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CKa3o4Hble repom, Kak HOCUTEeNUN HacneacTBeHHbIX 3aboneBaHUn

AHHOmauyusi. Cmamesi nocesiweHa akmyarbHbIM rpobriemam coO8peMEHHOU 2eHEMUKU —
HeobbI4YHbIM ¢hopMam nposieneHUs1 Haubornee pacrnpocmpaHEHHbIX 2eHEMUYECKUX
namojsioauti. 13eecmHo, 4mo 8 HacmosiLee 8peMs MUposasi Hayka yoesisiem 2eHemukKe
yesiogeka o4yeHb b6osibwoe BHUMaHue. B nepsyto oyepedb, 3mo cesi3aHHO C meM, 4mo
cpedu hakmopos cospeMeHHOU yusuu3ayuu gospacmaem Koau4ecmeo MymaaeHHbIX
ghakmopos, mo ecmkb 8bI3bI8AKOUUX HEOBPaMUMbIe USMEHEHUST 8 2EHEMUYECKO20
arnnapama Kiemku u ycunusaruwux eeHemudeckuli epy3. Pazsumue cospemeHHOU
MeOUUUHbI, U pacuwupeHue mexHocgepbl — 8CE 3mo npusodum K momy, 4mo Hucrio
Mymauutl HeyKrnoHHO pacmem . [1o daHHbIM 8CeMUPHOU op2aHu3ayuu 30pasooxpaHeHUst
6osiee 4% HOBOPOXOEHHbIX cmpadarom meMu Unu UHbIMU 2eHemu4ecKu
obycnoeneHHbIMU Oeghbekmamu. K amomy qucrly Heobxodumo ripubasume makxe my
HacredcmeeHHY NnamoJsioauro, Komopas rposieiiemcsi He cpasy rnocrie PoxXOeHusl, a 8
bornee no3dHeM oHmMozeHese. Mcxo0s U3 ebilueckazaHHo20, rneped coepeMeHHoU
MeduyuHckol eeHemukou, cmoum 3adaya duacHOCMUKU HacriedcmeeHHbIX bone3sHel Ha
cambix paHHUX cmadusix pa3eumusi YeJsl08eKa, a makxxe 8bIsi8/IeHUS] 2EHO8,
0mMeemMCcmMeeHHbIX 3a MPOosIB/IeHUe 2eHeMUYECKOU rnamoJsio2uul.

Knro4dyesbie cnoea: 2eHemuka, HacriedcmeeHHble 60/1e3HU, MOHO2€eHHble 60/1e3HU,
XPOMOCOMHbIe 60e3HU, rnonu2eHHble bonesHu, npogunakmuka,iedeHue.

XXI BEK, B 3HAUMTENBHOW MeEpE SIBMSIETCA — BEKOM reHETMKM 1 Bronorum.
eHeTuka (OT rpey. genesiS — TMPOUCXOXKOEHME) — Hayka O 3aKOHOMEPHOCTSIX
HacneacTBEHHOCTU U N3MEHYMBOCTM OPraHM3MOB.

ToT pakT, 4YTO XMBble CylLlecTBa HacCneaywT 4epTbl CBOMX poauTenen, Obin
NCMONb30BaH elle B AOUCTOPUYECKME BpeMeHa Ans yryudleHus npou3BOaUTENbHOCTH
3M1aKOBbIX KYNbTYp U XMBOTHbIX MYTEM CENEKTUBHOMO pa3sefeHus. OgHako, COBpeMeHHas
reHeTuKa, KoTopasi CTPEMWUTBLCSA MOHATb MNPOLECC HacnefoBaHus, pearibHO Hayanacb
TonbKo ¢ paboTtbl Nperopa MeHaena B cepeavHe AeBsiTHaguartoro Beka. NoranH perap
MeHaenb (1822-1884) — aBnsieTCs1 OCHOBOMNOSTOXHUKOM FrEHETUKMN.

HeCMOTpFI Ha TO, YTO OH HE 3Hall CbI/ISI/I‘-IeCKVIX OCHOB HacneactBeHHocTn, MeHaenb
3amMeTur, 41O OpraHn3mMmbl HacneayrwT 4YepTbl 4epes ocobble ONCKpeTHble €eaVHULbI
HacnegcrtBeHHOCTU, KOTOPble cerogHA Mbl Ha3biBaeM reHamm.
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1900-# rog, cuntaroT ourumanbHON 4aTON POXAEHUSA FEHETUKU, B 3TOM rogdy v 6binu
NepeoTKPbITbl  3aKOHOMEPHOCTW  HacneACTBEHHOCTWU, BMepBble YCTaHoBMeHHble [
Menpenewm.

1.HacnepcTtBeHHble 6ones3Hun

HacneacteeHHble  6onesHn —  3aboneBaHuss  4venoBeka, 0OYCrOBMEHHble
XPOMOCOMHBIMW U TEHHbIMW MyTauussMn.  XPOMOCOMHbIE MyTauum — 3TO MyTauuw,
KacawLlumecss U3MEHEHMEM Yy4yacTka XPOMOCOM. [eHHble MyTaumMmM NPOUCXOAAT BHYTPU
OAHOrO reHa.

Hepeoko owWMBOYHO TEpMUHbI «HacneacTBeHHas 60ne3Hb» WU «BpPOXOEHHas
BGonesHby ynoTpebnsTcs Kak CUHOHWMbI, OOHAKO BPOXAEHHbIMW ©0OMNEe3HsAMU Ha3biBaOT
Te 3aboneBaHud, KOTOpble WMEKTCA YXe npu poxaeHun pebeHka u MoryT ObiTb
06yCcnoBneHbl Kak HacnNeaACTBEHHbIMU, TakK U 3K30reHHbIMU hbakTopamu.

2. Knaccudukaums HacneacTBeHHbIX GonesHen:

Tabnuua 1
HacnencteeHHble 60nesHu
MoHoOreHHble XpOMOCOMHbIe MonureHHble
AyTOCOMHO- [(eHOMHble myTauum
AOMUHAHTHbIE
AyTOCOMHO- XpOMOCOMHbIE
peLeccuBHbIE MyTauum.
CuenneHHble c
nosiom

3. Xapakrtepuctnka MOHOreHHbIX BonesHen:

MoHoreHHble 6onesHn obycnosfieHbl MyTauMsIMU WX OTCYTCTBUEM OTAESNbHbIX
reHOB W HacnegylTcs B NOSIHOM COOTBETCTBMM C 3akoHamu MeHaens (ayTOCOMHOe unu
cuenneHHoe ¢ X-XpOMOCOMOW HacnegoBaHne, JOMUHAHTHOE NN peLeccBHOE).

MyTauun MoryT 3axBaTbiBaTb Kak OAMH, Tak n oba annes.

KnvHnyeckne nposiBNeHns BO3HMKAKOT B pes3ynbTaTe OTCYTCTBUA onpeneneHHOn
reHeTu4eckon nHopmaumm nnbo peanuasaumm aedeKTHON.

XOTs pacnpoCTpaHEHHOCTb MOHOreHHbIX 60fie3Heln HeBbICoKa, MOSIHOCTbLIO OHWU He
ncyesaror.

[ns MoHoreHHbIx 6onesHen xapakTepHbl «MoOMYalimMe» reHbl, OAeNCTBUE KOTOPbIX
NposBNAETCS Mo BUSAHNEM OKpYXKatoLen cpeabl.

3.1 AyTOCOMHO-AOMWHAHTHbIE:
B ocHOoBe nexuT HapylweHue CuHTe3a CTPYKTYpHbIX 6enkoB wunu 6enkos,

BbINOMHSALWNX cneundmryeckne QyHKUUN (Hanpumep, remorrnodunHa).
[leicTBME MyTaHTHOrO reHa NPosIBNSETCS NpakTUYeCcKn Bceraa.



BornbHble Manb4YMkn 1 AEBOYKM POXOAKTCA C OANHAKOBOM 4YaCcTOTOMN.
BeposaTHocTb pa3suTtus 6onesHn B notomcTtee coctaBnseT 50%.

Mpumepbl: CuHapom MapdaHa; bonesHb Onbpanta; [OusocTtosbl; OTOCKNEpos;
MapokcmamanbHaa myonnerus; Tanaccemus u ap.

Cungpom MapdaHa BnepBble onucaH Bunbsamcom B 1876 r. CBoe HasBaHue
3aboneBaHue nony4mno ot gpaHuyackoro negmatpa MapdaHa, HabntogasLlero 4eBOYKY
C XapaKTepHbIM CUMNTOMOM Komniekcom 6onesHn 20 net cnycTs.

HacnencteseHHoe  3aboneBaHve  COeAMHUTENBbHOM  TKaHW,  NposiBNSAOLLEecH
N3MEHEHNAMM CKerieTa: BbICOKMM pPOCTOM C OTHOCUTENBHO KOPOTKUM TYSIOBULLEM,
ANTMHHBIMW NaykoobpasHbiMK nanbuamu (apaxHoaakTunus), pa3donTaHHOCTbLIO CyCTaBOB,
4acTo CKOMMO30M, Kncosom, aedopmauusammn rpygHoOn KNeTkn, apkoobpasHbiM HeboM.
XapakTepHbl Takke nopaxeHusa rnas. B cBA3WM c aHoManusmu cepaevHo-cocyaucTomn
CUCTEMbI CpedHsil  NPOLOSKUTENBbHOCTb  XXM3HM  COKpaweHa. Bbicokun  BblIGpoc
afpeHanvHa, xapakTepHblin Ons 3aboneBaHusi, crnocobCcTByeT He TOMbKO pasBUTUIO
CcepaeyHO-CoCyaUCTbIX OCMOXHEHUN, HO U MOSIBNEHUID Y HEKOTOPbIX NUL, 0cobon cusbl
Ayxa u YMCTBEHHOW ogapeHHoCcTU. Cnocobbl nevyeHms Hen3BeCTHbI.

CywecTByeT UHTepecCHbI bakT, 4TO nepBad AeBylKa mogenb - Jlecnn XopHow,
KoTopasi nocnyxuna npototunom obpasa Bcex mogenen, nmena cuHagpom Mapdana. Tak,
YCTaHOBIIEHO, YTO PS4 BCEMMPHO M3BECTHbIX ftogen ctpaganu cuHgpomom MapdaHa,
cpeon Hux cnepyet ynoMmsaHyTb npesngeHta CLUA A. JInHkonbHa M BENUKOro ckpunaya
MaraHnHn, a Takke AHgepceHa n YykoBCKOro.

K coxaneHuio, Ha CEeroaHsWHUN OeHb onpedesieHHbIX CpeactB M MeToauK Ans
nevyeHns cuHgpoma MapdaHa He cywectByeT (Kak M ONA  NeYeHus  gpyrux
HacneaCcTBEHHbIX 3aboneBaHui COeNHUTENbHOMN TKaHW). OcHoBHas uenb
CYLLECTBYIOLEro CUMMNTOMATUYECKOrO JeYEeHUss — 3TO JleYeHWe OCHOXHEHUN U
npegynpexaeHne pasBuTus 4aHHOro 3aboneBaHuns.

3.2 AyTOCOMHO-peLEeCCHBHbIE:

MyTaHTHbIN reH NPOSsIBMSIETCA TONIbKO B FOMO3UIOTHOM COCTOSIHUM.

BonbHble ManbYnkn U AEBOYKN POXOATCHA C OANHAKOBOW YacTOTOMN.

BepoatHocTb poxaeHus 6onbHoro pebeHka coctaBnsaet 25%.

Pooutenn 60nbHbIX AeTen (PeHOTUNUYECKMn MOryT ObiTb 340POBbI, HO SBASKOTCA
reTepo3nroTHbIMN HOCUTENAMM MYTAHTHOIO reHa.

AyTOCOMHO-peLeCCMBHbIM TUN HacrneaoBaHna bonee xapakrepeH Ans 3abonesaHui,
npu KOTOPbIX HapyweHa @YHKUMA OAHOr0 WM HECKONbKUX (hepMeHTOB, — Tak
Ha3blBaeMbl hepMeHToNnaTUMN.

Mpumepbl: ®eHunkeToHypus, Mukpouedanus, MXTnos (He cuensieHHbI C NOSiIoMm),
Mporepwu4.

Mporepus (rpey. progeérds npexaeBpeMEHHO COCTapUBLLMIACH) — MaTONOrM4eckoe
COCTOSIHME, XapaKTepuaylLleecs KOMMIIEKCOM WM3MEHEHUIA KOXMW, BHYTPEHHUX OpraHoB,
00YyCNOBNEHHbIX MpPEeXAEBPEMEHHbIM CTapeHueM opraHuama. OCHOBHbIMM hopMamm
aBnsieTca gertckas nporepus (cuHgpom [eTymHcoHa (XagumHcoHa) — [undopaa) m
nporepusi B3pocrbix (cMHapomMm BepHepa).

[leTckasi nporepus — pegyaliliee B COBPEMEHHOM MUpe reHeTuyeckoe 3abonesaHue,
Bbi3blBalolLLlee CBEPXObICTPOe CTapeHue AeTCKOro, Kak npaBuio, opraHnama. XoTs 1 Obinm
3achmKcpoBaHbl criydaun, Npy KOTOpbIX MPOrepusi pasBuBanach y B3pOCHblX, BCNneacTBme



4yero nporepuid U MPUHATO pas3gensaTb Ha [OeTCKylo u  B3pocnyk. 3Jta 6onesHb,
nonydmsLLasn TakKxke HasBaHMe cMHApoMa XaTyumHcoHa-I undopaa, Bbi3biBaeTCAa MyTaumnen
reHOB, B CUITy Yero oBGHapyXnTb €€ MOXHO f1Lb Ha 2-0M — 3-eM rogax XusHu 60nbHOro
nporepuen pebeHka.

B knetkax G0nbHbIX, ¥ KOTOPbIX OBHapyXeHa AdeTckas nporepusi, 3addMKCMpoBaHO
HapyweHue penapaumm B OHK 1 ymeHblleHne OO0 NOSIHOro MUCYE3HOBEHUS MOLKOXHOM
KrnertyaTtkm, aTpoduyeckoe M3MeHeHue anuaepmuca M gepmbl. [lporepuss XaTinMHCOHa-
Mndopoa Yy B3pPOCMbIX  XapakTepusyeTcsd  ayTOCOMHO-PELLeCCUBHBIM  TUIMOM
HacrnegoBaHUs, YTO  NPeanosyioKUTENbHO  CBA3@HHO C  HapyweHuem  obmeHa
COeANHUTENbHbIX TKaHen 1 HapyweHnem penapauun OHK. YBbl, HO faHHoe 3aboneBaHue
XOTb U [JaeT HEeKOTopble NOACKa3Kn, He NO3BONAET HOpManM3oBaTb NPOLECChl CTapeHNs y
TeX, KTo BoneH um.

B Tskenon ¢popme nporepma cBa3aHa C YCKOPEHHbIM MONEKYNSPHbIM U3MEHEHWEM,
XapakTepHbIM AOf11 eCTECTBEHHOr0 BO3PACTHOrO CTapeHusi, C HapylleHueM remMocTtasa
CTBOJSIOBbIX KIIE€TOK, C YMEHbLUEHNEM, MOPON KPUTUYECKUM, OfUHbI Tenomep. B knetkax
bonbHOro tena MyTtupyT Genku Lamin A, n yBenuuuBaeTcsa copepXaHue progerin.
Y4YyeHble [OBOSIbHO [OMT0 COMHEBanuUCb, CyLleCTBYeT Nu progerin B KneTkax Iogen,
NPOXOAALLNX Yepe3 eCTeCTBEHHO cTapeHue. Ho BbISICHUNOCL: progerin MOXHO HanlTu B
OpraHn3me Kakgoro 4erioBeka, TOYHee — KOXHbIX U apTepuarnbHbIX knetkax. OgHako He
ObINO OTBETA, YTO MMEHHO CNOCOBCTBYET HaKOMMEHM0 opraHM3Mom progerin 1 Lamin A.

WccneposaTtenu ycTaHOBUMW, YTO progerin akTUBMpyeTCcs B 340POBbIX FHOOCKUX
KneTkax NocTeneHHO, CO BPEMEHEM: UCTOHYAKTCS, CTUPasiCb CO BpEMEHEM Tenomepbl, U
NX MOBpPEXOEHUE U CIYXUT KaTanus3aTopom And BelpaboTkn progerin.

YBbl, HO Yy4eHble MOKa elle He MOHUMAKT, KakuM MMEHHO obpas3oM Teromepbl
oKasblBalOT CTUMYIMpyloLee Bo3gencTBne Ha BblpaboTKy progerin. A Takke, CyLlecTByeT
nn cnocob KoppekTupoBaTb AaHHbIN npouecc. Ecnn 66l nogobHas BO3MOXHOCTbL MMeENach,
TO cuHgpom XaTyumHcoHa-lvndgopaa He nepectan 6bl ocTaBaTbCa aTanbHbIM, Bedb
HeyMuparoLime KneTkm CnocobHbl Bbl3bliBaTb Takyto BOME3Hb, Kak pak.

OpHako Meaukmn cnpasennunBo MnonarakrT, YTO BbISIBIEHWE CBA3EeN Mexay BANSHUEM
Tenomep Ha progerin BblpabOTKy — OrpOMHbIA CKadoK Bneped. PaHHMe wmnccnegnoBaHus
oKasblBanUCb He CTofb WHAOPMATUBHbIMM K3-3a HebOMbLIOro 4Yucna nauueHToB,
CcTpagaBLMX AaHHbIM 3aboneBaHneM, U B CUIy OTCYTCTBUE COBPEMEHHOW Hay4HoW 6a3bl,
KoTopas 6bl No3Bosisana nsydatb 3Ty npobnemy. A Bedb BbISICHEHWE CBA3M MeXay OBYMS
3TUMKU (pakTopammn — HEBEPOSITHbIN NMPOPbIB.

MMporepusi  B3pOCMNbIX —  HacneacTBEHHOE  UNM  ceMelHoe  3aboneBaHue.
MposiBnsieTcs npexaeBpeMEHHbIM CTapeHneM, HaduHawwmmcs B Bo3pacte 20-30 ner,
COMpOBOXOAETCsl paHHUM NnoceaeHneM, 0bnbICEHNEM U apTEPUOCKITEPO3OM.

MeaoneHHO pasBuBalOLLaACs HOHoWecKkaa Katapakta. Koxa cTon, roneHen, B
MeHbLUEN CTEMEeHW KACTEeM W Npeansiednn, a Takke nuua MOCTENEeHHO WCTOH4YaeTcs,
NOOKOXHasi OCHOBa M MbILWLbl B 3TUX 30HaX aTpodupytoTcs. Ha HMKHUX KOHEYHOCTSX Y
90% 6ornbHbIX BO3HUKaKT TpodMyeckme $3Bbl, rMnepkepaTos U AUCTPOPUS HOITEMN.
ATpodusa KOXKU nuua 3aBepluiaetca obpasoBaHMeM KMBOBMAHOMO Hoca ("nTuumin Hoc"),
Cy)XEHMeM  pOTOBOW  LWenn W 3aocTpeHnem  nogdbopoaka,  HanoMMUHAKLLUM
"cknepogepmudeckyro  Macky". M3 3HOOKPUHHBLIX ~ pPacCTPOMCTB  OTMeYarTCcs
rMMNOreHnTanm3m, nosgHee MNosiBNieHWe UM OTCYTCTBME BTOPUYHBLIX MOSIOBLIX MPU3HAKOB,
ANCYHKUNA BEPXHEW U HUXKHEW MapalmnTOBUMAHbLIX Xene3 (HapylleHue KanbuueBOro
obmeHa), WNToBMAHOM Xene3bl (ak3odTanbm) 1 runogusa (nyHoobpasHoe nNnuo, BbICOKNI



ronoc). Yacto HabnogaeTcsa octeonopos. MameHeHMs nanbLeB pyk HanoMUHAKOT TakoBble
npv CKNepoaaKkTUNunn.

Hepegko cuHapom BepHepa owmnboyHO npuHumatoT 3a cuHapom PotmyHaa. O6wmum
Aana oboux 3aboneBaHui SABMSETCS HOHOLWECKas KaTapakra, KoTopas npu CUHAPOME
PoTmyHOa pasBuBaeTcsi B OeTCKOM BO3pacTe W 3akaH4YMBaeTcs cnenoTtou, a npu
cuHgpome BepHepa BosHukaeT nocne 20 net m pegko Befet K cnenote. KoxHble
N3MEeHeHnsa nNpu cuHgpome PoTMyHOa nNpoTeKakT Mo TNy NONKUNogepMmn 1 BETBUCTOMO
nuBeno, a npu cuHgpome BepHepa HanomuHalT AN@Y3HYHO CKIepoaepMmio  co
CKNnepogakTunuen.

Y 60nbHbIX C cMHOPOMOM POTMyHAA OTCYTCTBYIOT TpOoUieckne s3Bbl; 3Ta OONE3Hb
He BnMSeT Ha NPOOOIMKUTENBbHOCTb XXW3HW, B TO BpPeEMSA Kak OOnbLUMHCTBO OOMbHbIX C
cnHgpomom BepHepa ymupatoT go 40 ner.

3.3 bones3Hu cuenneHHble C NONOM:

HacnepoBaHune, cuenneHHoe C MNOMOM — HacnegoBaHWe Kakoro-nmbo rexa,
Haxogsweroca B MOMOBbIX XpoMocoMax. bonesHun, cuenneHHble C MNofnom, B
nogasnstowem 6onbLWMHCTBE crydyaeB 00yCrnoBneHbl MyTaumMsiMn reHoB Ha X-XpOMOCOMeE.
HacnepoBaHue, cuennieHHoe C MNOSIoBbIMM XpPOMOCOMaMu, OblBaeT OOMUHAHTHbBIM W
peLeccuBHbIM (Yalle peLeCcCUBHbIM).

Mpumepbl: MblweyHas auctpodus Tuna [oweHHa, remodunun A n B, cnHgpoma
Jlewa — HawnxaHa, 6onesHn NyHTepa, Gone3Hn Pabpu (peLeccMBHOE HacrnegoBaHue,
cuenneHHoe ¢ X XpOMOCOMOW),

doccart-gnabeT (QOMMHAHTHOE HacnegoBaHMe, CLUENEHHOEe ¢ X XPOMOCOMON).

WccnepoBaHus reHeTUMKW, CBSA3aHHOWM C MOSMIOBbIMM XpOMOCOMaMuM — 3acryra
amepukaHckoro ydeHoro T. MopraHa.

BonesHb [tOHTEpa BO3HWKAET B KPAaCHOM KOCTHOM MO3re, F4e CUHTE3MpYHTCS
apuTpoumMTbl. JOTO HacrneAcTBEHHoe 3abonesBaHue, MPUYMHOM  KOTOPOro  sIBMNSieTCs
peLeccrBHas MyTaumsi.

Takum obpasom, 3aboneTb BPOXKAEHHOW 3PUTPOMNOITUYECKON MOpdUupruen MoxeT
NUWb TOT, Y KOro oba poanTenu sBMsTCA HOCUTENAMU MYTUPOBABLLErO reHa (npy 3TOM
BOBCE He 00s13aTenbHO, YTOObI CMMNTOMbI NPOSBMNSASIMCE Y KOFO-TO U3 HUX).

BonesHb u4acTto BO3HMKaET BcneacTBMe ONM3KOPOACTBEHHbIX OpakoB wunu B
yeANHEHHbIX NOCENeHusX, rae XUTenu ABNAsTCA JanekumMm poaCcTBEHHUKAMK OpYr OpYrY.
B o6biuHOM ke nonynsumm 6onesHb [HOHTepa BCTpeyaeTcs KpavHe peako (HECKONbKO
cny4yaeB Ha 100 TbiC. YENOBEK).

CumnTtombl 6onesHu NoHTepa

3aboneBaHve 0ObLIMHO HaAYMHAET MPOSBNATBCH YXKE€ Ha NEepBOM oAy XXWU3HU, HO
nHorga u nodxe (B 4-5 net). MyTtauua npuBOAUT K YCUNEHHOMY CUHTE3y NMUrMeHTa —
npewecTBeHHMKa nopgupuHa, BCMEACTBME YEero €ero CcoaepxaHue B 3putpoumtax
npesblweHo B 20-30 pas.

370 oGycnaBnueaeT crieayoLLme CUMNTOMbI 3a60neBaHnA:

. KpOBaBO-KpaCHbIN LBET MOYM (M3-3a BblaeneHns n3bbiTka NnurMeHTa);

. XPOHMYECKYID (POTOYYBCTBUTENBHOCTL (OXKOI MOXET BO3HMKHYTb Aaxe npwu
MPOHWKHOBEHMM CONHEYHbIX Jy4eill 4Yepe3 OKOHHOE CTEKNO WM TOHKYK oaexay,



BGonbHbIE MOTYT XaJnoBaTbCA Ha 3yn O6J'Iy‘-leHHbIX Y4aCTKOB KOXW, UHOrAga noABIIAETCA
CbilNb B BUAE KpaCHbIX HySprbKOB);

. 3PUTPOAOHTUIO (OKpaLLMBaHNE 3y6OB B KpacCHbIN LIBET B CBA3M C OT/IOXKEHUEM
B aManu u AeHTUHe NopUpUHOB);

. rMNepTpuxo3 (MoBbILLEHHOE OBOSIOCHEHUE);

. yBenuyeHne ceneseHkn (MHorga v neyeHun);

. reMOSIMTUYECKYI0 aHeEMUIO (pa3spyLUeHne SpUTpoLUTOB B KPOBAHOM pycrie).

Bce 3t cumnToMbl NpuaaT 60bHOMY Hekoe CxXOoAcTBO ¢ Bamnvpom. CyulectByeT
TEopusi, COrMacHO KOTOPO MMEHHO noau, cTpajarwme 6onesHbio NoHTepa, B ApeBHUE
BpEMeHa cTanu npoobpas3om 3TOro 3MoBeLLEero CyLlecTsa.

JleueHne 6onesHu NoHTEpa

B peanbHocTM cyapba OOMbHbIX 3PUTPONOSTMHECKON MOpPdUPUEN 3a4acTyro
TparMyHa: OeTwn, cTpajallue en, UHorga He OOXMBAKT Adaxe A0 NoapOCTKOBOro
BO3pacTa. ATO CBA3aHO C MHOrOYUCMEHHbIMU HapyLLIEHMAMM B OOMeHe BeLLECTB, KOTOPbIE
BfieyeT 3a cobor nepensdbbITok NnopdmpuHa B KPOBN.

Ha coBpeMEHHOM J3Tarne pas3BnTna MeamuuHbl ornTumMalribHbiM MEeTOAOM JedYeHUd
bonesHn lMoHTEpa sBMSIETCA TpaHCMaHTauus KOCTHOrO Mo3ra. OTO CroXHasa 3ajada,
Tpebylouwas TwarensHoro nogbopa AoHoOpa v ANUTENbHOM COMNYTCTBYOLWEN Tepanuu, HO
OGnarogaps onepaumn getn ¢ 6onesHbto NOHTEpPA NONyYaloT LWaHC Ha 340POBYH XMU3Hb B
Oyaywem.

4. XpoMOCOMHble 6onesHu

K XpOMOCOMHbLIM OTHOCATCS BOMNe3Hn, 0ByCroBneHHble FTEHOMHLIMU MyTaunamMu Unm
CTPYKTYPHbIMU U3MEHEHUSIMU OTAESNbHbLIX XPOMOCOM. XPOMOCOMHbIe BONe3HN BO3HUKaOT
B pesynbTate MyTauuin B NONOBbLIX KIIE€TKax OQHOro U3 poauTenen.

Mpn kaxpgom 3aboneBaHuM HabMNwOAETCA TUMWYHBLIMG  KapuoTun wn  eHoTun
(Hanpumep, cungpom JayHa).

XpomMoCcoMHble 6One3HM BCTPEYalTCA 3HAYMTESNbHO Yalle MOHOreHHbIX (6 -10 un3
1000 HOBOPOXAEHHbIX).

[@HOMHbIE N XPOMOCOMHbIE MyTaumn: cuHapoma LLapewesckoro-TepHepa, 6GonesHb
HayHa (Tpucomus 21), cuHgpome KnawmHdpenbtepa (47,XXY), CUMHOPOM «KOLIAYbEro
KpuKay.

CuHapom LLlepelweBckoro — TepHepa — XPOMOCOMHast BonesHb,
COMpoBOXAakoLascs XapaKkTepHbIMU aHoManvamm dmanyeckoro pasBUTKS,
HMU3KOPOCMOCTbLIO M NOMOBbLIM MHAHTUMU3MOM.

Cungpom LUepewesckoro - TepHepa (cmHapom TepHepa, CUHOPOM Ynbpuxa) -
TMNu4Hass copma pgucreHesmn (Hegopas3BUTMSI) UM NEPBUYHOM areHe3un (MonHoro
HepasBUTMSA) XKEHCKMX MOSIOBbIX Xere3 - SAWMYHUKOB, OOycrnoBrneHHasi reHeTU4eCcKom
Aecopmaumnen n conpoBOXAatoLWAsCA HU3KOPOCHOCTbID U PAAOM aHOManui pasBUTUSA
Tena M HeKOTOPbIX BHYTPEHHMX opraHoB. KnunHunyeckas kapTuHa 3TOro cuHgpoma Obina
onucaHa B 20-x rogax pAsaguaToro Beka dHAokpuHororom H.A. LlepelueBckum.
PasBuBaeTcs gaHHbIV CUHAPOM TOSBKO Y NpeacTaBUTENen XXeHCKOro nona.

Cungpom LlepelueBckoro - TepHepa - 3TO XPOMOCOMHOe 3aborneBaHve, OnNS
KOTOPOro XapakTepHO nubo MOMnHoe OTCYTCTBME OHOM XPOMOCOMbI, NMBO Hanu4uue



aedekta B ogHon n3 X - xpomocom. Kapmotumn Takux XeHwmH - 45 X0, nmbo mMo3aunyHbIn
™n - 45 X/ 46 XX, 45 X/ 46 XY. CornacHo AaHHbIX MeANUMHCKOW CTaTUCTUKN, CUHOPOM
LepeweBckoro - TepHepa BcTpeyaeTca B ogHOM cnydae Ha 4000 >XMBOPOXOEHHbIX
aesoyek, npu ToMm, 4TOo 98-99% OepemeHHocTe cC kapuoTunom nnoga 45 XO
3aBepLUaTCa CaMonpou3BofibHbIMM abopTamnm Ha paHHUX CpoKaxX, MO3TOMY [AaHHas
naTosniornsi OTHeCeHa K paspsigy OL4HOM M3 CaMbIX pPacrpOCTPaHEHHbIX XPOMOCOMHbIX
aHoMarnum cpeam XeHLLUUH.

MpuunHbl pa3suTus cuHapoma LLepeluesckoro - TepHepa

Y nonoBuHbI 6oMnbHbIX ¢ cMHApOMOM LLlepelueBckoro - TepHepa BbISIBNSETCS NOMHOe
OTCYTCTBME OAHOM U3 XPOMOCOM, W TMpU  KapuOTUNUPOBaHWWM  OnpenensieTcs
cooTBeTCTBEHHO kapuoTtun 45 X. MNpudem B 70-80% cny4aeB oTcyTcTBYET X-XpOMOCOMa
oTua. Y [Opyron MOMOBUHbI OOMbHLIX BbIABASETCA KapuvOTUM MO3au4yHOro Tuna, npu
KOTOpOM oOfHa X-XpoMOcOMa HopmarbHasd, a ofjHa - KomnbleBasd (cocToswas u3
COXPaHMBLUMXCS Y4YacCTKOB KOPOTKOrO W ASNIMHHOIO XPOMOCOMHOro nnevya). Y psga
naunveHToK B KapuoTune obHapyxuBaeTcss ofgHa obbldHasi X-xpomocoma, a apyras -
N30XpPOMOCOMa, KOTOpas TepseT KOPOTKOe NfevYo M COCTOUT U3 ABYX ANUHHbIX nned X-
XpOMOCOMbI. B 3aBMCMMOCTM OT TOro, Kakor KapuoTtun y 60S5IbHOW, BHELUHWE NPOSIBIEHUS
CYHApPOMA BapbWMpylT OT TUMNUYHBLIX MPU3HAKOB, COMMAcHO KIMHUYECKOW KapTUHbI
3aboneBaHus, 4O NX NOJSTHOrO OTCYTCTBUA.

B pesynbTate otcyTtctBMA unn gecopmauum MNosioBOM XPOMOCOMbI Yy  [OEBOYEK
HapylwaeTca npoLecC COo3peBaHUs SIMMHWKOB, OTMeEYaeTcs 3adepXka Wnu nosiHoe
OTCYTCTBME TMOSfIOBOr0 CO3pEBaHUA W, Kak cneacrteve, passutne bGecnnogus.
XpomMocomMHbIN ancbanaHc, Habnogawwmncs npu cuHgpome LepelweBckoro - TepHepa,
NPUBOAUT Takke K BO3HWKHOBEHWIO pPasfMYHbIX aHOManun COMaTUYEeCKOro pasBuUTUS
(passuTuna Tena).

5.MNMonureHHble bonesHu

O6ycnoBneHbl B3aMMOLENCTBMEM OMpedeNieHHbIX KOMOMHaUMM annenen pasHbIX
FTOKYCOB M 3K30reHHbIX DaKTOpOB.

lMonureHHble BoNe3Hn He HacneayTcs No 3akoHam MeHaens.

[N OUEeHKM reHeTUYECKOro pMcka NCNonb3yT cneunanbHble Tabnmubl.

Mpumepbl: HEKOTOpPbIE 310KaA4YeCTBEHHblIE HOBOOOpPAa30BaHMs, MOPOKM pPasBUTUSA, a
Takke npegpacnonoxeHHoctb kK UBC, caxapHomy anabeTty 1 ankoronmamy, paclienneHme
ryobl n Heba, BPOXXAEHHbIN BbiBUX 6epa, Wn3odpeHns, BpoXXAEHHbIE MOPOKM cepaua.

6. ®akTopbl pUcka BO3HUKHOBEHNSA HACNeACTBEHHbIX 3aboneBaHunm

dusnyeckne  aktopbl  (pasnuMyHble  BUObl  UOHM3MPYKOLEA  paguauumu,
ynbTpadnoneToBoe nsnyyeHme)

Xumunyeckme akTopbl (MHCEKTUUMALI, repbuumabl, HAPKOTUKK, anKorosb, HEKOTOpPbIe
neKapCTBEHHbIE NpenapaTbl U Ap. BELLECTBA)

Buonoruyeckme akTtopbl (BUPYCbl OCMbl, BETPSIHOW OCMbl, 3NUOEMUYECKOrO
napoTuTta, rpunna, Kopu, renatuTa un ap.)

7. MpodmnakTuka HacnegCcTBEHHbIX 6onesHen



MpodunakTuka:

CywiectByeT 4eTbipe OCHOBHbIX MeToda NpPOMUNAKTUKN  HacneOCTBEHHbIX
3aboneBaHul YernoBseka:

MepBbIi MeTOA NPOMUNIAKTUKN HACNEeACTBEHHbIX 3aboneBaHNn — 3TO reHeTU4ecKoe
HOPMUPOBAHME W WUCKIIOYEHNE MyTareHoB. HeobxoouMmo BefeHue CTPOron OLEHKM
MyTareHHOW onacHOCTM (PaKTOpOB Cpenbl, WCKMIOYEHWe feKkapcTB, KOTopble MOryT
BbI3blBaTb MyTaLuto, NuLLEBbLIX 40OABOK, a Takke HEOOOCHOBAHHbLIX PEHTIEHONOrMYECKNX
nccnegoBaHun.

Btopon, oguvH 13 BaXHeWWUX MeToOoB NPOOUNAKTUKMA  HaCeACTBEHHbIX
3aboneBaHUn — 39TO NMaHWPOBaHME CeMbW, OTKa3 OT BCTYMfeHUss B Opak KpPOBHbIX
POLCTBEHHMKOB, @ TakKe OTKa3d OT LETOPOXOEHMS MPU BbICOKOM PUCKE HacnenCcTBEeHHOM
natosiorm. B 3TOM OrpoMHyl0 ponb UrpaeT CBOEBPEMEHHOE MeAMKO-reHeTU4ecKoe
KOHCYNbTUPOBAHNE CEMENHbIX Nap, KOTOpoe cenvyac HaudnmHaeT akTUBHO pa3BMBaTbCS U B
Hallen cTpaHe.

TpeTbe — 3TO OOpPOAOBAsA OMArHOCTUKA C MOMOLLBI PasfMYHbIX U3MONOrMYECcKnX
METOOB, TO eCTb NpeaynpexaeHne poauTenen 0 BO3MOXHbIX NaTONornsax y nx dyaywero
pebeHka.

YeTBepToe — 3TO ynpaBneHne OencTBMeM reHoB. K coxxaneHuto, 3To yxxe Koppekuus
HacneacTBEeHHbIX 3aboneBaHUi, Yalle Bcero — MMeHHo bone3Hen obmeHa BeLecTB nocne
poxaeHus. [lneTbl, XMpypruieckne BMeLLaTenbCTBa Unn nekapcTBeHHast Tepanus.

BbiBoabl:

1. lna npeaynpexaeHnsa poxgaemoctn 6onbHoro pebeHka Heobxoammo obszaTernibHO
nocewatb Meguko-bmonormyeckne KoOHCcynbTauuu.

2. Mo BO3MOXHOCTU OEpeMEHHbIM >XEHLMHaM HeobXxoaMMO YMEHbLUUTb BO3OENCTBUE
daKkTOpOB puCKa Ha OpraHnU3M.

3. Kak BMOHO 13 BbILLEN3NOXEHHOrO, NevYeHne HacneacTBEHHbIX 3aboneBaHuin KpamHe
3aTtpygHeHo, 4tobbl NpegoTBpaTUTb 3TO HaM He CTOUT 3abbiBaTb, O TOM ,4TO Halle
340pOBbE BO MHOMOM 3aBMCUT U OT NpaBuUibHOro obpasa >K13HMu.

CCbINKN Ha NCTOYHUKMN

1. A.lN. lNMexoB « Buonorus n obLwasa reHeTnka»

2. OTKpbITaa MHeT-3HUuMKNnoneaus Bukunegms « XpoMOCOMHble GonesHuy, «leHHble
oonesHny.

3. H.IN. Cokonos. «HacneacteeHHble GONe3Hn YenoBeka»

4. HW. Ncaea «O HacneacTBeHHOCTN. XPOMOCOMHbIE BONEe3HN YernoBekay

5. H.E. KyyepeHko , HO.I". BepBec «Obwasn 6uonornsa»



