OOLure NpUHUUNbI NTeYeHnsa U
NpoUNakTUKN HacneaCcTBEHHbIX
bones3Hen



icTopusa Bonpoca

o IMNMPUYECKME NOMNbITKN Ne4YeHns BOSbHbIX C
HacneacTBEHHOW NATONOMMeN,
npegnpuHnmasLumecs B TedeHne 200 net BNAOTb A0
30-x rogoB XX BeKa, He ganu nornoXxutenbHbIX
pesyneraTtoB. [lnarHo3 HacrneacTBeHHOW 6orne3Hu
ocTaBarcsi NpuroBopom 60rbLHOMY N Ero CEMbE,
Takme ceMbun cYMTanm BblpoXaaoLWmMMmncs. IJTa
no3vuna B MegmumnHe B nepBble aecAaTunetTna XX
Beka onupasnacb Ha reHeTUYeCKYH KOHUEeNuuto
CTpOorov getepMmuHaumm meHaenupyrowmnx
HacrneacTBeHHbIX NpuU3HakoB. [1oaToMy B Havane XX
BeKa BO3HUKIA HeraTuBHasa eBreHuKa,
npu3biBaBLUad OrpaHMYnUTbL OeTOpOXOEeHMe Y NuL, C
HacneacTBEHHOW NATONIOrMen, HO nNpakTuyeckas
peanun3auusa ee bblna Hegonron Us-3a
oOLEeCTBEHHOro aAaBrneHus.



VicTopusa Bonpoca

* [lepenoMHbIM B NEYEHNN HACS. NAaTONOMMN CYUTAKTCH
20-30-e roabl. B akcnepmnmeHTax Ha gpo3odounne bbinn
nony4yeHbl @akTbl, NOKa3blBalOLWNE pa3Hyo CTEMNEHb
NPOSIBNEHNA AENCTBUA NTEHOB B 3aBUCMMOCTW OT BIUSHUS
reHOTUNMMYECKON NN BHeELLHeN cpeabl. Ha ocHoBe aTuXx
doakToB 661NN cCPOoPMMPOBaHBI MOHATUA O
NeHEeTPaHTHOCTU, SKCMPECCUBHOCTM U cneumnduyHOCTH
nencrtenst reHoB. Ctana BO3MOXXHOW normvyeckasi
9KCTpanonsuusa: ecnu cpena BrnudaeT Ha
9KCMPEeCCMBHOCTb reHOB, TO, CNeaoBaTefibHO, MOXHO
YMEHbLUUTb UIMN UCKITIOYUTb NaTonornyeckoe aencrame
reHOB Npu HacneacTBeHHbIX bone3Hax. Ha ocHoBe 3Tux
nonoXxeHnn eoblgarowmmncsa pycckuin omonor H.K. Konbuos
npeanoXxun n obocHoBasr HOBOE HanpasBfeHUE B
MEONLIMHCKOW reHETUKE - eB(PEeHUKY - y4eHne o
XOpoLUeM NPOSIBIIEHNN HAcNeaCTBEHHbIX 3adaTkoB. OHa
N3y4aeT YCoBuS, CTUMYNUPYIOLLINE NPOSIBNEHUS
NONOXNTENbLHbLIX N HEMPOSABNEHUSA OTPpULLATENbHbIX
CBOWCTB.



icTopusa Bonpoca

* Bnepsble B Mnpe HeBponartosor u reHetuk C.H.
[1aBMaeHKoOB, OCHOBbIBAsCb Ha COOCTBEHHOM
KNMUHUYECKOM OnNbITe N OOCTMXKEHUAX
aKcnepuMeHTaribHoOu reHeTukun, B Hadyane 30-x rogos
yKasasi Ha OlMBOYHOCTb MHEHUA O HEU3IEYMMOCTH
HacreacTBEHHbIX bone3Hen n BbipoXXaeHnn cemen. OH,
kKak 1 H.K. KonbLoB, ncxogmn ns npusHaHus ponu
doakTopOoB BHELLHEN N BHYTPEHHEN cpeabl B NposABeHU
HacneacTBeHHbIX bone3Hen. C.H. [laBnaoeHkoB
HacTamBasn Ha NnpuHUMNuanbHbIX BO3MOXHOCTAX
BMellaTeNnbCcTBa B PYHKUMOHUPOBAHME NaTONIOrM4ecKkmnx
annenen n cam MHoOro caenan gns paspabdboTku MeTogoB
rlevyeHnsa HacneacTBeHHbIX Oone3Hen HePBHOU CUCTEMDI.



[TpuHUMNBI NevYeHnsa

« B HacTosllee Bpems brnarogapsi ycnexam reHETUKN MHorne
HacneacTBeHHbIE DONe3HN ycrewHo nedvarcs. Takagqa
ycTaHOBKa AOSTKHa ObITh Yy Bpaya.

 OOwWwwme nogxoabl K neYeHnto HacneacTBeHHbIX bone3Hen
CXOAHbI C nogxogamm K nedeHuto bonesHeun nodon apyrom
3TUOSIOTUMN.

« CoxpaHsaeTcs NpUHUUN NHAMBUAYaANU3NPOBAHHOIO NEYEHNS,
Bpay NeYunT He NpocTo DoresHb, a 60nesHb Yy KOHKPETHOIO
yenoseka. [lpn Hacrn. natonorMm NpUHUMN
NHOMBNAYaNN3NpOBaHHOIO NevYeHnst 4oMmkKeH cobntogaTbcs
CTPOro, NMOTOMY YTO FrETEPOreHHOCTb HacneaCTBEHHbIX
bore3Hen ganeko He paclunupoBaHa, a, crenoBaTenbHo,
OLHY U TY Xe KITMHNYECKYIO KapTUHY MOTYT Bbi3BaTb Pa3HbIe
Hacn. 6onesHn ¢ pasnuyHbIM naTtoreHe3som. B 3aBucnMmMmocTun ot
YCINOBWUMN Mpe- N NOCTHaTarlbHOIO OHTOreHe3a, OT BCErO
reHoTuna Yyenoseka PEHOTUNNYECKUE MPOSABNEHUA MyTaLUi Y
KOHKPETHOro YerioBeka MoryT MmoamdpumumpoBaTbCsi B Ty UK
apyryto ctopoHy. CnegoBarternibHO, Heobxoanma pasHas
KOppeKuusa HacrneacTBeHHOW 6OMe3Hn y pasHbiX NaUUEHTOB.



[logxoabl K fIe4eHuto

« Kak 1 npu rniedyeHmnmn apyrux XopoLlo n3y4yeHHbIX
bonesHen (Hanpnmep, MHPEKLMOHHBLIX), MOXHO
BblAennTb 3 noaxoaa K revyeHuto
HacneacTBeHHbIX bone3Hen n 6onesHen ¢
HacnegcTBEHHOW NMpeapacnonoXeHHOCThIO:
1.cuMmnTOoMaTUYECKNI
2.naToreHeTn4YeCcKnn 3.
9TUOTPOMNHLIN 4.
Xupypruyeckme metoabl (CMMATOMaTU4ECKON U
naTtoreHeTn4yeckas Tepanus)



CumMmnTomMmaTnydeckoe nedyeHume

CumMnTOoMaTmn4ecKoe fiedeHne npuMeHaeTcst Npu BCeEX
HacneacTBEHHbLIX DONE3HsIX, AaXe ecnu Bpad pacnonaraet
MeTogamMKn natoreHeTndeckom Tepanun. na mHornx dpopm
HacneagcTBeHHOM naTonorMm cuMnToMaTnyeckoe nevyeHune
ABNAETCHA €QUHCTBEHHbIM.

IlekapcTBeHHas cMMmnToMaTuyeckas Tepannst 3aBUCUT OT
dopMmbl HacneacTBeHHbIX bonesHen. OgHUM U3 NPUMEPOB
CUMMNTOMATMYECKOWN Tepanun sIBNSETCA NPUMEHEHNE
KOSIXMLMHA NPU OCTPbIX NPUCTyNax nogarpnyeckoro aptpura.
9TO NEYEHME UCMOMb30Barmn eLle rpekn B aHTUYHOM nepuoae.
Opyrmmn npumepamMmu - NpUMEHEHME aHarbreTUKOB Mpw
MUIPEHN, TPAHKBUNMN3ATOPOB MPU NCUXNYECKNX NMPOSIBIIEHUSX
Hacn. bonesHeun, NPOTUBOCYOOPOXHbIX NpenapaToB Mnpu
CYLOOPOXHbIX CUMMATOMAaX U T.4. 3TO NMPOrpeccom
dapmakonoruun, obecrneymsatowmm Bce bonee LLNpPoKum
BbIOOp NnekapcTB. PaclundpoBKka natoreHe3a KaXkgou
BbonesHn No3BondeT NOHATbL NPUYNHY BO3HUKHOBEHUS
CUMMNTOMa, a Ha 3TON OCHOBE CTaHOBUTCS BO3MOXHOW bonee
TOHKas NekapcTBeHHasA KOppPeKLUMS CUMNTOMOB.



CumMmntTomMmaTmyeckoe neyeHme
MYKOBUCLEN03a

* 1. B cBA3K c TeMm, 4YTO Yy DOSIbHLIX BblOENAEeTCS MHOIo
xfiopuaa HaTpug ¢ NnoTom, AeTAM C MyKOBUCLIMOO30M B
XKapKOM CYyXOM KrnmaTe pekomMeHayeTca AOMOSTHUTENbHO
0o06aBnNATb NOBAPEHHYIO COMb B NULLY. B npoTMBHOM
criyyae nHorga MOXeT HacTyrnnTb Konnanc ¢ TEMNMOBbIM
yOoapoMm.

« 2. HepgocTtaTtoyHOCTb PYHKLUNM MOOXenya0o4HOU Xenesbl
y OONbHbIX BOCMNOMHAETCA npenapartaMmm CyxXmnx
9KCTPAKTOB MOXKENYO04YHOM Xenesbl XKUBOTHbIX UMK
doepMeHTOB B Kancynax (naHkpeaTtuH, NaH3nHOPM,
doecTan) n Xen4yeroHHblx cpeacTs. [pn KNMHNYECKNX
Npu3Hakax HapyLeHnsa PyHKUUN NeYeHn NpoBOaNTCS
KYpC COOTBETCTBYHOLLEN TEepanun (3cceHumnane,
METUOHWUH, XOINH).



CumMmntTomMmaTmyeckoe neyeHme
MYKOBUCLEN03a

3. dbixaTenbHble HapyLleHus. 3akyrnopka NpocBETOB MasibiX OPOHXOB
CNu3bto 06yCnoBNMBaET pa3BnTUE MHMPEKUNM B NIETOYHOM TKaHW. Ha
3aKynopKy 6poHX0B 1 MHAEKUMIO HarnpasieHa cuMmnToMmaTnyeckas (noyTtu
natoreHeTn4yeckad) tepanua. [ns ymeHbweHna o0CTPYKUMN NPUMEHSIOT
BPOHXOCNasMONUTUYECKME N OTXapKMBaKLLmMe CMeCH (M30MnpeHarnmH,
aydUINuH, aTtponuH, adeapuH 1 ap.), npenapatbl MyKONUMTUYECKOro
nencTeus (B OCHOBHOM TUOJbI - MYKOCONbBUH, MecTaboH). [NpumeHsitoT
nekapcTBa, yMeHbLUaoLWmMe BHYTPUKNETOYHYIO MPOOYKUMIO CIn3N,
HanpumMep MyKoAVH (KapOOKCUMETUITLUNCTENH).

4. JleyeHne BocnanuUTesbHbIX OCIOXHEHU MPU MyKOBUCLMAOO03E
npeacTaBnseT TPyaHYyo 3agady, NOCKONbKY 3TN OCOXHEHNS 0BYyCnoBMEHbI
HeCKonbKnMn Bngamm baktepun, a nHorga n rpnoos. C aTon LeNbIo
NPOBOAAT NHTEHCUBHYIHO MUKPOBMONOrMYECKM KOHTPOSTMPYEMYIO
aHTUOMoTMKoTepanuio (YpenaoaeHNUMImvH, uedanocnopuHbl TPETLENO
NoKoNeHna 1 ap.), a Takke revyeHne prtopxmHonoHamu ans 6opbbbl €
CUHErHOMHON nHekunen. AHTMOGMOTNKKM BbIBMpPalOT B 3aBUCUMOCTU OT
4YyBCTBUTENBbHOCTU. Hanbonbluni apdekT gaet BBeaeHNne aHTUOMOTUKOB B
NHranaunsax u napeHTepanbHo.



Buabl cumnTtomMmaTU4eckoro
nevyeHuns

 KnumartoTtepanus,

 banbHeone4yeHue,

o OrnekTpoTtepanus,

* Tennone4yeHune

« OdusmoTepanusa (MHranauum, Mmaccax v ap.).

* PeHTreHopagmonornvyeckoe reveHue (npu
HacneagCcTBEHHO OBYCIIOBMNEHHbLIX ONYXONAX A0 U
nocrie XmMpyprmyeckoro BMeLLaTesfnibLCcTea).



[laToreHeTn4yeckoe neyeHme

BmewaTenbCTBO B NatoreHe3 Bcerga apdekTuBHee, YeM
cuMmnTomaTmyeckoe neyeHue. 'pu HacneacTBeEHHbIX
bone3Hax naToreHeTn4yeckme MeToadbl Takke Hanbonee
O0DOOCHOBAHHBI, XOTH 1 HE NPOTMBOMNOCTABSIAKTCS
cumnTomMaTtuyeckomy redeHuto. ['lo mepe nsydeHua
naToreHesa Kaxaom 60sie3Hn NoSABNATCA pasfinyHbIe
BO3MOXXHOCTM BMeLLAaTeNbCTBA B 3TOT MpoLecc, B
TeyeHune boresHn unm B BbidgopoBrieHne. KnnmHnyeckas
MeduunHa pa3BuBariacb Ha OCHOBE TEOPETUYECKUX
npeacTaBneHnn o naTosiorM4eckux npoweccax. Takmm
e nNyTeM naeT KIMMHNYeCcKaqa reHeTuka B paspaboTtke
METOO0B NeYeHUs.



[laToreHeTn4yeckoe neyeHme

e [1na naTtoreHeTNn4ecKoro fnevyeHns HacneacTBeHHbIX
bonesHen B nocnegHue rogbl NPUMEHSOT
npuHUMNManNbLHO HOBLIE NOAX0A4bl, OCHOBAHHbLIE HA
OOCTUXKEHMAX MOSIEKYNSIPHOW N BMOXMMNYECKON
reHeTUKN.

« PacwmndpoBaHne HapyLLEHHbIX 3BEHBLEB OOMeEHa, BCEX
BNOXMMUYECKMX MEXAHMU3MOB, MO KOTOPbIM pa3BMUBaETCH
HacneacTBEHHO OBYCOBMEHHbIN MaToONOrM4YeCcKnm
npoLecc, - OT aHOMasIbHOro reHHOro Npoaykra ao
KITMHNYECKON KapTuUHbl 6onesHn. Ctano BO3MOXKHbIM
LeneHanpasneHHO BMELUMBATLCA B NatoreHe3 00nesHu,
a Takoe rne4yeHne pakTn4yeckn paBHO3HaA4YHO
aTMoTponHomy. lepBonpuynHa, T1.e. MyTaHTHbIN TEH,
XOTH U HE YCTpPaHAETCs, HO LUenb NaTofIorm4eckoro
npoLiecca NpepbiBaeTcst N NaTornormndyecknin QeHoTun
(bones3Hb) He pa3BMBAETCS, T.€. NpoucxoauT
HOPMOKOMNMpoBaHue.



Koppekunsa obmeHa Ha ypoBHE
cybcTtparta

 Takoe BMeLwlaTenbCcTBO - 0QHa U3 Hanbornee
4yacTbIX pOpM NeYyeHnst HacneacTBEeHHbIX
bone3Hen. Koppekuuno MoXXHO obecneymnTb
pasHbIMU NYTSAMU, MPUMEPLI KOTOPbIX
npueeneHsl HUXe. CybcTtpatom B 4aHHOM
Cryyae HasbIBaeTCHA TOT KOMMOHEHT NULLN,
KOTOPbIW noaBepraeTcs metabonmamy c
MOMOLLbIO FEHETUYECKN AETEPMUHNPYEMOTO
depmeHTa (Hanpumep, deHnnanaHuH,
ranakrosa), a npu HacnegcrteeHHoOU OonesHn oH
ABNSIETCA Y4aCTHMKOM NaTonorn4yeckom
peakuunu.



OrpaHu4yeHmne onpeneneHHbIX
BELLECTB B NuLLE

 OrpaHuyeHue onpeaerieHHbIX BewWwecTB B nNuue o610 nepBon
ycrnewHon Mepon B ne4eHnn HacneacTBeHHbIX 6bonesHen obmeHa,
NpPW KOTOPbIX OTCYTCTBYIOT COOTBETCTBYIOLLME (PEPMEHTLI AN
npeBpaLleHns cybcTpaToB B NpoayKTax nutaHma. Hakonnenue
HEKOTOPbIX TOKCUYHbBIX COEAUHEHUW NN NPOAYKTOB NX 0OMeHa
NPUBOAMUT K NOCTENEHHOMY pa3BUTUIO BonesHu. lNpu
doeHUNKETOHYPUN Ha3HaA4YaloT METY C HU3KUM coaepKaHneM
deHnnanaHnHa. HecmoTpa Ha OTCyTCTBUE
doeHnnanaHnHrngpokcunasbl Nne4eHn, TeM caMmbiM NpepbIiBaeTcs
naToreHeTu4yeckoe 3BeHO pa3BnTmna 6onesHn. PebeHok,
HaxoOMBLUMNCS HECKOMNBLKO NET Ha AMETe, y)Ke He ByaeT cTpagaTtb
Tshkenon doopmon 6onesHn. CnycTst HECKOSbKO NeT
YYBCTBUTENBHOCTb HEPBHOM CUCTEMBI K peHUanaHnHy u
Npo4yKTaM ero npespalleHns pe3ko CHUXaeTCca N guetndeckoe
orpaHn4YeHne MOXeT ObITb YMeHbLLUEHO. HOBLIN MeTOA OrpaHUYeHNs
NOCTYNsIeHNA peHnnanaHnHa ¢ NULLEN Npu OCHOBaH Ha rnpueme
XKenaTMHOBLIX Karicys, cogepXXallinx pacTuTenbHbI PepPMEHT,
KOTOPbIM OCBODOXAAET NULLEBBLIE NPOAYKTLI OT dEeHMNanaHuHa.
OTOT MeToa 0cobeHHO LenecoobpasHo NPUMeEHATL y 6onee
B3POCIbIX NaUMEHTOB C (DEHUITKETOHYPUEN N BEPEMEHHDIX, HE
HY>XXOaloLWKMXcs B CTPOrov aAneTe.



[lnetnyeckoe nodbasrneHune

 NueTnyeckoe fobGaBreHne NPUMEHSIETCS pexe, YeM OorpaHNYeHme,
HO 3TOT NpUeM Takke aPPeKkTUBEH NPU NAaTOreHETUYECKOM NTeYEHUN
1 BOLLIEN B NPaKTUKY NeyeHust AByx Oone3Hen obOMeHa.

* [lpn cuHopome XapTHana B pesysnbrate gedekra TpaHCNOPTHOW
YHKLMN KNETOK CIIN3UCTON 0O0MOYKN KULLEYHNKA BO3HMKAET
Marnbabcopbuma TpuntodaHa. buoxmmmnyeckum crieqCcTBMEM ITOrO
ABMAKTCA OTCYTCTBUE TpUnTodpaHa B KPOBU, rmrnepammHoaunaos,
9HOOreHHbIN AednUNT HAKOTUMHOBOM KUCITOTbI. Y NauneHToB
HabnogarTca gepMaTosiornyeckme, HeBpoorMyeckme u
ncuxmyeckmne nposisreHna nennarpbl. CUMNTOMbI 6011E3HU
YMEHbLLIAKTCH UK gaxe ncyesaroT npu BBe4eHNn B paunoH
pebeHKa NPOAYKTOB C BbICOKMM cofepaHnem berika (4 r/kr B AeHb)
n nobaBneHnn HUKOTMHaAMUAa UM HUKOTUHOBOW KUCIOTbI (MO
40-200 mr 4 pasa B AeHb).



Xupypru4yeckoe ne4yeHue

MHormne popmbl HacrneacTBEHHOW NATONOrMM CONPOBOXAAKTCH
MOP(POreHETUYECKUMU OTKITOHEHNAMMU, BKIKOYaAs NOPOKMN pasBUTUA.
Bo-BTOpbIX, paclwimMpeHne BO3MOXHOCTEN XUPYPIru4eCcKom TEXHUKN
caenarno goCTYNHbIMU MHOrMe TpyaHble onepaunun. B-Tpetbux,
peaHnMaunsa U MHTEHCMBHASA Tepanmsa COXPaHAT XU3Hb
HOBOPOXOEHHLIM C HAcCNeACTBEHHbLIMM DOSE3HAMM, a Takme
NauUWeHTbl HYXKOAalTCS B NMOCeayoWeNn XMpyprmieckon nomMoLLun.

Xupypruyeckas nomollb Takum 60SibHBIM BKIHOYAET yaaneHue,
KOppekumto, TpaHcnnaHtauuto. Onepaunmn HanpasnieHbl Ha
yCTpaHeHne cumMmnTomMoB bonesHn. Horga xupyprmdeckasi mnoMoLLb
BbIXOAUT 3@ paMKU CUMNTOMAaTMUYECKOro neYyeHmns, npmbnmxasce K
natoreHeTnyeckomy nedeHuto. lNpu rmmnkoreHosax | u lll Tmnos
aenarT aHaCTOMO3 MeXAy BOPOTHOM U HUXKHEN MONon BeHaMKn. OTO
NO3BOSISAET YaCcTU IMIOKO3bl NOCIe BCacbiBaHUA B KULLIEYHUKE
0bXxoanTb NevYeHb U HE OTKIMaablBaTbCA B HEW B BUAE [MUKOreHa.
AHanorn4yHbln 06xXo4HOW NyTb NMPeasIoXXeH NP cEMeNHOMN
runepxonectepuHemum (Tvn lla) - aHacToMo3 Mexay ToLen
NoAB34O0LLHON KULLKaMW. OTO NPUBOAMUT K CHUXKEHUIO BCACbIBaHUS
XonectepuHa.



