HacnencrtBeHHbIe O0Ne3Hu
yernoBeka



1. [eHHbIe (B OCHOBe naTtosfiormvyeckme M3MeHeHUs
CTPYKTYpbl reHoB) — 8-10 % cmepTen o 5 ner;

2. XpoMOCOMHbIe — 2-3 % cmepTen 0o S neT,

£} MynbsTudakropmanbHble (bonesHu C
HacrneacTBeHHON  MPeapacrnofioXXeHHOCTb) —
35-40 % cmepTen o S ner.




leHHbIe 3a0oneBaHuAa

1. YHawle MOHOreHHble, T.e. B OCHOBE NaTofiorMm MU3MeHeHue
o4HoW napbl annenbHbIX FEHOB;

2. bonbWMHCTBO W©M3 HUX (MOYTM BCe) HacnegoywTcsd B
COOTBETCTBUU C 3aKoHamn MeHpens;

3. B OCHOBHOM 3TO MyTaLMN CTPYKTYPHbIX FEHOB;

4. OHWN TETEPOreHHbl, T.e. OQHO MU TO Xe (eHOoTUNn4ecKkoe
nposierneHne 6onesHn MoXeT ObITb 0OYCNOBIEHO MyTaLMAMU B
PasHbIX reHax UM pasHbiM1 MyTauuaMn BHYTPU OOHOIO reHa.

5. KnunHunyeckune NPoOABJIEHNA TE€HHbIX bonesHen, TAXKECTb WU
CKOPOCTb UX pPa3BUTUA 3aBUCAT OT OCOBEHHOCTEN reHoTuna
OpraHn3Ma (reHol-moandukaTopbl, Ao3a reHoB, BpemMsa AEeWCTBUA MYTaHTHOrO
reHa, romMo- u reTepos3nrotHocTb 1 Ap.), BO3PacCTa 6OJ'IbHOI'O, yCﬂOBMVI
BHELLUHEN cpenbl (nutaHne, oxnakgeHue, cTpecchl, nepeytomneHue) W
Opyrux goakTopos.



Knaccudoumkaumsa reHHblx 6onesHen (BO3):

1) BonesHn aMMHOKUCNOTHOrO 0bMeHa;

2) HacnegctBeHHble HapyLleHns obMeHa yrneBoaos;

3) bonesHu, cBs3aHHbIE C HAPYLLUEHUEM NUMUOHOrO 0OMeHa;

4) HacnegcrtBeHHble HapyLweHnst obMeHa cTepounaos;

5) HacnenctBeHHble 60OSIE3HM MYPUHOBOIO M NUPUMUAONHOBOIO 0bMeHa;
6) bonesHu HapyweHust obMeHa B COEAUHUTENBHON TKaHW;

/) HacnenctBeHHble HapyLleHns rema- n nopdoupuHa;

8) bonesHu, cBs3aHHble C HapyLLeHMeM OOMeHa B SpuUTpoLnTax;

9) HacnenctBeHHble HapyLleHna obMeHa bunupybuHa;

10) HacnencrtBeHHble 6one3Hn obmMeHa MeTarnnos,;

11) HacnencTtBeHHble CUHAPOMbI HAapPYLLIEHUS BCACcblBaHUS B NULLIEBAPUTENbHOM
TpakTe.



Bone3Hn aMMHOKUCIIOTHOIo ooMeHa

Camas MHoro4ymcrieHHas rpynna HacneacrtBeHHbIX oonesHen. K Hen

OTHOCATCA: PEHUNKETOHYPUS, aNbONHN3M, ankanToHYpus 1 ap.

PeHunketoHypua — A. PenuuHr (1934), HapyweHo
npespalleHne geHnnanaHnHa B TUPO3UH UM3-3a CHUMKEHUS
aKTUBHOCTU (peHunanaHnHrugpokcunasbl. EcTb HecKornbko
dopMm pasHou TskecTn, Bcero 4 annens y reHa. OnunHHoe
nnedyo 12 xpomocombl, 4actota 1 Ha 1000 poOXAEHHbLIX.
JleyeHne npoBoaUTCS B BUAE CTPOron AMETbI OT OOHapPYXeHUs
3aboneBaHus. [lueta ucknovaeT MACHble, pblbHbIE, MOSTIOYHbIE
NPOAYKTbI U Apyrne npoayKTbl coaepxawme 6enok.

AnbOMHU3M (rnas3o-KoXHbiNn) — 19359, otcyTcTByeT
CUHTE3 epmMeHTa Tupo3uHasbl. [HOnuHHoe nneydo 11
Xpomocombl, Yactota 1 Ha 39000 poxxaeHHbIX.

[Ma30-KoXHbI anbOVHN3M

AnkantoHypusa — CkpuboHunyc (Scribonius) (1584). Hapywenne obmeHa TupoanHa,
BblNageHne QYHKUMA OKCuaasbl TFOMOreHTEe3UHOBOW KWUCIOThl. [lpyM  ankanToHypuu oTMmevaeTcs
NOTEMHEHMNE XPALLEBbLIX TKAHEN.

Yawe Bcero Bnepén nosiBNAETCS NUIMEHTaUMs CKrep U YWHbIX Xpswlen. B cBsa3uM ¢ nopaxeHnem
xpswen cyctasoB nocsrie 20-30 NneT XU3HU 1 No3Xe pasBuBaeTcda Ux gedopmauuns. Halle nopaxarorcs
Bonblume cycTaBbl - MreyeBble, KOMEHHbIE, a Takke NO3BOHOYHUK. [MporHo3 3aboneBaHus AN XU3HU
GnaronpuaTHbLIN, cneunduyeckon Tepanmm HeT.



HacnenctBeHHble HapylleHUss oo6MeHa yrneBoaoB

mMukoreHoBasi 00NIe3Hb — HapylUeHWe CUHTEe3a U Pa3nOoXeHWUs rMUKoreHa.
Pa3BuBalOTCS MMKOreHOo3bl.

[MukoreHo3 | Tuna — 6one3sHb

rMpKe. Y OOrnbHbIX HakannMBaeTcs B
nevyeHn, NoYKax 1 CAM3nCToM KULLEYHMKA
bornbLoe KONn4ecTBO rMuKoreHa.
Hacnepnyetcs no ayTOCOMHO-
peueccuBHoMy  Tuny. B kadectBe
rieyeHuns ucnonb3yeTcsa guetorepanus.

bonesHb 'Mpke

[mnkoreHo3 |l TMna — ©6one3Hb [lomne. Mporekaer B Gomnee Tshxeroi dopme.

PasBuBaeTcs kapamomeranus n Makpornoccuda. Hacnegyercs no ayToCOMHO-peLeccuBHomMy Tuny. eH
B 17-n xpomocome. OBycnoBneHo BPOXAEHHbIM OTCYTCTBMEM (hepMeHTa NM3ocomarbHoOW anbda-
rnoKko3naasbl, KoTtopas Heobxoamma, YTobbl paspyLuaTth FNKOreH.

FanakTosemMus. [Mponcxoout HakonneHue ranakrtodbl (OHa Heobxoauma Ans MUenMHM3aumm

HEePBHbIX BOSIOKOH). JleyeHne — UcknioveHne n3 num Morioka u HasHadyeHue guetbl. Hacnegyetca no
ayTOCOMHO-peLeccnsHomy Tvny. 'eH B 9- xpomocome.



bone3Hu, cBA3aHHbIE C HapyuweHuemMm nmnnagHoro oOmMeHa

Bbone3Hb [lowe
rnoKouepedposnaassi,

Lepebpo3naoB B KIeTKax HEPBHOW U PETUKYIO-3HAOTENNANBHON
cucteMbl. Hacrnegyetcsa no ayToCOMHO-peLeccuBHoMy Tuny. NeH B
1-n Xxpomocome.

Bone3Hb HummaHa-INuka

cBA3aHa C pgeduumtomM epmMeHTa
4yTO npuBoauT K  HaKOMMEeHWUo

bone3Hb HuMMaHa-TInka — cssizana co
CHUXEHMEM aKTUBHOCTU (pepMeHTa COUHroMuenmHasbil.
[Mponcxognt HakonsieHne CPUHIOMUENNHA B MEYEHN,
ceneseHke, Mo3re, PeTUKYIo-aHO40TEeNnanbHoOM CUCTEME.
leH B 11-n xpomocome.

bone3Hb Tea-Cakca (AmaBpoTuyeckas

VI,EI,I/IOTVIFI) — CBsi3aHa CO CHWXEHMEeM aKTMBHOCTWU
depmeHTa rekcosammnHmuaasbl. lNponcxoamT HakonnexHue
raHrnmuosnga, B pes3ynbrate paspyLllatoTcs  aKCOHbI
HEpPBHbIX KIETOK. [eH B 15-1 Xxpomocome.

BonesHb [owe

BonesHb Tea-Cakca



>KeHLunHa - neonapg



HacneacTBeHHble HapyLieHnss o6MeHa cTepouaoB

AppeHoreHUTanbHbIA CUHAPOM (BpOXAEeHHasi rmnepnnasvs

HagnoO4Ye4YHUKOB, CUHAPOM YunkuHca, cokp. AIC) -
XapaktepusyeTca MnoBbILWEeHHOW (YHKUMEN KOpbl HaAnoO4Ye4yHUKoB U
YBENUYEHHbLIM COAEpXaHMEM B OpraHM3Me aHOpPOreHOB - MYXCKUX
MNOSIOBbIX  FOPMOHOB,  BbI3bIBAKOLLNX  OMYXECTBNeHne  (sABneHud

BUPUNU3aumMmn). HacneacTBeHHblii AedekT B (hepMeHTaTMBHbIX cucTemax (B
OOnbLUMHCTBE cny4vyaeB AeduunT WM HEeOoCTaTOYMHOCTb 21-rmgpokcunasbl U
aedouunt 11-rmgpokcunasbl; pexe BCTpeYarTcd HeaocTatovyHoCTb 3-6eTa-on-
perngporeHasbsl, gepuunt 18- u 77-rmgpokcunas, gepuumnt 20-22-gecmonas um
Op.) NPUBOOUT K CHMXKEHUIO COAEPXXaHWA B KPOBM KOPTM3OMa WM anb4oCTEPOHa.
[MonoBoe co3peBaHWe y AeBOYEK Ha4yMHaeTcs paHo (B 6-7 neT) u npoTekaeT no
reTrepoceKkcyanbHOMY TUMY: MYXXCKME BTOPUYHbLIE MOSIOBbIE NPU3HAKWN, OTCYTCTBUE
MOJSIOYHbIX Xenes3 n MeHcTpyarbHOM yHKUMK. [pn HopManbHOM XXeHCKOM Habope
xpomocom (46,XX) y HOBOpPOXOEHHbIX AeBoYeK Habniopgaetrcsa dopmMupoBaHue
HapYy>XHbIX MOMOBbLIX OPraHoB, B Pa3HOW CTEMEHW HaNOMWHAKLNX MYXKCKMNe
reHuTanMmn - OT YMEPEHHOro YBENNUYEHUS KNUTopa 4O NOSIHOMO cpacTaHust ryobHo-
MOLLUOHOYHbIX CKMagoOK C (OOPMUMPOBAHMEM MOLLOHKA M MNOSIOBOrO 4reHa. Y
Manb4YnKOB NpocTast BUpUnbHasa hopma npu poxgeHnm obblMHO HE pacno3HaeTcs,
T.K. X FeHUTanMm UMeLoT BrnosiHe obblYHbIM BUA. Ho Ha 5-7 rogy »XusHu gmarHo3
Al'C cTtaBuTCs, NOCKONbKY Yy pebeHka BO3HMKAKT MPU3HaKM NpexaeBpeMeHHOro
NONOBOro pasBnTUS. Tnn HacnegoBaHUs ayTOCOMHO-PELECCUBHbIN.

BuiBaeT npuobpeTeHHas dopmMa, KoTopasi BO3HWKaeT BCIeACTBUE MOBbILLEHHOM
OEeATENbHOCTU  KOpbl  HAAMOYEYHUKOB UMM WX OMNYXONMM WU BblpaxaeTtcs
onvromeHopeen (peokas MEHCTpyauusl) UM ameHopeei, Hepeako Gecnnoauem,
atpomelrt MONOYHbIX >Kenes, YMEeHbLUeHMEM pa3MepoB MaTKM M AUYHUKOB,
yMepeHHOI runepTpoduert Knutopa. .




HacnencrtBeHHble 60M€3HM NYPUHOBOro U NMPUMUANHOBOIO OOMeHa

I'Io.qarpa - 3aboneBaHne, B OCHOBE BO3HMKHOBEHUSA KOTOPOro NEXUT NOBbILLIEHNE KOHLEHTpaumn
MOYEBOW KMUCIOTbI B KPOBU (TMNEPYPUKEMUS), KaK HapyLLeHMe NypMHOBOro obMeHa.

Mogarpon ctpagaet okono 2 % NOXUNbIX N0AEN, NOYTU BCErda My>XYMHbI.

Mpn NOBLILWEHNN KOHLEHTPaAUUM MOYEBOW KUCIOTbl (CMHTE3 ypaToOB MOBbILEH, NMPU CHMKEHHOM WX
BbIBEAEHUMN 4Yepe3 MOYKM) MPOUCXOAUT €€ KpucTannu3aums U HakornfeHue B CcycTaBaxX, B BuUAeE
NOYEYHbIX KAMHEWN N MO, KOXEWN.

CVIH,IJ,pOM Jlewa-HansiHa cBssaH ¢ HepocTaTouHOCTBIO depMeHTa TMNOKCAHTUH-
docopunbosmnTtpaHcdepasbl, Heobxognmonm ans  cuHTe3a [OHK, KoTtopas kaTanusupyet
npesBpaLleHne CBOOOAHbLIX MYPUHOBLIX OCHOBaHU B HYKNEOTUAbl Hacrnegyetcs no X-cuenneHHoOMY
peueccnMBHoMy Tuny. 3TO 3aboneeBaHMe MOYEK Masrib4MKOB, COMPOBOXAAKLLEECS YMCTBEHHOM
OTCTanoCTbHO.

CuHpgpom Jlewa-HuxaHa — wHacneactsenHoe 3abonesaHue, xapakTepuayloLieecs
yBESIMYEHMEM CUHTE3a MOYeBOM KuUcnoTbl (y [OeTen) Bbi3BaHHOE AedekToM depMeHTa
rMNoKcaHTUHryaHmHgpocdhopundosnn-tTpacdepasbl, KOTOPbIN KaTannanpyet peyTunmsaumnto ryaHmHa u
MMNoKcaHTMHa — B pesynbrate obpasyeTcs Gornbliee KONMYeCcTBO KCaHTUHA W, CrieaoBaTeribHo,
MOYEBOW KNCOThI. [eH, KoaupyoLwmin rmnokcaHTnH-coocdoprdosmnnTtpaHcdepasy, pacnonoxeH B X-
XxpomocoMme. 3aboneBaHne HacnegyeTca Kak MOHOMeHHbIN peLeCCUBHbIN X-CUEenSIeHHbIN MPU3HaK.



bone3Hn HapyweHus ooMeHa B COeAUHUTENbHOU TKaHU

CvHapoMm MapdaHa -
MyTauma B reHe ombpunnmHa, 4To
npueBoanT K NOBbILLEHHON
PacTSXKMMOCTU  COEeANHUTENbHOM
TKaHMW. Hacnepnyetcs no
ayTOCOMHO-AOMUHAHTHOMY TUMy

Mykononucaxapmnaosbl

— HapylleHne obmeHa KUCIbIX
[MUKO3aMUHOITIMKAHOB  OBbIYHO
n3-3a He4OCTaTOYHOCTU
NN3ocoMarbHbIX depMEeHTOB.
PaHbwe 910  3aboneBaHune
Ha3blBanu «raprovnmnamy.
Hacnegyetca no  ayTOCOMHO-
peueccnBHomMmy Tuny. [eH B 4-n
Xpomocowme. JleyeHne — guetbl n

dumsmonpouenypobl.

CuHgpom MapdaHa

Mykononucaxapuaos | Tuna



Occudmumpyrowaa cdubpogucnnasma - 3abonesaHnem, Mpu  KOTOPOM
npouncxoauTt oopmMuUpoBaHmMe NINLHUX KOCTEN HA MeCTe CUHAKa unu paHbl. Hacnenyerca
OOMWHAHTHO, C BapnabesribHOM 9KCNPEeCCUBHOCTBLIO M NMOSTHOW MEHETPAHTHOCTLIO.

HeTtn poxgarTcsa 300poBbIMU U
& €OVHCTBEHHbIM NMPU3HaAKoM 60Me3Hn B
. Hauane sBnseTcsa otcyTcTBME oJHOW N3
i

doanaHr 6onbLKX NanbUeB HOTN.

e fort Ty . “:“
MpwxnaHeHHaa otorpadma n ckenet apu Mctnaka -
YyenoBeka, NPy XN3HN CTpaZaBLLEero NporpeccupyoLLen
occudmumpytoLen dndpoancnnasmnen.



Cunpgpom [llpotes - nposiBnseTcs MHOXECTBEHHbLIMU
 aHoManuaAMKU pasBUTUS (Hanpumep, YacTUYHBIA TUraHTU3M
KUCTEM W CTOM, CUHAOAKTUMUSA, NMMAaHTMOMbI, TUMOMbI,
anuaepmarbHble HEBYCbl, TUNEPTPOdUA KOXM MOAOLIB,
oenurmeHTtaums/ runepnurMeHTauus, NoaYE€pKHyTas
BEHO3Has! CEeTb Ha rpyaHON KreTke, OnyXonu CKrepbl, MOPOKM
yepena u BHYyTpeHHuXx opraHos). [peveckuint 6or NpoTen

MOT MO >XEMNaHUI0 U3MEHSATb CBOHO OOpMY.
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Cambil 1M3BeCTHbIM cpean 6orbHbIX 3TOM BOonesHblto Obin - YenoBek-crnoH. [xosed Meppuk no npasy
cyvmTancd cambiM HecC4YacCTHbIM YerioBEeKOM CBOEro BpeMeHW, MNOCKOMbKy cTpagan cuHgpomom [lpoTtes.
BonesHb NpuBena K Tomy, 4TO, Kak nucan oguH U3 Bpaden, "KeHLWMHbl U cnaboHepBHbIe, 3aBUaA ero, bexanu
B CTpaxe Npo4b, U NOTOMY OH HE MOI HagEeATbCA Ha TO, YTOObl BECTU HOPMAaIIbHYH XXMU3Hb, HECMOTPS Ha CBOW

BbICOKUN MHTENMNeKT".



MeHnau Cenapc — XeHLnHa, cTpajarLas B
HaCTOALLUMN MOMEHT cMHApPOMOM [1poTes.




" Wedico.ru

MAJIBMUK JIETYYAA MbILb -
HenpodmnbpomaTosd PeknuHrayseHa

Henpocmnopomartos (bonesHo PeknuHrayseHa) -
ayTOCOMHO-AOMWUHAHTHOE HEepPBHO-KOXHOE
3aboneBaHue ¢ Yactotom BctpedaemocTtn 1:2 500 — 4:5
000 (1). F'eH oTBeTcTBEHHBbIN 3a HO1 HaxoanTca Ha 17
XpOMOCOME W OTBeYyaeT 3a npoaykuuo 6Henka
HenpodmbpomurHa paboTtatoLlero B KadecTBe
cynpeccopa onyxonen. [NaBHble M onpegensoume
nposeneHns H®1 — nartHa Tvna «Koge C MOSOKOMY,
HeEnpondpombl (obpokavyeCTBEHHbLIE onyxonu
QyTNsapoB nepudepnyecknx HEPBOB), BECHYLLUKA B
obnactn KOXHbIX CKnagok, y3enku Jlnwa Ha pagyxke
(ramapTpoMbl BbISIBNSBLUMECS MNpU  MUCCregoBaHuUM C
NOMOLLbIO LUENEBON NaMnbl) U XapaKTepHble KOCTHbIE
aucnnasun OnNuHHBbIX TpyOyaTbiX KOCTEM WU KPbIbEB
KITMHOBMAOHOM KOCTU. KnuHu4eckasi BblpaXeHHOCTb W
TshkecTb HO1 pasHoobpasHa gaxke B npegenax ogHom
cembn. OCIOXHEHUSI WHOrOAa Cepbe3Hbl BMOTb A0
BO3HMKHOBEHUA gedopmauun ckerneta, CKonmosa,
COCyaMCTON MNaTonornM, yXyalweHusi KOFHUTUBHbIX
YHKUMA WM 3N0OKaA4YeCTBEHHbIX OMyXOoSien, BKIIOYas
onyxonu oborno4vek nepudepnyecknx HEPBOB U MMOM
LeHTpanbHOM HepBHOWM cuctembl. Makpouedanus,
HU3KUA POCT N KOXHbl€ aHrMOMbl — Marble MNPU3HaKK
aToro 3abonesaHu4.



HacnepcrtBeHHble HapyLweHNA rema- n nopcgpupuHa

Mopdunpua nnm nopdomnpmnHoBasi 6onesHb, - noutn sceraa HaCJ'Ie,EI,CTBeHHoeb.
HapyLLEeHNEe NMIMEHTHOro obMeHa C NOBbILLEHHBLIM cogepXaHMeM NMOPPUPMHOB B KPOBU
N TKaHAX W YCWUIIEHHbIM WX BbIAENIEHNEM C MOYOM U KasioOM. I'Ipos=|an-|eTcs=|!
dooTogepmarTo3om, reMonMTU4eCKuMmn Kpnsamu, Xenygo4YHOKULLIEYHbIMN n
HEpPBHOMNCUXNYECKMMWN PaCCTPONCTBaAMN.

[MepBMYHOE HapyLleHMe MOXET BO3HUKATb B NeveHn (nedeHo4YHas nopdompusi) Unm B KOCTHOM
Mo3re (apuTponoaTtnyeckasa nopdupus (bonesHb MNoHTeEpa)); MHOrga OHO MOXET pa3BUBaATLCA
B 060MX 3TUX opraHax.

Mo KNUHUYeCKOMYy TedeHuo 3aboneBaHus 4YacTo nopupun AensaT Ha ocTpble opMbl
nopcmpun n opmbl, NpoTeKaroLLmMe NPENMYLLECTBEHHO C MOPaXXEHNEM KOXHbIX MOKPOBOB.
OT1a 6onesHb, TSHKENMbIE Criyd4an KOTOPOW NOCAYXXMUIN OCHOBaAHWEM ANSA fiereHs o Bamnupax.
HebenkoBasa yactb remornobuHa — rem — npesBpaLlaeTca B TOKCMYHOE BELLECTBO, KOTOpOe
pasbefaeT MOAKOXHble TKaHW. Koxa HaunmHaeT npuobpeTtatb KOPUYHEBLIN OTTEHOK,
CTaHOBUTLCA BCE TOHbLUE M OT BO3OEWCTBMS COSIHEYHOrO CBETa JONaeTcd, MoaTomMy Y
NaUMEeHTOB CO BpPEMEHEM KoXa MOKPbIBaeTCs LupaMamu U a3BaMu. HA3Bbl U BoOcnaneHus
noBpexaalT XpsLWmM — HOC U ywun, gecdopmmnpysa ux. Bkyne ¢ NoKpbITbiIMU i3BaMy BEKaMU U
CKPYYEHHbIMM ManbLamn, 9TO HeBepoATHO ob6e3obpaxunBaeTr 4enoBeka. bonbHbIM
NPOTMBOMNOKAa3aH COMHEYHbIV CBET, KOTOPbIA MPUHOCUT UM HEBBLIHOCUMMbIE CTPagaHUS.

O HacneacTBEHHOCTU BEHLIEHOCHbIX 0CO0

B 1998 r. aHrnuickoe nsgarensctso “Bantam Press” ony6nukosano kHury [x. Pénsi( uctopuka), M.
YoppeHa (bnoxumuka) u [l. XanTa “lNypnypHasa TanHa: leHbl, 6e3ymume n koponesckne goma Esponbl”
(J.C.G. Rehl, M.J. Warren and D. Hunt. Purple Secret: Genes, “Madness” and the Royal Houses of
Europe), uccnegosaBwmnx ponb Nopupun B reHeanorm4eckoM nabupuHTe KOPONEBCKUX ANHACTUN.
OcTpon nepemexatowiencsa nopdpupmen ctpagan koporib AHrmumn Feopr Il ogHako nosxe, korga
0BOHapyXMNUCb yKasaHWs Ha MOBbLILEHHYK YYBCTBUTENbHOCTb KOXWM KOPOSii K COSTHEYHOMY CBETY,
AnarHo3 yTOYHUIICA Ha BapueratHylo nopgpuputo. VIMEHHO 39TMM MOXHO OOBACHUTH MOYTU
HenpepbiBHblEe (PU3NYECKNE WU MNCUXUYECKME CTpadaHus U SMOLMOHAasbHble HeypaBHOBELLEHHOCTU
nocrnegHen umnepartpuubl Poccnn AnekcaHapbl (BHyYka KoposneBbl Buktopum), KoTopble Tak
Tparnyecku Brnvanu Ha ee myxa, Hukonas 1.

50ne3Hb FrOHTepa



Bones3Hu, cBA3aHHbIe C HapyLleHueM ooMeHa B apuTpoumuTax

Cioga OTHOCAT OomnesHu, CBSA3aHHbIE C YKOPOYEHUEM >KU3HU 3PUTPOLUTOB, a TaKXKe CO
CHWXXEHMEM WX YPOBHA B KpOBW. B pesynbrate MyTauui BO3HWUKAKOT reMonuTudeckune
aHeMnn 1 remorrnoduHonaTum.

Mukpocdepountos (remonmtnyeckass aHemusst MmnHkosckoro LLlododpapa). Cesasana
C BPOXOEHHOW HeOoCTaTOYMHOCTbIO NMUNUOOB OOOMOYKM 3PUTPOLUMTOB, YTO MPUBOAUT K 0OpasoBaHuio
apUTPOLNTOB cepundeckon dopmbl. Y aOeTen BO3HUKAET «sgepHas Xentyxa». Hacnegyetrcsa no
ayTOCOMHO-AOMUHAHTHOMY Tuny. 'eH B 8-1 xpomocome.

TanacceMmMm — cHuxeHve CKOPOCTW CUHTE3a Luenen HopManbHOro remorrnobuHa. Pasnuyator
BonbLyto, CpeaHIo U Manyto TanacceMmm.

FomoauroTHas (6onblas) Tanaccemus (aHeMus Kynu)

— CHWmXKeHue obpasoBaHus remornobuHa A, yBenuyeHue
Konuyecta remornobuHa F. NosaBnawTcsa MOHronouaHble
yepTbl nuua, 6GalweHHbIW TUN Yepena, OTCTaBaHue
PM3MYECKOro pasBmTUS, MULLEHEBUOHbLIE SPUTPOLMUTHI.

CepnoBuMAHOKNETOYHAA aHEMUSA — B ycroBusx
HWU3KOro napumasibHOro AaBneHuns SPUTPOLUTDI
npuobpetaloT dopmy cepna, OMNEOHOCTb KOXU WU
CNU3UCTBLIX, XenTywHocTb. Onucan k. Xeppuk (1910) y
cTygeHTa-Herpa. JledeHus HeT, npenoxpaHeHue ot
BO3AENCTBUSA  (PaKTOpPOB, MNpoBOUMPYOWNX  BOMesHb
(rmnokcus, obesBoxunsaHue, xonoqg v ap.)

CkaHupylowass  9nekTpoHHasi  MuKpocdhoTorpadgus
3pUTPOLUTOB NPU CEPNOBULHO-KITETOMHON aHEMUMN.



HacnepcrBeHHble HapyLeHUa obmMmeHa OunnpyobuHa

CuvHpgpom Kpurnepa-Hamsipa - Hacneoyemass HeremonuTMyeckass »KenTyxa C
NOBbILLEHNEM YPOBHA HECBSA3AaHHOIo bunmpybmnHa BcnencTene BpOXAEHHOW HEQOCTATOYHOCTY
[MIOKYPOHUNTPaHcdepasbl, XxapakTepusytoLeecsa TSHXKENbIM NopaeHUemM HepPBHOW CUCTEMBI.
MexaHnam xentyxun npu cuHgpome Kpurnepa-Havspa cBogMTCA K NOSAHOM UIA MOYTU NOSTHOM
HEeCnoCOOHOCTU MNEeYEeHU KOHbKrMpoBaTb OUMNUMPYOWH. WM3BECTHbl [OBEe TEeHETUYECKM
reteporeHHble oopmbl cnHapoma Kpurnepa-Hangapa.

| Tun 3aboneBaHns nepegaeTcss MO ayTOCOMHO-PELECCUBHOMY Tuny. XapakTepHa
NHTEHCMBHAs XXeNnTyxa C NOBbILLEHMEM YPOBHSI HEMPSAMOro oGunmpybuHa CbiIBOPOTKU KPOBU B
15-50 pa3 BblWe HOPMbI, KoTopad B OOMbLIMHCTBE CIy4yaeB COMPOBOXOAETCS
npokpawmBaHmem sagep mMo3sra. [lpu aton dopme rmnepbunnpybuHemmns, Kak npasuno,
pa3BMBaETCA B TeYEeHMe NepBblX OHEW WM JaXKe 4acoB Mocfie POXOAEHUA U ONINTCA BCHO
Xn3Hb. XKentyxa O4YeHb WHTEHCUBHasl. bonblloe KonmyectBOo OMNUMpybuHa okasbiBaeTt
TOKCMYECKOe [OENCTBME HA HEPBHYHD CUCTEMY: MNOSABNSAIOTCHA CyO4OPOrn, HapyweHusi TOHyca
MbILL, HACTarM. B ganbHenwem pebeHoK OTCTaeT B MCUXMYECKOM U (PU3NYECKOM Pa3BUTUMN.

Il Tn (cuHgpom Apunaca) 3aborneBaHuda nepenaeTcs N0 ayTOCOMHO-AOMUHAHTHOMY TUMY U
conpoBoXxaaetcs 6ornee crnabon xentyxon ¢ 5-20-KpaTHbIM NOBLILLEHNEM YPOBHS HEMPSMOW
dpakumum bunupybuHa B CbIBOPOTKE KpoBU. OTNMYNTENIbHOM OCOBEHHOCTbIO 3TOW (hopMbI
ABMSAETCS YMEHbLUEHME CbIBOPOTOYMHOM KOHLUEHTpauun ounupybmHa Ha (OoHe npuMeHeHus
doeHobapbuTtana.



Xunbbepa — MeuneHrpaxta cuHgpom (N.A. Gilbert, 1858—1927, dpaHLU.
Bpad; E.Meulengracht, p. 1887 r., patckmm Bpay; CuUH.. OunnpyobmnHemmd
KOHCTUTYLUMOHanNbLHas, rmneponnmpybmnHemma BpOXOEHHaA,
rmnepounnmpybmnHemusa nanonarnyeckad, runeponnupyonHemMmmna namnonatmyeckas
HEKOHBLIOrMPOBaHHas, rmMNepbunupybrHeMmnsi KOHCTUTYLUMOHAarbHasA, XenTtyxa
HeremMonuTnuyeckass CeMenHasi, XenTyxa loBeHUSIbHaa nepemMexarLlascs
xentyxa, Xunobepa 6onesHb, XKunobepa — Jlepbynne cuHgpom, MenneHrpaxra

XenTyxa, XonemMmusi BpOXAeHHasl CeMenHasi, XOrnemMusi npocTtasi CemMenHas) —
HacneacTBeHHass 0GonesHb, O00yCcrnoBfieHHast HapyleHuem ounmpybuHoBoro obmeHa
BCNeACTBME  HeOOCTaTOMHOM  aKTMBHOCTM  0epMeHTa  [MIOKYypPOHO3unTpaHcdepassbl,
NPOABNSAOWAACA XENTYyXoM C He3Ha4YuUTeSlbHbIM YBESIMYEHMEM COAepXXaHUs B KPOBWU
Henpsimoro 6unupybuHa; Hacnegyetcss No  ayTOCOMHO-AOMMHAHTHOMY Tuny. bonesHb
NpoTeKaeT BCK XW3Hb, C Nepuogamm ODOCTPEHUss U peMuccun. Y HeKOTOpPbIX BOMbHbIX
pa3BMBaETCA XPOHMYECKMA renaTtut. [auneHTbl XanyrTcsa Ha MOXenTeHWe KOXW, Tyrble
bonn 1 TAXKeCTb B npaBoM noapebepbe, TOLHOTY, MNPUBKYC FOPbKOro BO PTY, OTPbIKKY.
AnneTut O0ObIMHO CHWXEH. YacTo BO3HMKAKOT HapyLUEHUS CTyna, METEOPU3M. ITOMY
CONYTCTBYIOT rOSfIOBHbIE OONU, yXyalleHWe cHa, YTOMNSEMOCTb, rofIOBOKpYXeHne. Bce atn
Xanobbl ycunmnearoTcs nog Bo3gencrenem onsnyeckomn Harpysku, CTpeccoB, MHPEKLMOHHbIX
3aboneBaHun.

OKOH4aTenbHO AnarHo3 yctaHaBnmBaloT npu 6uoncumn nevyeHn. OH BCTpevaeTcs Y My>XHuH
npnonunantensHo B 10 pas vaule, 4eM Yy XeHLWUH. [NepBble nposBneHna 601e3HN BO3HUKAOT
B 10-25 ner.



HacneactBeHHblIe Oone3HM ooOMeHa MeTannos

FenaTouepebpanbHaa guctpodua (bonesHb KoHoBanoBa-BunocoHa) (L)
- HacneacTBeHHOe 3aborneBaHWe , XapakTepuayloweecs NopaXeHMEM HEepBHOW CUCTEMblI U MEYEHW.
3aboneBaHune nepegaetcd no HacneacTtsy (13 xpomocoma). B ocHOBe nNexunT HapyLeHne obMeHa meau
B OopraHu3me. B Hopme OCHOBHasi macca Megu nocrie BcacbiBaHUA B KULLEYHWKE BbIBOAUTCHA NMOO C
Xenybto, nMBO npu nocpeacTse LUepynnonnasMmHa 4Yepe3 MoYkM WM nvwb Hebornbllas 4acTb
TpaHcrnopTupyeTcsa K opraHam n TkaHam. [pu UL Habniogaetcs CHWXKeHWe BbiBEOEHUS Mean C
Xenybto. Megb B TOKCMYECKMX KOMMYEeCTBaxX HakanjvMBaeTCa B MEYEHU, rosioBHOM MO3re, porosuLe
rnasa. lNopaxeHue neyeHn npoucxoauTt no Tuny umpposa. CTtpagatoT nodyku. OTnoxeHne megu B
poroBn4HOM 00OMIovKe MpMBOAUT K ddOpMMPOBaHUIO cheumdunyeckoro konbua Kansepa-dnenwepa.
HeckonbKo valle nopaxarTCcs MY>XYUHbI, CpeaHUM BO3pacT Havana 3abonesaHus 11 - 25 nert. NepBble
NPU3HaKN NosIBASOTCA B paHHEM LEeTCTBE (HO He paHblue 4 fEeT) N CBA3aHbl C MOPaXEHNEM MEYEHMN.
UacTo BO3HMKAKOT 3nNuM304bl KENTYXW, YBENUYMBAETCA MNevYeHb W ceneseHka. Hesponornyeckme
OCIOXXHEHUSI NPUCOEMHAIOTCS Ha BTOPOM, pexe Ha TpeTbeM OECATUNETUM Xu3Hu. Hesponormnyeckne
CAMMTOMbI MPOSBASAIOTCA APOXaHWEM pPyK W/MNM rofioBbl, KOTOpOe Habniogaetcsa B MNoKoe WU
YyCUNMBAETCS MOCre He3HauyuTenbHbIX Harpy3ok, 3amMeasieHHOCTb ABWXEHWW. B passepHyTOM cTaguu
pa3BMBaETCH aKMHETUKO-PUTMOHBLIM CUHAPOM (MeaneHHble OBUMXEHUS MPU NOBbILLEHHOM TOHYCE MbILLLL),
rTMNepKMHE3bl  (HEKOHTPONMpyeMble OBWKEHUA) MO  TuNy "OblOLWKMXCA KPbIibeB" K KOTOPOMY
npucoeauHaeTcsa Tpemop (apoxaHuwe), OusapTpus (HapyleHue peyu), aucdarna (HapylieHue
rMoTaHnda), MWOKMOHUM (nogeprmBaHus Mblwld). be3 cneuuduyeckoro neyvyeHna HapacTaHue
HEeBPONOrMYECKON  CUMMTOMATUKA  MNPUBOOUT K  (POPMUPOBAHMUIO  BbIPAXKEHHbIX  KOHTPaKTYp,
obe3aBmKeHHOCTN, rpybon gemeHumn (cnaboymue). TedyeHne 3aborneBaHusi nporpeccupyrowlee ¢
nepuvogamm pemmccun mn obocTtpeHnin. [MporHo3 HebnaronpuaTHbIWM, 3aboneBaHMe MPUBOAUT K
WHBaNMOHOCTU, a B ONpeaeneHHbIX cny4vyasax u K CMepTH.



FemoxpomaTo3 (nuamMeHmMHbIU Uuppo3 redyeHu, bpoH3oebil duabem CuUuHOpPOM

Tpyasbe-AHo-LLlogbghapa, cudepocpunus u Op.) — sabonesaHne, xapaKkTepusyloLLEecs
BPOXOEHHLIM UM NpUOBpeTeHHbIM  HapyweHuem obmeHa »>xenes3a B OpraHusMe 4ernoBeka.
BpoxaeHHbln (HacriedcmeeHHbIU), Unn NepBUYHbIA FeMOXpPOMaTOo3 CBSA3bIBAOT C BO3HWKHOBEHWEM
MyTauum reHa HFe, pacnonoXxeHHOro Ha KOPOTKOM Medye 6 XpPOMOCOMbI M KOOAUPYHOLLEro OgHOUMEHHbIN
Bernok, KOTOpbIN perynupyet 3axBaT Xenesa KrneTkamu. B pesynbrate noBbiWaeTcs BcacbliBaHME
NOCTynarLLero ¢ NULWen xenesa B KALWEYHUKE C ero nocriegyowmm OTSIOKEHNEM B OopraHax U TKaHdaX B
BUAE KernesocoaepXallunx NMrMeHToB. ITOT NpoLecc obbl4HO pacTArmBaeTcs Ha OEeCATUNETUs, NO3TOMY
Hambonee 4acTo nepBble MPU3HAKM remoxpomaro3a BO3HMKAWT B Bo3pacte 40-60 ner.
My>X4nHbI BONerT YaLle, YeM XKEHLMHbI.

Hanbonee 4actbiMn npuyMHaMn nNpPUOBPETEHHOrO, WM BTOPUYHOIO reMoxpomMarto3a SBMATCA
XPOHMYECKUM arkorosindMm, HeKoTopble 3aboneBaHus KpoBW, cneumduyeckne HapyweHna obmeHa
BeLlecTB. XOTS Npu 3TOM MOSTHOCTbIO HE UCKITIOYAETCS U BIIUSHNE reHETUYECKUX 0aKTOpPOB.

CumnToMbl 3aboneBaHusi: cnabocTb, CHWXKeHne paboTocnocobHocTn, 6onb B BEPXHEW TMOMOBUMHE >XMBOTA,
CHWXXEeHMe Macchl Tena, LMppo3 NeYeHn: yBenmyeHne He ToNbKO NeYeHn, HO 1 CeneseHkun, yxyaleHne KpoBOToKa B
HEel CO CKOMnneHnem cBOOOAHOM >KMOKOCTM B OplOLWHOM NOMocTM (acuuT) C WUCXOAOM B MEYEHOYHYIO
HeOoCTaToYHOCTb. [opa)keHne CycTaBOB XapakTepu3yeTcsi YNMOPHOW, MIIOX0 pearnpyollen Ha nevyeHne Gonblo.
OTnoxeHue xenesa B cepaue MOXET CTaTb MPUYNHOM HapyLLEHNS CEPAEYHOro puTMa, NOCTENEHHOMO paclUMpeHus
KENnyoo4ykoB W npeacepoun Cc  nocnedylowum  pasBuTMEM  cepaeyvyHol  HegocTatodyHocTu.  [MopaxeHue
MOMKENyAOYHOW >Kenesbl NPUBOAMT K pasBUTUIO caxapHoro Anabeta, NMonoBbiX Xene3 — K aTpodun sindek co
CHWXXEHMEM MOTEHLUUN, MCYE3HOBEHWEM BTOPUYHbBIX MOJIOBbIX MPU3HAKOB U deMUHu3aumsa (y MYXYUH) ©
NpeKkpaLLleHnio MecsiuHbIX, 6ecnnoamto (y >XeHLuH). N30bITOYHOE OTNOoXeHue xernesa B Koxke obecneunBaet
cneundmnyeckoe M3MeHeHne ee okpacku (6poH30BbIN anabeT). XapaKTepHbl rmnepnurMeHTaumns Koxm (0cobeHHo
OTKPbITbIX 4YacTen Tena, NoaMbILIEYHbIX BMaAauH, fadoHen, MOMOBbIX OPraHoB M CTapbiX KOXHbIX pPyobLOB),
npyvHMMatoLen cepo-bypbii NN KOPUYHEBATLIN LIBET.

[MporHo3 ©6e3 ne4yeHuss HebnaronpuATHbIA. CpeaHsas NPOAOIHKUTENBHOCTbL XWU3HW OOSbHbIX Mocne
YyCTaHOBIEHUs anarHo3a (Npu OTCYTCTBUM fevyeHns) He npesbliwaeT 4-5 net. MNpuynHon rmbenn 605bHbIX
MOryT BbITb NeyeHoYHas unu anabetTnyeckasi Koma, OCTPOe KPOBOTEYEHME U3 BAPMKO3HO-PACLLUMPEHHbIX
BEH NMULLEBOAA W Xenyaka, cepaedyHas Hea4oCTaTOMHOCTb; Y NOXUIbIX 60SIbHBLIX C ANTENbHBIM TeYEeHUEM
3abonesaHna B 15-20% cny4vaeB pa3BMBaEeTCH pak NeYeHu.



HacneacrBeHHble CMHAPOMbLI HapyueHnsa BCaCbiBaHUA B
nuuieBapuTesibHOM TPaKTe

MykoBUCUMAO3 (KUCTO3HOE MEepPepOXaAeHNe MOMKENYyAOYHOM Kenesbl, Xenes

KALWEYHWKA, AblXaTellbHblX MNyTeWn) - 3abonesaHne NpoTekaeT B BUAE XPOHUYECKOM
MHEBMOHUN, XeNyao4HO-KNLUEYHbIX HapyLIJeHVII7I. |_|pVI MYyKOUCUMNO03€ UBMEHAETCA CTPYKTYpa
MYyKoOrnosnncaxapmnaoB, BXOAALLMX B COCTaB CEKpeTa Xellea. CereT CTAHOBUTCA BA3KUM,
3aTpyaHAEeTCA ero otaeneHne, 3akKynopmBaroTCA BbIBOOHbIE MPOTOKU KeJlie3, YTO U BeAET K
ancTpouyecknm  (gereHepaTtMBHbIM)  M3MEHEHMAM C  MOCreaylwmM  paspacTtaHnem
Coe,EI,VIHVITeJ'IbHOI7I TKaHU B I'IO,EI,)KGJ'Iy,EI,OLIHOIZ xxernese, KulledHukKe, CIIIOHHbIX Xere3ax,
OpoHXax, >XemnyHbiXx NpOTOKax (KenyHbiXx KaHanbuax). [etn oTctaloT B  (PU3MYECKOM
pa3BUTUN, BO3HUKAET AUCTPOdmA.

=] nuuie J:l,eTel7I orpaHmn4ymBaroT yn0Tpe6neHV|e XMpOB, MYHYHUCTbIX yrnesogosB, yBEITNYNBAKOT
coaepxaHue bernka.

HenepeHOCMMOCTb NaKTO3bl - HECMOTPS Ha YMNoTpebneHne nakTo3bl B NEeYeOHbIX
Lensix, y MHOrmx rofen nakrto3a He ycBauMBaeTCs WU Bbi3blBAeT OANCKOMMOPT B obnactu
nMwEeBapuTENbHOM CUCTEMbI, B TOM YUCIie MOHOC, XMBOTHblEe O0Nn, B3OoyTUE XMBOTA,
TOLLUHOTY N PBOTY MNocsie ynoTpebneHns MosiovHbIX MPOAYKTOB. Y 9TUX Noden OTCyTCTBYeT
doepMEHT fakTasa UM nNpousBoaUTCHA B HeQOCTaToYHOM KonuyecTse. [lpn HegocTaTovHOM
OYHKLUMWN NakTasbl 1akTo3a OCTAeTCs B KULWIEYHUKE B MCXOOHOM BME U CBA3bIBAeT BOAY,
YTO BbI3bIBAET NOHOC. KpoMme TOro, KuweyHble 6akTepumn Bbi3biBalOT OPOXEHNE MOMOYHOro
caxapa, B pesyrnbraTe KOTOPOro B3lyBaeTCsl XXMUBOT.



Llennakna (6onesHb [ - [eptepa - [enbHepa, rnNOTEH3HTEpoONATUS,

KAWEYHbIM  MHAAHTUIN3M) — HacneacTBeHHoe 3abonesaHue, HapylleHue
NULLEBAPEHNS, BbI3BAHHOE MNOBPEXAEHMEM BOPCUMHOK TOHKOM KULIKM HEKOTOPbIMU
NUWEBLIMM MNPOAYKTaMU, coaepXalmmn ornpeneneHHole 6enkn — rnTeH (OH xe
MuanuH) u BnmM3kuMn K Hemy Oernkamu 3rakoB (aBEHWH, rpAaevH 1 Op.) — B Takux
NpoayKTax, Kak MeHuua, poXxb, Cornod, s4MeHb 1 oBec. Hacnegyetca no ayToCOMHO-
OOMWHAHTHOMY Tuny. MexaHu3Mm naTonorM4yeckoro B3auMMOLEWCTBUS [FIOTEHA CO
CnM3ucTon obosiovkonM A0 KOHUAa He siceH. [Npegnonaraerca Hanuyme OEePMEHTHOro
aedekta - OTCYTCTBME WU HEeOOCTATOYMHOCTb MuMagMamMuvHonenTuaasbl UM gpyroro
depmeHTa, y4acTBYHOLLErO B pacLUenieHnn roTeHa.

[MosiBnsieTca yvaweHHbIM MNEeHUCTbIA CTyn, obunbHbIN. PeBGEHOK CTAHOBUTCS BSANbIM,
GrnegHbiM, TepseT Maccy Tena, CHuXaeTrcsa annetut. [locTteneHHO pa3BMBaETCS
ancTpodusa u getn npuobpeTtaloT TUNUYHBIN OANS Uennakum Bua: pe3koe UCTOLLEHME,
NOTYXLWININ B3NS4, ApKMEe CnuaucTble 060N0YKN, OrpOMHbLIX pasMepoB XMBOT. B psae
Cny4yaeB pas3BMBAKOTCA OTEKM HA HWKHUX KOHEYHOCTSX, Hepedknm CrnoHTaHHble
nepenombl kKocten. OnpenensieTca ncesgoacumnT (CKOMNeHMe XUAOKOCTU B aTOHUYHOM
K/LeYHMKe). [anee npucoeauHsoTCs CUMNTOMbI NONMBUTAMUHHON HEQOCTAaTOYHOCTU
(CyxoCTb KOXMW, cTomMaTuT, guctpodmsi 3yboB, Horten, Bonoc m Ap. ). BaxHbim
npu3Hakom 3aboneBaHus Npu ANNTENbHOM €ro TeHeHUN ABNSAETCS HN3KOPOCNOCTb.



XpoOMOCOMHbIe 3aborieBaHUA

Cioga oTHocAT 60nesHn, oOyCnoBMEHHbIE MEHOMHBLIMU MYyTauUUSMWU WKW  CTPYKTYPHbLIMK
N3MEHEHUSAMWN OTAENbHLIX XPOMOCOM. OHM BO3HMKAKOT B pe3ynbrarte MyTauui B MOMOBbIX
KneTkax ogHoro u3 poautenen. lNpaktnyeckn He nepegaroTcsa no Hacneactsy (3 - 5 %).
N3BecTHO okono 700 Taknx 6onesHen.

[lenarcs Ha:

1.

2.

BonesHu, cBaA3aHHbIE C aHOManNUAMM YMcria XpoMOCOM

a) HapyLUueHue Ymcra ayTocoMm (25 % Bcex XpOMOCOMHbIX 3abonesaHun).

6) HapyLIeHne yncna nonoBbix XpomocoMm (46 % BCeX XPOMOCOMHbIX 3aborneBaHun).
B) NONMNNONANA — KpaTHOE yBENUYEeHne rannongHoro Habopa XpoOMOCOM.

bBornesHn, cBs3aHHble CO CTPYKTYPHbIMW HapyLleHusmu (abeppaumnssmn) XpoOMOCOM
(10,4% BCex XpOMOCOMHbIX 3abonesaHui). x npuymHamm bbiBatoT:

a) TpaHcnokaumm — odbMeH Mexay HEroOMOSTOrMYHLIMU XPOMOCOMaMM.
6) deneunn — notepm y4actka XpOMOCOMbI.

B) iHBepcuM — NOBOPOTHLI y4acTka xpomocombl Ha 180 rpagycos.

r) dynnukauum — yaBoeHmne y4actka XpOMOCOMbI.

n) Wsoxpomocomusi — NOSIBIEHME XPOMOCOM C MOBTOPSIOLWMMUCA FEHETUYECKUM
mMartepuanom B 00oux nnedvax.

e) BO3HMKHOBEHME KOMbLEBbLIX XPOMOCOM.



Cunpgpom [layHa (Tpucomus no 21-n XxpomMocome)

— B 95 % cnyyaeB — 3TO TUNUYHAA TPUCOMMS, MPUMEPHO y 4
% - TpaHcnokaunoHHas dopma (B Kapmotune 46 XpomMocom,
HO NULLHASA 21 XpOMOCOMa TpaHCroumMpoBaHa Ha XpOMOCOMY
n3 rpynnel D unm G) n y okono 2 % - MO3auyHbIM TUM.
BornbHble HEBLICOKOrO poCTa, OTAMYarTCca crnaboymuem,
MMEKT MOHTIOSIOMAHLIM paspes rnas, Kpyrrioe ynsoweHHOW
NNLO, KOPOTKUA HOC, TMNOCKYID MNEepeHoCculy, 3SMUKaHT,
MarieHbkue geopMmMpoBaHHbIE YLLIM, NOMYOTKPbITLIA POT CO
crerka BbICYHYTbIM $A3blkOM W BbICTYMNalOLWEn HUKHEN
YeslCTbHO.

Zﬁ

[eTtu c cuHapomowm [ayHa

Cunpgpom [laray (Tpucomus no

‘ 13-1 XpOMOCOMe) — TMNn4Has

it A\ /| Tpucomusa B 80-85 % cny4aes, ocTanbHoe —

AHoMmanum niua M  MO3anuu3M, N30XPOMOCOMA, TPpaHCnoKauusa 1

nonucuHaakTunmMs  obemx  AP.  XapakTepHbl  BPOXOEHHble  MOPOKU
cTon npw cuHapome [laray. pasBUTUA NLa 1 roNoBHOrO Moa3ra.

TUNNYHBIN  BHELIHWA BUA: OKPYXXHOCTb 4eperna YMeHblUeHa, HU3KUK
CKOLLEHHbIN 1106, y3kue rnasHble Lienu, 3anaBlias nepeHocuua, yLiHble
pakoBUHbI JeopMmnpoBaHbl U HU3KO pacrnonoxeHol, Y 80 % pasBuBaeTcd
rnyxoTa, 4acTo BCTpPEYalTCs aHoOManuMuM reHeTanuin: y OeBOoYeK — 3TO
yOBOEHME MaTKM W  BhRaranuwia, Yy Marnb4MkoB —  KPUNTOPXM3M.
bonblwMHCTBO ymMunpaeT B Bo3pacte o 1 roga, ocTanbHble cTpagatoT
rny6okon ngmoTtumen.



CuHpgpom 9aBapaca (Tpucomud
no 18-n xpomocome) — onucaH
oaeapgcom B 1960 r. [HeBo4kn
bonetoT valle B Tpu pasa, NPUYnHLI
HEN3BECTHDI.

XapakTepHble OCOBEHHOCTM:
N3MEHEHUSI MO3rOBOro 4Yepena W
nuua (ManeHbKnn poT, Y3Kne u
KOpOTKMe rnasHble LLenu,
Kocornasue, HU3KO PacnosioXeHHbIe
n aeopmMmpoBaHHbIe yLin,
BbIBEPHYTasi HUXHSASA ryba, KopoTkas
Lies, BbICTyNaoLmin 3aTbINOK,
YOSIMHEHHbIN ~ Yepen),  OedeKTbl
ONOpHO-ABUraTeNbLHOrO  annapaTta
(bnekcopHoe nonoXeHne KUCTen,
aHoMarsbHO pasBuTble CTOMbI,
Koconanoctb W Ap.), CcepaeyHo-
COCYOMUCTOM CUCTEMblI W MOMOBbLIX
opraHoB. o 90 % peten normbatoT
no 1 ropga.

YepenHo-nuuesble

pacnonoXxeHue
oaBapaca.

nanbLeB

aHoMalinun

KNCTU

n

npu

XapakTepHoe
CUMHOpOME



CuHpgpom LLlepewieBckoro-TepHepa — HapyLueHue
PaCXOXOEHUS MOMOBbLIX XPOMOCOM. BonewT TOMbKO XEHLUWUHbI, Y HUX
oTcyTcTByeT ogHa X-xpomocoma. Tonbko B 20 % cnyyaeB poxpgaercs
XmBon  pebeHOK, B  OCTalbHbIX —  MEPTBOPOXAEHWE UMK
CamMorponsBosibHble abopTbl. XapaKTepHbl: HU3KOPOCIIOCTb, MOSTIOBOM
NHPAHTUNN3M, COMaTUYECKME HapyLUEeHUs, KOpoTKas Lwwes ¢ 60KOoBbIMM
KOXHbIMW CKNaZikamu, KOpOTKasi U LUMPOKasa rpyaHas Knetka, ypesmepHas
NOABWXXHOCTb JTOKTEBbLIX U KOMEHHbIX CYyCTaBOB, YKOpodeHue 4-5 nanbLeB
Ha pyKax, MUKPOrHaTusa (HeOopasBUTME HWKHEW YentocTun), IMUKaHT,
HU3KONoCaXeHHble OedopMUpOBaHHbIE YLIW, KOcOornasue, KaTapakTa,
aedekTbl cnyxa v ap. AedekTbl. bonbHble 6ecnnoaHsbI.

CuvHgpom nonucomum no X-xpomocome

CuHgpom Tpunno — Geisaet Tprcomus, TETpacoMus,
neHTacomus. OTMevyaeTca He3Ha4YUTENNbHOE CHUXEHue ST 5T G e
MHTENNEeKTa, MOBLILLEHHAA BEPOATHOCTb MCUXO030B U ypinnomowm LUepeleBckoro-
LWUN30OPEHNMN, MNOLOBUTOCTL MPU ITOM He CTpagaer. TepHepa
JleyeHus Hert.
CuHapomM KnanHdenbsrepa — onvcan H. KnaitHdenstepom B 1942 1. Bonetot
TONbKO Marnb4umkn, OO0SibHble UMEKT JIMWHIOK  X-XPOMOCOMY, BCTpeYaloTcs
BapuaHTbl nosimcoMmmn ¢ BGonblwmnm 4Ymucriom X- n Y-xpomocom. [lposiBnsietcs B
nepuog MnosioBOro CO3peBaHUs B BUAe HeOOPasBUTUS CEMEHHUKOB UM BTOPUYHbIX
NOfoOBbIX MPU3HAKOB, XapakTepeH BbLICOKUM POCT, €BHYXOWOHbLIM TUM CIIOXEHWUS,
rTMHEKOMacTud, crabbli pOCT BOMOC, CKMNOHHOCTb K OXUPEHUW. bBonbHble
BbecnnogHbl, yYMCTBEHHOE pa3BUTME OTCTAET, HO MHTENSIEKT HOPMarsibHbIN.
CVIHp,pOM ANCOMMUUN NO Y-XpOMOCOMe — onucaH B 1961 r. bonbHble
oTnnyarTca  nNo  PU3NYECKOMY U  YMCTBEHHOMY pPasBUTUIO,  OTNIMYAIOTCSA
CKINMOHHOCTBbIO K arpeccuBHbIM UM aHTUcoumanbHbiM MOCTynkam. B mecTtax
56ﬂbH6lZCCI/IH,EI,58i/IOM 3aKnyYeHnsa MyxdyumH ¢ reHotunoMm XYY B 10 pas 6onblue, YeM MYXYUH C
KnaiiHdenstepa  HOPMarbHbIM reHOTUMOM.




CnHAPOM «KOLWAa4Ybero KpukKa» - cBAsaH
C geneumnen KOpoTKoro nreva 5-m XxpomMoCoMbI.
Onucan k. JlexxeHom B 1963 r. TunnyHbiM
NPU3HAKOM CIY>XXUT HEOoObIYHbIN nnad OeTewu,
HaNoOMMHAKLWNA MAYKAHbE WU KPUK KOLLKW,
YTO CBSI3@aHO C nMaTosfiorMen ropTaHu Wnu
rofiocoBbIX CBA30K. C BO3pacTtoM 3TOT KPUK
ncyesaetr. Kpome 3T0ro — YMCTBEHHOE W
domandeckoe HeaopassuUTue, Mukpouedranus
(aHOMarnbHO YMEHbLLUEHHad rosioea),
nyHoobpasHoe Nnnuo, MUKPOreHust (ManeHbKas
BEPXHSAS YEentoCTb), 3MUKaHT, BbICOKOEe He6O,
nrockas CrnuHKa Hoca, Kocorrasue, YLHbIe
BHewHun Bng v kapuotun PaKOBUHbI ,D,ed)OpMI/IpOBaHbI N PaCnosioXeHbl
6onbHOro c cuHapomMoM HWU3KO. OTMe4alTCsl Takke MHOXECTBEHHbIE
«KOLUA4YbEero Kpuka. BHYTPEHHME TMOPOKM pasBuUTUA. TaXKecCTb
3aBUCUT OT pa3mepa aeneuunn. Ectb OornbHbIE,
aoxuswimne go 50 ner).

Cunpgpom Bonbda-XupuxopHa — onvcaH B 1965 1. B 80 % cny4yaes — Aeneumst KOpoTKOro
nrnedya 4-n xpomocombl, 13 % - TpaHCrokauumn, pexe — KOmNbLEBbIE XPOMOCOMbI, UHBEPCUM,
aynnnkaumm, N30XpoOMOCOMbI. XapakTepusyeTcsa BPOXAEHHbIMU NOPOKaMN PasBUTUS, 3a0EPXKKON
YMCTBEHHOIO M MCUXOMOTOPHOro pas3sButTus. Y OO0MbHbIX HEOONbLLION BEC MNpU POXOEHUN,
MUKpouedanusi, KroBOBUOHLIM HOC, 3MUKAHT, aHTMMOHronoungHbl paspes rnas (onyweHue
HapPY>XHbIX YrMoOB rMasHbIX Wenemn), aHoMarbHbI€ YLIHbIE PAKOBUHbI, ManeHbKNU poT, pacwenuHa
BepxHewn rydbl n Heba, aedopmauus cton v ap. detn ymuparot go 1 roga.



bone3Hb (nnn cnHapom) XaHTUHITOHa (Xopes NEeHTUHITOHA) — ato 3abonesaHue
HEepPBHOM CUCTEMbI, Bbl3BaHHOE YMHOXeHuem kogoHa CAG B reHe IT-15. O1oT reH kogupyetr 350-kDa
BenoK (XaHTUHITUH) C HEN3BECTHOM (PyHKUMEN. B reHe OMKOro tuna (He MyTaHTHOro) y pasHbIX NHAENn
npucyTtcTeyeTr pasHoe konuyectBoO CAG MNOBTOPOB, OOHAKO, KOorga YMCio MOBTOPOB MpeBbiaeT 36,
passuBaeTcs 605e3Hb.

Hayano 6onesHn He3ameTHO, MeTabonmyeckne HapyLeHUss Hen3BecCTHbl. CpeaHun BO3pacT MpOSABeHuUs
Xopeunyeckoro runepkuHesa - 35 net (ot 15-tm go 65-t1). Y 60nbHbIX HapywaeTcss NpoCTpaHCTBEHHas
OpUEHTaUMd, BO3HMKAET arakcusl, MOSsIBAAITCS MbllEYHbIE CyooporKn, CO BPEMEHEM pasBMBAETCS
cnaboymue.

[eH cuHapoma 6bin 3aBe3éH B CLUA B 1830 rogy Tpemsi MonogbiMu NOAbMU, NOKUHYBLUMMU AHrno. Y
BCex Tpoux Obinu aetn. B HacTosiwee Bpemsi oT xopen XaHTuHrtoHa B CLUA ctpagaet ok. 7000 yenoBsex.
YacTtoTa BcTpevyaemocTu 3aboneBaHnsa no scemy mupy coctasnset 1:25000.

EcTb npegnonoxenue, 4to myTtaumMm NpuBOAAT K U3MEHEHHOW KOHopmMauun 6enka, kotopas TOKCUYHA
ans knetkn. bonee Toro, mytauuu npmMBOAAT K TOMY, YTO Oenok HauyMHaeT arpernpoBaTb, obpasys Tak
HasblBaeMble Ternbla BKMNIOYEHUs B HeMpoHax. [0 HegaBHEro BPEMEHM CYMTanocCb, YTO UMEHHO TesnbLa
BKINIOYEHUS OTBETCTBEHHbLI 3a CMepTb HenpoHoB. OpgHako, paboTta coTpyaHukoB KanudopHuickoro
YHUBEpcUTEeTa, nokasarna, YTo Tenbua BKKYEeHUsl, HaobopoT, 3alnLaoT HEMPOH OT CMEPTU, U UMEHHO
yuTonnasMaTuyeckmin, a He arperMpoBaBLLniA, DENOK TOKCUYEH.

HasBaHne 6onesHn gaHo B YeCTb TPEX NOKONEHUN Bpayen, ndyyaBLumx e€ B lwtate KOHHEKTUKYT.



501193HVI, an/I‘-IVIHOﬁ KOTOPbLIX sABJiIAeTCA nonuvuniaounagua -—
BCTpeYaeTcss uJalle Tpunnouausi, 4Yem TeTpannonamsa. bepemeHHOCTb
npoTtekaeT ¢ ocnoXxHeHnsasMn. OCHOBHble BHELUHME MOPOKU: pacLienuHa
ryobl 1 Heba, HU3KO PacMONOXEHHbIE YLUHbIE PAaKOBUHbI, CpallleHne nanbLeB
KACTW Unn ctonbl. ECTb aHOManum B pasBuTUmn abCoOMOTHO BCEX BHYTPEHHUX
opraHoB. [etn nornbaloT B nepBble OHW Mocne poxaeHusa. Buoncus
MOKa3blBaeT, YTO YacTb TKaAHEW Yy Takux OeTen TpunnowugHasi, 4yacTb —
aunnoungHas.



MynbdakTopuanbHbie 00re3HN

O6ycnoBrneHbl Kak HacneaCTBEHHbLIMU, TaK K, B 3HAYUTESNTbHOW CTENEHN, hakTopamu
BHewHen cpedbl. K Hanbonee mM3BEeCTHbIM OTHOCATCA: peBMaTuU3M, ULIeMUyecKas
bonesHb cepaua, rmnepTtoHndeckasi 6onesHb, LMPPO3 NEYEHN, caxapHblM AMaberT,
OpoHxmanbHaa actma, ncopuas, WuU30PpeHnNd, aInunencus, MaHuakanbHO-
AenpecCcuBHbIN MCUX03, PAacCEAHHLIN CKITepo3 U ap.

HacnencrteBeHHas npenpacrnosioXXeHHOCTb MOXET MMETb MOHO- UMW MOSIUIEHHYHo
CTPYKTYpy. B nepsBom cnydae oHa obycnosrneHa MyTauuewm OOHOro reHa, Angd
NPOSIBNEHNS KOTOPOM Heobxoaum orpeneneHHbI BHEWHNN ddakTop, a BO BTOPOM
cliydae — coYeTaHuMeM arsnnenenm HECKOSIbKMX FeHOB W KOMIMMEeKCOM (OakTopoB
BHeELLUHen cpenpbl.

BbigensaoTt odowme ocobeHHOCTH:

1. Bblcokasa 4acTtoTta 3abonesaHun B nonynsuuun. LLnsodpennsa — 1 %, caxapHbin
anabet — 5 %, annepruyeckmne 3adbonesaHust — 10 %, runeptoHnsa — 30 %.

2. KnuHunyeckun nonmmopdmnam BapbUPYET OT CKPbITbIX CYOKITMHUYECKUX dhopM Ao
SIPKO Bblpa)XeHHbIX NPOSIBIEHNM.

3. OcobeHHoCTH HacnegoBaHUS He NOAYUNHSOTCA MeHAOENEBCKUM
3aKOHOMEPHOCTSM.

4. CteneHb nposiBneHns 6ore3Hn 3aBMCUT OT Nosia U Bo3pacTta 00osbHOro, paboThl
9HOOKPUHHOMN CUCTEMbI, PaKTOPOB BHELLUHEW U BHYTPEHHEW cpeabl U ap.



