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

= Kadheapa natocdusmnonorum

= Jlekumnsa 7

= POJ1b HACJIEACTBEHHOCTU B
NMATONOIMMNA

= 2012 r.



= HacneacTBeHHble DOME3HU NMpeacTaBrieHb
NPakTUYECKN BO BCEX MEONLIMHCKUX
cneunanbHOCTAX. OTO MHOMOYUCIIEHHbIE
6ore3Hn BHYTPEHHUX OpraHoB, 0bMeHa
BELLlECTB, KPOBU, SHOOKPUHHOWN CUCTEMBI,
rneyeHu, rnas, Mo4enosioBon CUCTEMBI,
HEPBHbIE U Mcuxmnyeckme 3abosreBaHua n 1.4.
Hanpumep, B gepmMmaTtonornm n3BecTtHoO OKOJ10
250 HacneacTBeHHbIX 3aboneBaHun, B
odotanbmonoruu cebile 200, B KNMUHUKE
HepBHbIX bonie3Hen — okorio 200.

= Cpean bonesHen yernoBeKka reHHble 6one3Hu
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
bonesHamu poxpatotea 0,7% oT Bcex
XNBOPOXKAEHHBLIX MNnaaeHueB. OCHOBHas 4YacTb
9MOPUNOHOB C XPOMOCOMHbIMW aHOMaTUAMMU
nornbaeTt ewle 40 POXOEHUS, YTO
obycnasnmBaet bonee 40% CnNOHTaHHbIX
abopToB M OKOMNo 6% MepTBOPOXAEHNN.



= HakoHeL, CyLleCcTBYeT pAad LLUNPOKO
pacrnpocTpaHeHHbIX DONME3HEN C
HacneaCTBEHHbIM MPeapacnoroXeHnem
(aTepocknepos, rmnepToHnyeckasa 0onesHeb,
aunaberT, WwnsopeHua n gp.)

m OCHOBHbIE NMOHATUA

» HacneacTtBeHHOCTb — 3TO CBOUCTBO KJIETOK
U OpraHu3MoB nepeagaBatb CBOM aHaTOMO-

cbousnonornyeckue npm3Hakm (0cobeHHOCTH)
noToMkam. OT poauTenem notomMmkam

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




= [lepepayva ocyLlecTBNAETCS C MOMOLLbIO FreHOB
— MaTepuarbHbIX eOUHUL, HaceaCTBEHHOCTH.
'eHbl — 3TO y4yacTkm monekynel AHK, Hecywme
MHOPMaLINIO O CTPYKTYpEe OQHOU
nonunenTuaHou uenn (benka), oCHOBHas
egvHnUa HacrneacTtBeHHOCTU U rmaBHbIN
CTPYKTYPHbI KOMMOHEHT XPOMOCOMBbI.

= . ObLyee 4ncno XxpomMocoMm y YerioBeka B
comaTtundeckoun kretke 46 (23 napeol), a B ramete
23. XpoMocoMbl ¢ 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 (UUCTPOHLbI), onepaTop.bl
N perynatops.l.



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

= [eHOTMNOM Ha3biBaeTCA COBOKYMHOCTb BCEX
[€EHOB U reHeTUYEeCKNX NPU3HAKOB
opraHusma.

= KapnoTnnom Ha3bIBaKOT NOJIHbLIN HAOOP
XPOMOCOM B KJIETKE, XapaKTepHbIU Anf
OAaHHOro opraHusma..




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

* A3ME@H4YNBOCTb — C OOQHOW CTOPOHbI
obecneyvynBaeT NpoLEecchbl 3BOSOLNN, C APYIroU
CTOPOHbI ABMAETCA OCHOBOWN BO3HUKHOBEHMUS
HacneOCcTBEHHbIX 3aboneBaHUN.

* A3MEeH4YNBOCTb MOXET ObITb
HeHacneacTtBeHHoU (MoandUKauMoHHOMN)
n HacneactBeHHoUu. MognduunpoBaHHas
N3MEHYNBOCTb DOPMUPYET PEHOTUMNNYECKUE
OCODOEHHOCTW opraHu3ma.



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

o HacneancrBeHHass UBME@HYUBOCTDb
nopgpasgensercd Ha KOMOMHaTUBHYIO
(peKOMOUHATUBHYO0) U MYTAaLLMOHHYIO.

— MyTaLI,I/IOHHaﬂ M3IMEH4YUNBOCTb CBA3aHa C
BO3HUKHOBEHNEM MyTauMVI, T.€. Ka4ECTBEHHDbIX
NN KoONM4ecTBEHHbLIX NBMEHEHUNIN TEHOTUNA,
KOTOpPbIE MOTYT nepenaBartbCHd rno HacregcrtnBy.



= MyTauusa — rnaBHasa npuymnHa
BO3HUKHOBEHMA HacneaCTBEeHHbIX
3aboneBaHun. bnarogaps ectecTBeEHHOMY
OTOOpPY OpraHn3mMbl- MyTaHTbl MOCTOSIHHO
yoanatTca na nonynsaumm (15% nnogos
nornbatoT 0o poxaeHus, 5% - Bo BpeMsi pooB.,
3% - He gocTuratoT nonoBou 3penoctun, 20% -

= He BCTynatoT B bpak, y 10%- 6bpak becnnoaeH).
OpHako, B nonynaunm nogaepXmBaeTcs
paBHOBECUE - CKOJIbKO MYTaHTOB NCYE3aET,
CTONbKO U nosBnsaeTcsd (3akoH Xapawu -
BanHbepra). Ha 3TOT 3aKOH MOryT BIUATb U
HapyLlaTb ero cnegyruwmne dpakTopesl:



= 1. ONIN3KOPOACTBEHHbLIE DpaKku

= 2.9K30reHHble PU3NYECKUE U XUMUNYECKUNE
doakTopbl

= 3.HapyLLUeHne ecTeCTBEHHOIo oTbopa B
pe3ynbsraTe nevyeHunst 6onbHbIX C
HacneacTBEHHbIMU 3a00NeBaAHNSMMN.

= B pesynbrate BO3genUCTBmMS MyTareHHbIX
doakTOpOB BO3HWKAET NnaTosiormyeckas
HacneaCTBEHHOCTb, MPOSABAOLLASCA B BUAE
HacneacTBeHHOU DONe3HM.



= [laTonornyeckasa HacneacTBeHHOCTb —
CBOWCTBO OpraHm3mMa NnoBTOPAThL B psde
NOKOJIEHMWN CXO4Hble HapyLUeHUs npoLeccoB
meTabonuama (Tnnos obMeHa BeLLECTB),
CTPYKTYPbl PYHKLMN, NOBEOEHNA U
MHOUBMAYyarnbHOro pa3BuUTmUsa opraHM3ma B
Lilenom, obycnosrieHHoe KoOMOUHaTUBHOW NNOO
MyTaLWOHHOWN N3MEHYMNBOCTbLIO.

= HacneacrBeHHasa 60ne3Hb- 3TO HapyLUeHue
XU3HeaAeATeNbHOCTU OpraHM3ma,
BO3HUKaloLlee B pe3ynbrate U3MeHeHud
reHeTU4YeCKoro koga (Myrauum),
nepeaarwoLnxcs 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 pasBUTUS UITN BCKOPE
nocne poxgeHus. Hacrtorta nosaBneHud
MYTaHTHbIX FAMET YBENMYNBAETCHA C BO3PaCTOM
poauTeneun.



[MpnyYnHbLI HacneacCTBEHHbLIX bone3Heun.

[TIpnyYnHbI HacneacTBeHHbIX OOMEe3HeN
Ha3blBalOTCS MyTareHaMmu. MyTtareHbl genaTcs
MO NPOUCXOXAEHUIO — Ha: 3K30reHHbIe U
3HOOreHHble; Mo Npupoae — Ha XMMnU4eckue
n cbusn4vyeckue, obmonormnyeckue. K
9K30reHHbIM XMUMUYEeCKMUM MyTareHam
OTHOCATCS psaa nectmungos (repbuungb,
doyHrMUMabl, MHCEKTULMAbI), MPOMbILUIEHHbIX
coeanHeHun (popmanbaerna, aletanbgerma,
YPETaH, XJIOPrpeH, arnokcnabl, 6eHson n ap.);
nULLEBBLIX 00aBOK (LMKamaThl,



= apoMaTU4eCKue yrrneBogoponbl), HEKOTOpbIE
rekapCTBEHHbIE BellecTBa (LMTOCTAaTUKN —
Lumknodgocammag, MutomumumnH C, 5-
doTopypauun; akpuxuH; pTyTHble coOeaANHEHUS,
KOpeNH, MbILLbAK U Op.

= K 3K30reHHbIM (PU3NYEeCKUM MyTareHam
OTHOCATCSA : MOHM3NpYyoLaa pagunauug,
aencteun YOI n ap., K buonornyecknm
9K30reHHbIM OTHOCATCS BUPYChI, CNOCOOHLIE
BHeOpATb cBou reHomM B [JHK KneTku xo3dauHa
(Bupychkl renatuta B, C, Bupyc
MMMYHOOeULINTA YernoBeKa,
nanunaomMoBUpycChbl U1 Ap.).



= K 3HOOreHHbIM XUMUYECKUM BeELLEeCcTBaM
OTHOCSITCSl HEKOTOPbIE METADONUTHI,
obpasytoLmeca B rnpoLiecce obmMeHa BELLECTB
(nepekncb Bogopoaa, NUnuAaHble nepekncu) u
cBOOOAHbIE pagnKarbl — OKCUIreHHbIE,
rMApPoKCUIbHbIe, NMUNUAHbIE U AP., K
9HOOrEHHbIM PN3NYECKMM MyTareHam
OTHOCUTCS 3HOOreHHass MoOHU3npyoLLas
pagunauusi, obycrnoBrieHHasa HanM4ymem B
cocTaBe TKaHeW pagmnoaKTUBHbIX SNIEMEHTOB:
0K, 14 C, pagoHa v gp.



Knaccudmkauma HacneacTtBeHHbIX (hopMm
naTonorum.

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

[[ameTHbIe MyTauuu rnepegaroTcs no
HacnegcTBy, a COMaTOKNEeTOYHbIe — HET.
[lpumepamun Takmux 6onesHen ABNAOTCS
pasnnyHbIE OMYXOSN.



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

= 2. HacnepcTBeHHOe NpeapacnonoXeHue K
oone3HAM (MynbTUdaKkToOprUanbHbIe).
CocTaBndaoT NogaBnsAoLL Y0 YacTb O0Ne3HEN
yernoBeka. Bo3HuMKaloT npun Bo3gencTesun
HebnaronpuATHbIX aKTOPOB BHELLHEW CPpebl,
HO peanusauna nx 4ENCTBUSA 3aBUCUT OT
reHotuna (MBC, runeptoHnyeckas 60nesHb,
s13BEHHAas bonesHb, annepruyeckne
3aboneBaHud, OONbLLUMHCTBO 3510Ka4YeCTBEHHbIX
3abonesaHun).



= 3.ypoacTBa (aHOManuu pasBuTmus) — ocoodas
cdoopmMa HacnencTBeHHbIX bone3Hen
CUHOAKTUNA (CpocLUMECS MepPenoHKON
nanbLbl), NoNUaaKTUNNA (MHOronanocTb),
bpaxngakTunums ( (KopoTkonanocTb),
apaxHogakTunua (naykoobpasHble nanbubl);
BCe 3TV OonesHn HacreayeTcsa no ayTocoMHoO-
OOMWHAHTHOMY TUNY).

L. Mo Tny HacnepgoBaHUA U BUAY
aHOManbHOIro reHa pasnuyator:
AOMUHAHTHbIE (aYyTOCOMHbIE NN CLENSEHHbIE
C X-XpOMOCOMOW);



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

= [lo ayTOCOMHO - JOMUHAHTHOMY TUNY
HacreayrTcs 0ObIMHO HE ONacCHble ANA XKU3HU
N3MEHEeHuda, aHoManuu, a TaKkke 0onesHn u
CUHOPOMBI, MpeacTaBnsaoLme anst opraHnama
onpegeneHHy cTeneHb onacHoCTU. bonbHbIe
BbIABMATCA B KAXXO0M MOKONEHUMN.




= K aHOManuam OoTHOCATCHA — KOPOTKOMNAaNOCTh,
MHOronanocTb (NoNMaakTunns), cpocLunecs
nanbLbl, NCKPUBNEHUE HOITEN, KOCTEN, YLLUHbIX
PaKoBUH, ONMU30PYKOCTb, AanbHO30PKOCTb,
acTurmaTtuam m T.4.

. K 60ne3HAM OTHOCATCA: BPOXOEHHbIE
KaTapakTa, rrnaykoma, OTOCKIEpPO3, MbllLieYHas
aTpodud, MbilledyHasa AUuCTpodud, Nonnno3s
TOSICTOrO KMLLEYHUKA, CEPNUBUOHO-KNETOYHASA
aHeMus, Tanaccemus, bonesHb Anburenmepa,
xopesi [ eTTUHIrToHa, axoHaponnasnsi, 0oresHb
BunnebpaHpa v 1.4.



K cuHOpomamM OTHOCATCS:

- cuHgpom MopdaHa (noaBbIBUX XpycTarnuka,
naydbm nanbLbl, aHeBpuU3mMa aopTbl. CBsi3aH
HapyLleHNeM CUHTEe3a OenkoB CoeaMHNTENTbHON
TKaHW);

- cuHgpoM lNnonbpaeHapa (pacuienneHnem ryool
N Heba, KUCTbl YenCcTn, aHoManun ckeneTta);

- cuHgpoM MopnuHa (pacuienneHue rybol u
Heba, 0OQHOCTOPOHHASA AUCNasns yLIHOW
PaKoBWHLI, aHOManMn 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 MOJSIHOIo Tak u
HEMOJSIHOro JOMUHUPOBAHUS, YTO
onpenenseTcs He TONIbKO NrEHETUYECKNMU
doakTopamu, HO N dbakTopamMu BHELLUHEWN cpeabl.



= [lo ayTOCOMHO - peLleCCUBHOMY TUNY
nepenaeTcd 00SbLUMHCTBO HACEeACTBEHHbIX
bonesHen. OHM pa3BMBaOTCA Y FOMO3UTOTHbLIX
neten, oba poamnTensa KOTopbiX SIBASAIOTCS
retepo3nroTamm rno 3TomMy Npu3sHaky u
doeHoTUNMYeckn 30opoBkl. [1o aToMy TUNy
nepenaeTca aHomanua B Buae anbouHmu3ama
(n3-3a OTCYTCTBUA U NoaaBfieHNA aKkTUBHOCTU
TUPO3NHAa3bl N HapYyLLUEeHNS npeBpaLleHns
TUPO3NHa B MEMaHUH), a Takke BPOXOEeHHas
[MyXxoHeMoTa, UANOTUSA CO CNENOTOW,
LLUN30PPEHUSA, caxapHbI AnabeT, norHas
LIBETOBAA crienorta, Mukpouedanus,
rmnomnsapHas KaprnmkoBOCTb U AP.




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

- EHUSIKETOHYPUS (HEQOCTaTOK pepMeHTa
[MIOKO30anaHUHIMApPoKcunasbl, YTo NpUBOAUT K
HaKoMnmneHno dpeHnnanaHnHa),

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

- AeouumnT nupopokcnHa (B) (Hapywaercs
obmeH bernkoB, a/k, nMnnaoB, MEPMEHTOB, YTO
NPMBOANT K aHEMUN, ANUNENTOPOPMHbLIM
npunagkam),



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

= HacneacrtBeHHble 60ne3HU, cuensfieHHble
C NOJIOM B OCHOBHOM CBSi3aHbl C X-
xpomocomou (okono 100 6on.). bonbWNHCTBO
N3 HUX NepenarTcs peunccuBHO. >KeHLIHa-
HOCUTENb NaTONIOrMYEeCKOro npu3Haka cama
He borneeT




= T.K. 3gopoBada X-XpomMmocomMa AOMUHUNPYET U
nogasnsgeTr X-XpomMacomy C natofiorm4eckum
npu3HakoMm. [pn aTom bonesHb NPosBNAETCH
TOMbLKO Y NnL, My»Xckoro nona. ['lo atomy Tnny
nepenaroTcs . AansToHU3M (KpacHO-3ereHas
crenorta), atpodunsa 3puUTernbHbIX HEPBOB,
KypuHaqa cnenorta, muonua ioweHa,
remodounmsa A (Y111d.), B (1X d.) un ap.

= [lo AOMUHAHTHOMY TUNY cuenIeHHOMY C X-
XPOMOCOMOM MNepenaeTcs
rmnodpocareMmyeckmun paxur (He
noggaroLmnnca nevyeHunto sButammHamm ).
BoisiBnseTcsa 60ne3Hb Yy nnL, MY>KCKOro u
WEeHCKOTro nona. HO TaXeree 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
HacrnegoBaHUS NPOSABAT cebst oba reHa
(maTonorn4yecknn peLeccuBHbIN U
HOpManbHbLIN).




= [laToreHe3 HacneaAcTBeHHbLIX ODonesHeun

e MyTauua — Ha4yanbHoe 3BeHO
naTtoreHesa.

= MyTaumm moryT ObiTb ONaronpuMATHLIMU U
HebnaronpUATHbLIMK (MAaTOrEHHbLIMMN).



[laToreHHble myTauumn noapasnensioT:

1) Mo npuynHe BO3SHUKHOBEHUS Ha
“CNOHTaHHbIe” U NHAYUUPOBAHHbLIE.
CrnoHTaHHble MyTaL BO3HUKAKOT
CaMonpon3BOJSIbHO NO4 BO3OEUCTBUEM
€CTECTBEHHbIX YCITOBUN BHELLUHEN U
BHYTpeHHeu cpeabl. NHOyLupoBaHHLIE
MyTaLuKM Bbl3biBalOTCA cneunanbHbIMA
BO30ENCTBUAMMN 3K30reHHbIX MyTareHos,
OObIYHO Y 9KCrNepUMeEHTAanNbHbIX )XUBOTHbIX.



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

: a) reHHble (“To4YyeyHble”),
XapaKkTepusyrLimecs NUsMeHeHNeM
nocnenoBartenbHOCTU UK cocTaBa
HYKI1eoTUa0B B reHe (He BbIABMNSOTCS
MUKPOCKOMNUYECKMN).

= 0) XpOMOCOMHbIEe, NPOSIBAILLINECS
N3MEHEHNEM CTPYKTYPbl XPOMOCOM
(BbIABNSAOTCA MUKPOCKOMUYECKUN) Npu
HEVU3MEHHOCTM UX YUCIa B KIETKE.

= B) reHOMHbIe, XapaKTepusyoLimecs
N3MeHeHNEM Yncna (KpaTHbIM U1 HEKPATHbLIM)
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= 1) Mo npnynHe BOSHNKHOBEHUA Ha
“CNOHTaHHbIEe” U MHAYLUUPOBAHHbLIE.
CnoHTaHHble MyTauuUn BO3HUKAIOT
CaMOonpoOn3BOJSIbHO NO4 BO3OEUCTBUEM
€CTEeCTBEHHbIX YCNOBUU BHELLHEN U
BHYTpeHHeu cpeabl. HOyLuupoBaHHLIE
MyTaLWnn BbI3bIBAKOTCA cneunanbHbIMU
BO34ENCTBUAMMN 3K30MeHHbIX MyTareHoB,
OObLIYHO Y 3KCNEePMUMEHTANbHbIX XXMBOTHbIX.

= 2) No Bnay nameHeHHoOro
reHeTM4ecKoro martepuana Mmytaumm genarcs
Ha:



= a) reHHble (“ToYyeyHble”),
XapaKkTepmayowmnecss USMeEHEHNEM
nocnenoBsartenbHOCTU UK cocTaBa
HYKNEeOoTUAOB B reHe (He BbISBAKTCS
MUKPOCKOMUYECKN). D) XPOMOCOMHbLIE,
nposABnArLWMeCa UBMEHEHNEM CTPYKTYPbI
XPOMOCOM (BbIABMAATCA MUKPOCKOMNUYECKN)
NPN HEN3MEHHOCTU UX YMCSIa B KNETKE.

= B) FeHOMHbIe, XapaKTepuayrLimecs
N3MeHeHNeM Yncna (KpaTHbIM U1 HeKpaTHbIM)
XPOMOCOM.



= OOHako, HeobxoAMbIM YCIIOBUEM ONH
BO3HWUKHOBEHUS MyTaLMKU SABMNSIETCSH
HeJocTaTodHas aKTUBHOCTb CUCTEM
ODHapyXeHns N ycTpaHeHUA NoBpeEXaEeHNN
[NHK, HasblBaeMbIX cuctemamu penapawum
MexaHn3MbIl reHHbIX bone3Heun

* [eHHble myTaumu. N'eHHaa myTauusa no
CPaBHEHUIO C XPOMOCOMHOW 3aTparmBaeT
CPaBHUTESNIbHO HEDONbLLLOW Yy4acTOK
reHeTn4yeckoro marepuana n oobI4YHO
COMPOBOXOAETCS 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 pesynerate mytaunm obpasyertcs
aHoMarbHbIN FrEH C U3BMEHEHHbLIM KOOOM.

= Pa3nnyaroT TPU OCHOBHbIX NYTU
peanusaumv AeUCTBUA aHOMAasrlbHOro reHa,

= OOpa3oBaBBLUErocsiCA BcreancrBue
MyTauuu. 1-u nyTb peanusauyum oencTBUsA
aHOMarnbHOIO reHa. nposiBfsIETCA B BUAE
npekpalleHna unu gedpeKkra CMHTe3a
CTPYKTYPHOIro unu PyHKLUUOHaribHO
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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, HaceayeTcs
Kak ayTOCOMHO-PELIECCUBHbIN MPU3HaK

rmnoPnopuHoOreHeMUIo - peE3KOE CHMXKEHNE
KonnyecTtBa ndbpuHOreHa B KPOBU, YTO BEOET K
HECBEPTbIBAHMIO KPOBU U K KPOBOTOYNBOCTMU,
HacnegyeTcya No ayToCOMHO-peLecCcCUBHOMY
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-
Xpomocomou; remochbunua C — npecomunt
npokoarynsHTHoro paktopa Xl (Po3seHTtarnb-
doakTop), KPOBOTOUNBOCTL, HAacnegoBaHue
OOMWHAHTHOE (KU1 NonyaoMUHaHTHOE)
ayTOCOMHOE; a- Unu
rmrnoramMmmarnooyrnmHeMuro — peskoe
CHMXXEHMe Konn4vecTtaa Y-rnoodynuHos,
CHMXXEHUE PE3UCTEHTHOCTU K BDakTepuanbHbIM
MHEKUMAM, OCODEHHO 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
LLINTOBMOHOMN Xerne3bl (TUPOKCUHA,
TPUNOOATUPOHUHA) BCneacTeme geuunta
Kakoro-nmbdo doepmMmeHTa, y4acTBYIOLLENO B UX
CUHTe3e. HacneooBaHMe ayTOCOMHO -
DeLlIeCCYBHOe.




= ANbOUHN3M XapaKTepnasyeTcsa OTCYTCTBUEM
MeflaHuUHa B KOXe (aenurMmeHTaumns)
BCneacTeme gedpunumnta epmeHTa
TUPO3MHAa3bI, NPeBpaLlaloLLLEro TUPO3UH B
OO®A, a [JODA B npomenaHuH, HacneanyeTcs
N0 ayTOCOMHO-PELIECCUBHOMY TUMY.

= MyTauma MOXXeT KacaTbCA U FTeHOB,
KOHTponuMpyrLwmx depmeHTbl penapauum JHK.
B Takux cny4yaax noBbILLAETCH
YYBCTBUTENBHOCTb OpraHM3ma K ny4YyeBbiM U
OpYyrMmMm MyTareHHbIM BO3O4EUCTBUAM.
CumnTtaeTtcs, YTO 3NoOKa4eCTBEHHbIN POCT,
npexgespemMeHHoe 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 sBNaeTcs ceprnoBUaHO-
KNneTo4yHasa aHeMus, xapakrtepusyoLwlasaca
cuHTe3omMm nartonorndyeckoro HbS B R-uenu
KOTOPOro BMECTO OTpuLIaTENbHO 3apAXXeHHOU
MIOTAaMUHOBOW KNUCMOTbl HAXOAUTCH
HEUTPanbHbIN BanuH. Bcrnegcteue aToro
HbS cTtaHoBATCA aneKTpoHeNTpanbHbIM U
fierko obpasyert KoMnsiekcbl, 0CODEHHO Npw
HeExXBaTKe Kncnopoaa.



= OTU KOMMIEKChl AE€DOPMUPYIOT SPUTPOLINTHI,
KOTOpble NpuobpeTatoT BCreacTeme 3Toro
cepnoBuUaHY OOPMY U FNErKo NoABEpratoTcs
remonmnay. B pesynesraTte aTOro BO3HMKaET
TSHKenasa remonimTuyeckasd aHeMusl.
HacnepnoBaHme ayTOCOMHO — peLeCCUBHOE,
6onerT roMo3nUroThbl, FreTEPO3UroThI
NpaKkTU4eCKN 300P0BbI.



MEXAHU3Mbl XPOMOCOMHbIX
BOJIE3HEM

XPOMOCOMHbIE MYyTaLWU B OTNINYME OT
EHHbIX 3aTparnmBaloT 3HAYUTENLHO OONbLLLINNA
00beM HacneacTBeHHoro marepuana. OHu
MOTyT ObITb OOYyCNOBNEHbI UBMEHEHNEM
CTPYKTYpbl XpoMocoM (noBopoTtom Ha 180° —
MHBEpPCUEN), BbiNnageHNUEM y4acTKa XpOMOCOMb
— neneumen, oOMeHoOM CermeHTamm mexay
XpomMocomMamMun — TpaHcokaumnewn, ygBoeHnem
OTAENbHOro y4yacTtka — gyninkauneu,
N3MEHEHNEM YMCIia XPOMOCOM



= HacneacTtBeHHbIe OONe3HU, cBsi3aHHbIe C
N3MEeHEeHUEeM CTPYKTYpbIl U (Mnun) umcna
nonoBbIX Xxpomocom. OOHNM U3 MEXaHN3MOB
ABMAETCHA HApYyLUEHNE CTPYKTYPbI UM
HEpAacXoXXaeHUsA Kakon-nmbo ogHoOW Unu
HECKOJSIbKMX Nap XpOMOCOM B rnpoLecce
raMeToreHesa, 4Tto NPMBOAUT K NOABNEHUIO
NaTonorm4yecknx raMeT ¢ HegocTaToO4YHOWN UM
NULLIHeN xpomocomou. [1pu onnogoTBoOpEHUN
TakuUX raMeT obpasyroTcs 3UroThl U POXOaTCH
MHOMBUObI C XPOMOCOMHbIMU DONE3HAMMN.



= CuHapom LUepeweBckoro — TepHepa.
BcTpeyaeTtca y XeHwWwuH. Bo3HuKkaeT npu
CITUAHUN NAaTONOrM4YeCcKoUn XXEHCKON raMeThil,
NULEeHHON X-XPOMOCOMbI, C HOpMalibHOU
MY>XCKOW raMeToun, UMeIoLLEN X-XPOMOCOMY,
UNN NPU CINMAHUN HOPManbHOWU XXEHCKOU
raMeTbl, cogepXaLlien ogHy X-XpOMOCOMY, C
NaTonorM4eckon My>XCKowu, nMLLIeHHON NOMnoBbIX
XpomocoM. 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 OTKIIOHEHUN OT HOPMbI.



= bonbHbIe HU3Kopochble. [lonoBblie opraHbl y
HUX HEOOPA3BUTbI, AUYHUKU TMNONNa3nupoBaHsbl
NN OTCYTCTBYIOT, MO3TOMY 3TU OOMbHLIE HE
OCTaBNAIT NOTOMCTBA. XapaKTepHa TakxXe
KOXHas cknagka Ha wee (Pterigium coli). 9T1un
OofibHble YMCTBEHHO OTCTarnble, NoabopoaoK
YMEHbLLUEH - NMNLO0 HAaNnoOMWHAaET «COUHKCa.



= Cuigpom KnanHdenbsrepa. XpoMOCOMHas
b60f1e3Hb MYyXX4MH. BO3HWKAET Npu CrNSHUN
NaToONTOrM4YEeCKOU XXEHCKON raMeThl,
coaepXkallen aBe X-XpoOMOCOMblI, C
HOpMasribHON MYXCKOW raMeToun C Y-
XPOMOCOMOU NN NPU CRNAHUN HOPMaNbHOW
XXEHCKOW raMeThbl, cogeprkallen oaHy X-
XPOMOCOMY, C NaTONOrM4eCckon My>KCKOW
raMeTon ¢ XY-XpoMOCOMaMM.



= Kapuotnn y 605bHbIX C CUHOPOMOM
KnanHdenstepa xapaktepusyeTca Hanndmem
OBYyX X-XpOMOCOM M OOHOMN Y-XPOMOCOMbI.
Obulee Konn4yecTBo XpoMmocoMm 47 (Kapuotun
XXY). Betpeyvaetcsa n 48 (XXXY). Ana Hux
XapaKkTepeH BbICOKUW POCT, aCTEHNYECKOE
TENocnoXxeHune, ArMMHHbIE KOHEYHOCTMN,
asoocnepmusa (oOTCyTCTBUE criepmaTo3onagos),
becnnoave, yMCTBEHHAs OTCTaNOCTb.



= bone3Hb [layHa. BcTpeyaetca y My>X4YUH U 'y
XeHWmnH. Kak npasuno (B 95% cny4aes), oHa
Xapaktepusyertcda Tpucommen no 21-n nape
ayTocoM. B comaTunyeckmx Knetkax y neteun 47
XPOMOCOM, 3TO PA3HOBUAOHOCTb OETCKOW
onuroppeHnn. OHa npoaBnseTcs: yMCTBEHHAH
OTCTanoCTb, Manbl pa3mep 4Yepena, NNOCKNMA
3aTbIfIOK, MUKpobpaxuuedanusa (o4etm ogHOW
MaTepn), MOHIONTIONAHbLIN TUM NnLa, KOcoe
pPacrnosfoXeHue rnas, oTcTanocTb B POCTe,
KOPOTKNE KOHEYHOCTU, He4opa3BUTUE MOMNOBbIX
opraHoB. OgHaKo onncaHbl XXEHLMHbI C
bonesHbto [layHa, poxaBlune geten, 4acTtb U3
KOTOPbIX TaKke cTpaganu oonesHbto [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 cMHApomM daBapaca
(TakKke cybnetanbHasag aHOManus, XXUBYT OT 2
0o 10 mecsueB, xapakTepHa MUKpouedanus,
NOPOKN Pa3BUTUSA MOSIOCTU pTa, UOANOTU3M,
NOPOKM cepAaLla.

. Tpucomus no 22-n nape XpoMoCom
XapaKTepusyeTcs pe3kon 0fIM30pyKOCTbIO,
cybHOpManbHbIM UHTENIEKTOM,
arpeccmBHOCTbLIO N Ap.



= YPOBHM NpPoOSABrieHUN HacnegcTBeHHbIX
MyTaLUn:

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

= 2.PN3NO0NOrMYECKNN — TMNEPTOHUS, AnaberT,
remMounus, gansToOHN3M, OMYyXOrn.

= 3. buuoxnmmyecknumn — (sH3MmonaTum) —
HapyLwleHne obMeHa BeLleCTB, ranakro3semMus,
ankanToHypus, EHUNKETOHYPUS.



* 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- UMMYHOIOrM4eckme
nccnegoBaHus.

= 5. [eHeTn4eckne nccnegoBaHus B Kynsrype
KNETOK.



= [Ipn3Haku HacnegcTBeHHOU NaToONOMNU:

= 1.3aTsKHble 3aboneBaHnsa N OTCYTCTBUE
adpdpeKkTa OT Tepanun.

= 2.Hann4yume BpoXXOgeHHOM NATONOMUMN.

= 3. [eHeanornyeckoe nccnegoBaHUs.

= METOObl UCCINEOOBAHUA
HACINEOCTBEHHbIX BOJNNIE3HEN

= 1. leHeanornyeckun meTtopn - N3y4YeHue
POJOCIOBHbLIX CEMEWN B Psiae MNOKOMEHUN, B
KOTOPbIX YaCTO BCTPEYaKTCA aHOMarbHbIE
NPU3HaKN UMW FEHbI.



= 2. Teorpacpmyeckmnm n nonynsauMOHHO -
CTaTUCTUYECKUUN — COCTaBIIEHUNE
POOOCIIOBHbLIX cpean 0osbLLIOoOW rpynnbl
HaceneHua ¢ nocneayrwnum cTatTuCTUYEeCKNUM
aHanM3oM NpPosABNEHUA NATONTOrMYECKOro
Npu3HaKa, a Takke Ha U3sy4yeHuu
pacnpoCcTpaHEeHHOCTU HacneaCTBEHHbIX
3aboneBaHnn B pasnnyHbIX reorpadonyeckmnx
30Hax n obnactax. [lo3BondaeT BbISBUTL
NaToNIOrM4YeCKNE reHbl, UMerLLIne LLNPOoKoe
pacnpoCcTpaHeEHWe U reHbl BCTpeyatolmecs B
CTPOro onpeneneHHbIX reorpaduUyecknx 3oHax.



= 3. BnusHeUoOBbLIN MeTOA - N3y4aeT
OTHOCUTENbLHYIO POSb HAcCNeaACcTBEHHOCTU K
cpedbl B pa3BUTUN OpraHn3ma.

o 4 UntoreHeTu4YeCcKun metoa —
MWUKPOCKOMNMUYEeCKoe n3yvyeHne CTPYKTYpPbl U
YMCII0 XPOMOCOM KINEeTOK ( NEUKOLINTOB,
anuTenua u ap.).

= 5. buoxummyeckmnm — onpegerneHme
doepMEeHTOB 1N UX NPOAYKTOB.

. 6. Jepmatornundomka — n3yyeHue
HacneacTBEHHOW MaTonorMm No XxapakTepHbIM
OCODEHHOCTAM PUCYHKa NIMHUW NagoHn n
nanbLEB



= Ypes3BblYanHO BaXkHa paHHAA AMarHocTuKa.
Cenyvac nNpUMeHSAIOT CKPUHUHT - TECTbI —
9Kcnpecc - AgnarHocTtuka. BeoguTtca nonoxeHue
O TOM, 4YTODObI Y BCeX poamBLLUMXCA Obina
nccnengoBaHa KpoBb HA PEHUNKETOHYPMUIO,
ranakto3emMuio 4.p.



BpoxaeHHble bone3Hn. ®eHokonuu.

TepMnH « BpoOXXOeHHble 605ie3Hn»
MCMOMb3YOT ANA 0003Ha4YEeHUS TEX
3aboneBaHnn, PEHOTUNNYECKNE NPOSABIIEHUS
KOTOPbIX NPUCYTCTBYIOT NPU pOXAEHUN pebeHkKa
N MOryT BbITb BbISIBNEHbI hu3nKanbHO (OCMOTP,
nepkyccusa, nansnauua, ayckynsraums) Unm c
MOMOLLIbIO AOMNONMHUTENBbHBIX ANArHOCTUYECKNX
METOOB.



= K BpOXAeHHbIM OTHOCUTCA DorbLUas YacTb
HacrneAcTBEeHHbIX OOne3Hen U Ta YacTb
npunobpeTeHHbIX (AMbpronaTtun n
doeTonatum), KOTOpble BO3HUKIIN BO
BHYTPUYTPOOHOM nepuoae pa3BuUTusd B
pes3ynerate HebnaronpUATHLIX BIMAHUA Ha
OMOPUOH U Mo pasnnyHbIX akTOpPOB B TaK
Ha3biBaeMbIE KPUTUYECKME NMepuobl.
Pas3nu4yatoT ABa OCHOBHbIX Nepuoaa, 3To:

= 1-9 Hepgens, 3akaH4YMBaOLLAACS
MMnNIaHTaumnen n BKYatoLaa nepexon
3apofbilla OT cTaaun ApobneHns K
OndepeHLMpPOBKE Ha TPpU 3apoabllUeBbIX
nMACTKAa:



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

o Bce npuynHbl MOryT ObITb pasaeneHsl Ha
3 OCHOBHbI€E rpynnbl: 1 — HENOSTHOLEHHOCTb
NOSOBbIX KNETOK U1 rametonatumn; 2 —
naToreHHble pakTopbl BHELLHEN cpeabl; 3 -
bornesHn marepu.

= 13 BCex HapyLleHun cobCTBEHHO
BHYTPMYTPOOHOIo pa3BUTUA MOXHO BbIOENUTD:

= 1. Bnactonatun. Bo3HukaT Bcrneacreue
HepacxoXgeHuUs XpoMOCOM B KIeTKax noa
BNMAHMEM (PaKTOPOB BHELLUHEWN cpedbl U
NposaBNAeTcAa B HapyLleHUn popMnpoBaHnS
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= MTOSIBNIEHMNE CpaLLEHHbIX ONMM3HELIOB,
LIMKNOMNEHNN U T.A4.), 3aepKKa npotLiecca
MMMMaHTaumMm HapyllaeT pasBuTme 3apoabllla
N 4acTo NpMBOAUT K ero rmbenu.

= 2. IMOpuonatun. HapyuwieHna B nepuoae
amMbpuroreHesa npuUBOAAT K HapyLLEHUIO
opraHoreHesa (MOPOKU pasBUTUA MO3ra, rnasa,
cepaua u T.4.).

= 3 PeTONnaTuUU - HapyLleHME pa3BUTUA TEX
OpPraHoB U CUCTEM, KOTOPbIE MPOaomKatT CBOE
doopmmpoBaHue B nnogHbin nepuon (LHC,
9HOOKPWUHHOW, MNONOBOWU, cCepae4YHO-COCYaANUCTON,
CUCTEMbI COEANHUTENBHON TKaHN).



= [laTonormna nnogHoro nepuoga B 3Ha4YNTENBHOU
CTeneHn ced3aHa ¢ HapyLeHUAMN CUCTEMBI
MaTb — nnod. Ecnu HapylwaeTtc4a
KpoBoobpaLlleHue B nnaweHTe, To 3TO
NPUBOAOUT K HApYyLLUEHUIO TPOMUKM Nnoga, ero
don3nornorm4eckon HespenocTun. Ecnum xe
BCleacTBNe coMmaTudeckux sabonesaHun y
MaTepu cTpagaeT PYHKUUSA TONbKO KaKoro-To
onpegeneHHoro opraHa, To y nnoga
N3MeHAeTCa PYHKLNA rOMONOrMYHOro opraHa
(cneundunyeckme goetonaTtmn), Tak, KEHLMHbI C
3aboneBaHnAMN cepaua Hepeako poxKaroT
OeTen ¢ nopokamMmuy AaHHOro opraHa.



= DeHOKONUU — HeHacneacTBeHHble
BpOXAEeHHbIe UNN NpuodpeTeHHbIe B
paHHeEM BO3pacTe 00sfie3Hn, CXOOHbIE MO CBOUM
KITMHNYECKUM MNPOSABIEHUSIM C
HacneacTBEHHbIMK 3aboneBaHUAMU. X
OTITMYUTENBHbIN MPU3HAK — 3TO NOABIEHUE K
MOMEHTY poxXaeHusa. OHM BO3HUKAIOT B
pes3yrnbsrarte Bo34eNCTBUA NaTOreHHbIX
doakTopoB Ha 3MOPUOH-MII0A U,
clegoBaTernibHO, SABASAOTCA NPUOOPETEHHBIMU
BHYTPMYTPOOHO BO BpeMsi bepeMeHHOCTN NNnu
Npu NPOXoXaeHNn Yepes poaoBbie NyTH BO
BPEMS POOB.



= Hanpumep, raprousninuaMm — xapakrepusyertcs
HaKoMeHneM n30bITOYHbIX KOSTMYECTB
raHrnMo3mnaoB (CManornMKoNMNUAoB) B TKAHAX
BCEX OPraHoB. Y B0nbHbIX OTMEYaeTcs
KapJfIMKOBbIN POCT (axoHaponnasuns), bonbluas
ypoadnueas royioea, Hann4dne Katapakrhbl,
rmyxota, Kudos. HacnegoBaHue peleccuBHOE,
ayTOCOMHOE UNKn cuensrieHHoe ¢ X-
XpomMocoMoW. BcTpevaeTcsa Kak dpeHoKonug
(BpoxaeHHas bonesHb) y AeTen, poanTenu
KOTOPbIX OOMbHbI arikKOrosiu3aMmom.



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

= KaTapakTta Hacrneayercsa Kak
OOMUHAHTHbIN ayTOCOMHbIV NMPU3HaK,
BCTPeYaeTcd Takke Kak doeHoKonua y AeTen,
POXOEHHbIX XXEHLWUHAaMWN, KOTOPbIE BO BPpeEMS

bepemMeHHOCTU 0brnyvyanucb unun dornenu
KpaCHYXOMW.



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

= KaTapakTta Hacrneayercsa Kak
OOMUHAHTHbIN ayTOCOMHbIV NMPU3HaK,
BCTPeYaeTcd Takke Kak doeHoKonua y AeTen,
POXOEHHbIX XXEHLWUHAaMWN, KOTOPbIE BO BPpeEMS

bepemMeHHOCTU 0brnyvyanucb unun dornenu
KpaCHYXOMW.



= OCHOBHbI€ NPUHUMUMNbI NeYeHns
HacrneacTBeHHOM NaTosiIorumu.

: Hanbonee pacnpocTpaHeHHbIMU
METOAaMN NEeYEeHUs1 ABRSTCS XUPYpPruieckoe
fieyeHmne, 3aMecTuTenbHaga Tepanus u
aunetotepanus.

: Xupyprumyeckoe rie4yeHue LLNPOKO
NPpUMEHAETCA NPU UcnpaBneHUN NOPOKOB
Pa3BUTUSA TUNA CTEHO3a NPUBPATHUKA, MNOMN — U
CUHOAKTUINN, pacLlenuHbl ryobl v ap. Npwu
HacneaCcTBEHHbIX UMMYHoOA4eULNTAX
MCNnonb3yeTcya nepecagka TMmMmyca Unm KOCTHOro

MO3Ia, a Npn aytToMMMYHHbIX HaCJ1€e4CTBEHHbIX
nANnAaliacray danhbonoaT vVAAamnauiaa TIANMM/ A



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

=  OuetoTepanua paccmaTpmMBaETCA He TOMNbKO
Kak CpeaCTBO JIe4YeEHUA, HO U npodunakTuku. B
OCHOBE NEXWUT YCTPaHEHUE UNN YMEHbLLLEHNE B
paunoHe nauymeHTa onpeaeneHHoro Nn1LEeBOro
doakTopa ( Hanpumep, Npu PEHUNKETOHYPUN NpU
oepuunTe dpepmeHTa doeHmnanaHnH-4-
rmapooKkcunasbl oeHunanaHmH He npeBpaLlaeTC
B TMPO3WH, a obpa3yloTca npeaLlecTBEHHUKN -
deHnnNNnpoBUHOrpagHas KMcnoTa,
dbeHUN3 TMNamMuH.



= KOTOPble BOIOKUPYIOT NOCTYNsieHUe TpuntodaHa
B HEPBHBIE KITETKN N CUHTE3 B HUX Derka.
Pesynbratom siBNseTcs paHHUE
NMCUXOHEBPOOrM4YeCckne N3MeHeEHNS y
pebeHka..B aTom crnyyae BckapmnmBaHue
pebeHKa crneumnanbHbIM OENKOBLIM
rmaponn3aTomMm, B KOTOPOM COOEPXKUTCS TOMNbKO
21% dusmonornyeckom Hopmbl
deHnnanaHnHa, HopMmanmayet oOMeH BELLIECTB
N npeaoTBpaLlaeT UBMEHEHMSI CO CTOPOHBI
HEPBHOW CUCTEMDI.



