagoHn n
nanbLEB



= Ypes3BblYanHO BaXkHa paHHAA AMarHocTuKa.
Cenyvac nNpUMeHSAIOT CKPUHUHT - TECTbI —
aKcnpecc - gnarHocTtuka. BeoguTtca nonoxeHue
O TOM, 4YTODObI Y BCeX poamBLLUMXCA Obina
nccnegoBaHa KpoBb Ha OEHUNKETOHYPUIO,
ranakro3semMuio a.p.



BpoxaeHHble bone3Hn. ®eHokonuu.

TepMnH « BpoOXXOeHHble 605ie3Hn»
MCMOMb3YOT ANA 0003Ha4YEeHUS TEX
3aboneBaHnn, PEHOTUNNYECKUE NPOSABIEHUS
KOTOPbIX NPUCYTCTBYIOT NPU POXOEHUN pebeHka
N MOTYyT ObITb BbIABNEHbI U3NKarnbHO (OCMOTP,
nepkyccusa, nanbnauua, ayckynsraums) Unm c
MOMOLLbIO OOMOSTHUTENBHBIX ANAarHOCTUYECKUX
METOLOB.



= K BpOXAeHHbIM OTHOCUTCA DorbLUas YacTb
HacrneAcTBEeHHbIX OOne3Hen U Ta YacTb
npunobpeTeHHbIX (AMbpronaTtun n
doeTonatum), KOTOpble BO3HUKIIN BO
BHYTPMYyTPOOHOM nepuoae pa3BuUTus B
pe3yrnerate HebnaronpUATHLIX BIMAHUU Ha
OMOPWOH U Mo pasnnyHbIX akTOpPOB B TaK
Ha3blBaEMbIE KPUTUYECKME NMepuobl.
Pas3nu4yatoT ABa OCHOBHbIX Nepuoaa, aTo:

= 1-9 Hepens, 3akaH4YMBaOLLAACS
MMNIaHTaunen n BK4YatLlaa nepexon
3apofbilla OoT cTaaun ApobneHns K
OndepeHLMpPOBKE Ha TPU 3apodblLlLeBbIX
nMACTKAa:



= 2-51 — 3aKnajgka opraHoB M nnaueHTbl (3-8
Hen.).

o Bce npuynHbl MOryT ObITb pasaeneHsl Ha
3 OCHOBHbI€E rpynnbl: 1 — HENOSTHOLEHHOCTb
NONOBbIX KNETOK UMnn rametonaTtumn; 2 —
naToreHHble pakTopbl BHELLHEN cpeabl; 3 -
bonesHn marepu.

= 13 BCex HapyLleHnun cobCTBEHHO
BHYTPMYTPOOHOIo pa3BUTUA MOXHO BbIOENUTD:

= 1. Bnactonatun. Bo3HukKaT Bcrneacreue
HepacxoXgeHuUs XpoMOCOM B KIeTKkax noa
BNMAHMEM (PAKTOPOB BHELLUHEWN cpedbl U
NposaBNAeTcAa B HapyLleHUn popMnpoBaHnS
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= MTOSIBNIEHMNE CpaLLEHHbIX ONMM3HELIOB,
LMKNOMeEHUN 1 T.4.), 3aepXKa npouecca
MMMMaHTaumMm HapyllaeT pasBuTme 3apoabllla
N 4acTo NpMBOAUT K ero rmbenu.

= 2. IMbOpuonatun. HapyuwieHna B nepuoae
amMbpuroreHesa npuUBOAAT K HapyLLUEHUIO
opraHoreHesa (MOPOKU pa3BUTUA MO3ra, rnasa,
cepaua u T.4.).

= 3 PeTOnaTuUU - HapyLleHUE pa3BUTUA TEX
OpPraHoB U CUCTEM, KOTOPbIE MPOoaomKatT CBOe
doopmmpoBaHue B nnogHbin nepuon (LHC,
9HOOKPWHHOW, MONOBOWU, cepae4YHO-COCYANUCTON,
CUCTEMbI COEANHUTENBHON TKaHN).



= [laTonorna nnogHoro nepmnoaa B 3HAYUTENBHOU
CTeneHn ced3aHa ¢ HapyLeHUAMN CUCTEMBI
MaTb — nnod. Ecnu HapylwaeTtc4a
KpoBoobpaLlleHue B nnaweHTe, To 3TO
NPUBOAOMUT K HApYyLUEHUIO TPOMUKM Nnoga, ero
don3mnornorm4eckon HespenocTtn. Ecnum xe
BCIeacTBMe coMmaTudeckux sabonesaHun y
MaTepu cTpagaeT PYHKUUSA TONbKO KaKoro-To
onpegeneHHoro opraHa, To y nfoaa
N3MeHAeTCa PYHKLUNA rOMONOrMYHOro opraHa
(cneundunyeckme goetonaTtmn), Tak, KEHLMHbI C
3aboneBaHnAMU cepaLa HeEPEOKO poXatoT
OETEN C NOpOKaMm AaHHOIo opraHa.



= DeHOKONUU — HeHacneacTBeHHble
BpOXAEeHHbIe UNN NpuodpeTeHHbIe B
paHHeEM BO3pacTe 00sfie3Hn, CXOOHbIE MO CBOUM
KITMHNYECKUM MNPOSABIEHUSIM C
HacneacTBEHHbIMK 3aboneBaHUAMN. X
OTITMYUTENBHbIN MPU3HAK — 3TO NOABIEHUE K
MOMEHTY poxXaeHusa. OHM BO3HUKAIOT B
pes3yrnbsrarte Bo34eNCTBUA NaTOreHHbIX
doakTopOB Ha SMOPUOH-MII0A U,
cnegoBaTernibHO, SABASAOTCA NPUOOPETEHHBIMU
BHYTPMYTPOOHO BO BpeMsi ObepeMeHHOCTN Nnu
Npu NPOXoXaeHnn Yyepes poaoBbie NyTH BO
BPEMS POOB.



= Hanpumep, rapronnnam — xapakTepusyeTcs
HaKonneHnem n3dbITOYHbIX KONTMYECTB
raHrnMo3mnaoB (CManornMKoNMNUAoB) B TKAHAX
BCEX OPraHoB. Y B0nbHbIX OTMEYaeTcs
KaprinkoBbIX pOCT (axoHaponnasuns), bonbLias
ypoanueas rofiosa, Hann4ne KatapakThl,
rmyxora, Kndos. HacnegoBaHue peLleccuBHOE,
ayTOCOMHOE UNKn cuensieHHoe C X-
XpomMocoMoW. BcTpevaeTcsa Kak dpeHoKonug
(BpoxaeHHas bonesHb) y AeTen, poanTtenu
KOTOPbLIX O0MbHbI ankorosin3aMmomM.



* [MnoTnpeos HacneayeTca Kak ayTOCOMHbIN
PELIECCUBHbLIN NPU3HAK, BCTPeYaeTcs Kak
doeHoKkONNA B panoHax, rae NuTbeBaqd Boaa
benHa noaom.

= KaTapakTta Hacrneayetca Kak
OOMUHAHTHbIN ayTOCOMHbIV NMPU3HaK,
BCTPeYaeTcd Takke Kak doeHoKonua y OeTen,
POXOEHHbIX XXEHLMUHAaMWN, KOTOPbIE BO BPEMS

bepemMeHHOCTU 0brny4vyanucb unn dornenwu
KpaCHYXOMW.



* [MnoTnpeos HacneayeTca Kak ayTOCOMHbIN
PELIECCUBHbLIN NPU3HAK, BCTPeYaeTcs Kak
doeHoKkONNA B panoHax, rae NuTbeBaqd Boaa
benHa noaom.

= KaTapakTta Hacrneayetca Kak
OOMUHAHTHbIN ayTOCOMHbIV NMPU3HaK,
BCTPeYaeTcd Takke Kak doeHoKonua y OeTen,
POXOEHHbIX XXEHLMUHAaMWN, KOTOPbIE BO BPEMS

bepemMeHHOCTU 0brny4vyanucb unn dornenwu
KpaCHYXOMW.



= OCHOBHbI€ NPUHUMUMNbI NeYeHns
HacrneacTBeHHOM NaTosiIorumu.

: Hanbonee pacnpocTpaHeHHbIMU
METOAaMN NeYeHUst ABRSTCS XUPYpPruyeckoe
fieyeHmne, 3aMecTuTenbHaa Tepanus u
aunetotepanus.

: Xupyprumyeckoe rie4yeHue LLNPOKO
NPUMEHAETCA NPU UcnpaBneHUN NOPOKOB
Pa3BUTUA TUNA CTEHO3a NPUBPATHUKA, MOMNMN — U
CUHOAKTUINN, pacLlenuHbl ryobl v gap. Npu
HacneacTBEHHbIX UMMYHoOA4eULNTAX
MCNonb3yeTcda nepecagka TMuMmyca Unm KOCTHOro

MO3Ia, a Npn aytToMMMYHHbIX HaCJ1€4CTBEHHbIX
nANnAaliacray danhbnonoaT vVAanauiaa TIANMN/ D



= 3aMecTUTerNbHaA Tepanua HarnpasreHa Ha
BOCCTaAHOBNEHNE HegocTaTka OMOXMMUNYECKOIo
cybcTtpaTa (Hanpumep, npm caxapHom gnaberte -
MHCYINMWHa 1 ap )

=  NueTtoTepanua paccmaTpmMBaETCA He TOMNbKO
Kak CpeaCTBO JIe4YeHUA, HO U npodunakTuku. B
OCHOBE NEXWUT YyCTPaHEHUE UNN YMEHbLLEHUE B
paunoHe naumeHTa onpeaeneHHoro Nn1LEeBOro
doakTopa ( Hanpumep, Npu PEHUNKETOHYPUN NpY
nepuunTe dpepmeHTa doeHmnanaHnH-4-
rmapooKkcunasbl oeHunanaHmH He npeBpaLlaeTc
B TMPO3WH, a obpa3yloTca npeaLlecTBEHHUKN -
doeHnNNMpoBUHOrpagHas KMcnoTa,
dbeHnN3 TMNamMuH.



= KOTOPble BOIOKUPYIOT NOCTYNsieHUe TpuntodaHa
B HEPBHbIE KNETKNU U CUHTE3 B HMUX Derka.
Pesynbratom siBNseTcs paHHUE
NMCUXOHEBPOOrM4YeCckne N3MeHeEHNS y
pebeHka..B aTom crnyyae BckapmnmBaHue
pebeHKa crneumnanbHbIM OENKOBLIM
rmaponmn3aTomMm, B KOTOPOM COOEPXKUTCS TONbKO
21% dunsmonornyeckom Hopmbl
deHnnanaHnHa, HopMmanmayet oOMeH BELLIECTB
N npenoTBpaLlaeT UBMEHEHMSI CO CTOPOHBI
HEPBHOW CUCTEMBI.



