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[{ess paOoTHhI:

~ M3y4uTh CYIITHOCTH XPOMOCOMHOTI'O
OIIPEAECIICHUA 110J1a, MEXAHU3M
HaCJI€I0BAHUS T€HOB, CIICIIJICHHBIX
C IIOJIOM.
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3aa4m paboThbl:

- PaCKpBITI/IG ITIOHATHUA U 3HAYCHHUA HACJIICAOBAHNA,
CLCINICHHOI'O C ITIOJIOM,

~ PackpeITHE BCEX BUI0B HACIEA0BAHMS, CLICIIJIEHHOTO C
IIOJIOM;

~ PaccMoTpeHre OCHOBHBIX MIPUMEPOB OOJIE3HEH,
CBS3aHHBIX C HACJEI0BaHUEM, CIICIIJICHHBIM C IT0JIOM;

BepHVTHECS K COEDKAHUTO




HaciaenoBanue cuermieHHOE C IOJI0

X- X- Y-
CHEIVIEHHOEe  CLeIVIEeHHOe  CIelJIeHHOoe
JOMHHAHTHOE peneccCuBHOE




X-cuenjieHnoe 0OMUHAHMHOE
HAC1e006aHUe

OCHOBHbIE XapaAKTEPUCTUKHU:

*[IOPAXKAIOTCSA U MY>KUHMHBI U ’KSHIITUHBI, HO OOJILHBIX
KCHIIIMH B 2 pa3a OoJIbIIe, YEM MY>KUYHH;

*00JIbHBIC JKECHIIIUHEI B CPEIHEM IIEPEAat0T
NaTOJOTMYECKUI ajjielib II0JJOBUHE ChIHOBEH M IOJIOBUHE
IIOYEPEN;

*00JILHOI MY KUMHA IIepeJacT MaTOIOrNYSCKUM aJljIeib
BCEM JIOUEPSIM U HE IepeaacT ChIHOBBSIM, IOCKOJIBKY OHU
IIOJIYYaT OT OTHA Y-XPOMOCOMY;

*B CpEIHEM JKCHIIMHBI OOJICIOT JIeTue (OHM
Tr€TEPO3UTOTHBIC), UEM MY>KUYUHEI (OHU TEMHU3UTOTHBIC).
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PoniocinoBHasi ¢ JOMUHAHTHBIM X-CIIEIIJIEHHBIM TUIIOM HACJIEIOBAaHUS 3a00JI€BaHMUS.
Kpy>KOK— 101 )KEHCKH, KBapaT— MOJ MYKCKOM, TEMHBIN KPY>KOK W/WJIK KBajpar —
OOJILHOM.

http://medicalplanet.su/Patfiz/53 . html




['nnopocharemus

Ymenvuenue konyenmpayuu
gocpamos 6 cvl8oOpomKe Kposu Hudice
Hopmbl (menvuue 0,8 mmonw/n, unu 2,5

Mme%).

- Y pebeHKa MCKPUBNAIOTCS KOCTU HOr
noJ, BIMSSHUEM MaccChl Tena B
BO3pacTe, Korja OH HauMHaeT
XOAMTb.

- TeTaHuA, BblpaXkeHHAss MUOMATHS,
PaxXMTUYECKME YETKU, JedopmaLmm
rPYZIHOM KNETKU, XapaKTepHble A/iA
JedUUMTHOro No KasbLMIO paxmTa,
OTCYTCTBYIOT.

Y pebeHKa nosBaaeTcs
nepeBaMBaOLLASCA NOXOAKA,
NIABHO MCKPMBAAIOTCA HOMU,
OTMeYaeTca HU3KMM pOcCT.

http://dic.academic.ru/pictures/enc_medicine/0274028272.jpg




X-CIHEIUIEHHOE PEIECCUBHOE
HacCJICIOBAHUEC

= (OCHOBHbIE XaPAKTUPUCTUKM:

*00JIbHBIMHU OBIBAIOT TOJBKO MaJIBYUKH;

*OKOJI0 2/3 OONBHBIX MPOUCXOAAT OT MaTeper-HOCUTENEH, 1/3 OOMBHBIX
MPOUCXOIAT 34 CUET HOBBIX MyTallUU B X-XpOMOCOME MaTepH;

*B YHACJICAOBAHHBIX CIy4asX y OOJIbHBIX MaJbUMKOB MOTYT OBITH OOJIbHBIC
Oparhbs U ASIIA IO MaTEPH;

*HOBBIC MYyTaIMU SIBJISIOTCS CIIOPAAUYECCKUMHU WJIN W30JIMPOBAHHBIMU
CIIy4asiMu;

*CECTpPBI OOJIBHBIX OPaThEB B YHACJIEIOBAaHHBIX Ciydasx UMEOT 50% miaHchl
OBITH TOKE HOCUTEJISIMUA MATOJIOTUYECKOTO aJlIes;

*TaKHE€ CECTPBI-HOCUTEIIN MEPEIat0T T€H MOJIOBUHE ChIHOBEH (OHM OOJIbHBIC) U
MOJIOBUHE JIo4ueper (OHU HOCUTENN);
*3JI0POBBIC MY>KUMHBI HE TIepeaatoT OOJIE3HH.
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PonocnoBHas ¢ perecCuBHbIM X-CIIEIIJICHHBIM TUIIOM HACJIEIOBaHUS 3a00JI€BaHMUSI.
Kpy>XOK— 101 )KEHCKHM, KBaIpaT— MOJ MY>KCKOM, TEMHBIN KPY>KOK H/UIU KBaApaT —
OOJILHOM.




['emopunms

HacnenctBenHoe 3a00yieBaHUE, CBSI3aHHOE
C HapYIICHUEM KOaryJIsIIiiy - IIPOIECCOM
CBEPTBHIBaHMS KPOBH ; IIPH TOM
3a00J1€BaHUN BO3HUKAIOT KPOBOU3IUSHUS
B CYCTaBbI, MBIIIILI M BHYTPCHHHUE
OpraHbl, Kak CTIOHTaHHBIC, TaK U B
pe3ynbTare TPaBMbI HIIH XUPYPTHIECCKOTO
BMeIarenbcTBa. [Ipu reModuinmm pe3ko
BO3pacTaeT ONaCHOCTh T'MOeNIN MalueHTa
OT KPOBOUBIIMSHHUS B MO3T M IPYTHUE
’KU3HEHHO Ba)KHBIE OPTaHbl, Ta)Ke MPU
HE3HAYNTEIIbHON TpaBMe. Y OOJBHBIX C
TSHKENON (hopMOl reMObUIINHU TTPOUCXOISIT
JACThIX KPOBOU3IUSHUS B CYCTaBbI
reMapTPO3bl) U MEIIIICYHBIC TKAHU
€MaTOMBI).

e T'emodunus A BBI3bIBACT HEJIOCTATOUHOCTD

B KPOBH HEOOXOAMMOIO O€jIKa — TaK Ha3bIBAEMOTO
daxrtopa VIII (anturemoduibHoro rmoodynuHa). Takast
reMouIINs CYUTACTCS KJIACCUUECKOM, OHA BCTPEUACTCSI
HauOosee yacto, y 80—85 % O0JIbHBIX TeMO(PUITUCH.
Tspxénple KpOBOTEUEHUS MPU TPaBMaxX U OTNEpaLIHsIX
HaOmtonarorcs rpu ypoBue VIII ¢pakropa — 5—20
I'emodunus B — HemocTaTouHOCTD (hakTopa I1j1a3
(Kpuctmaca). Hapyiieno o6pazoBaHue BTopud
KOAryJISIIUOHHOM POOKH.
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3acposeid 3go0poeasn Houb — Crpagarowui
ChbIM Aous HoCUTENL remocdbunuenn
sabonesaHnsa CbIH




JlaabTOHU3M

~  Hapyuennast cnocoOHOCTb aJIeKBaTHO BOCITPUHUMATh HEKOTOPHIE I[BETA, UMEIOIIas
HacCJIeICTBEHHYIO Tpupoay. BriepBbie JanbToHu3M Obl onucaH J[>xoHoM J[ansToHOM
B 1794 rony, KOTOpBIXA caM CTpaaanl YaCTUYHOW [IBETOBOW CJIENOTON U HE pa3yinyall
KpACHBIN IIBET (KaK U ABOE ero OparbeB). COMIacHO CTaTUCTUYECKUX TAHHBIX
nanbToHu3M Haomonaercs y 0.5% sxenmuH u 8% My»kuuH. [Ipu nqansroHusMe y
YeJIOBEKA YTPAYMBACTCA CLIOCOOHOCTD pa3nyaTh 3€JICHbIN, CHHUM, KPACHBIN 1IBETA
(MHOTIAa Cpa3y HECKOJIBKO).

* Jla1bTOHU3M
o Jluxpomarus
*Tpuxpomarus
*MoHoXpomMaTus
* AXpoMaronTus
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Y-ClIEIUIEHHOE HACJICIOBAHUE

=~ Qcobennocmu Y-cueniennozo naciedosanus 00yCiIOBICHbI
HAJUYUEM Y-XPOMOCOMBI TOJIBKO Y IIPEACTABUTEIIEH MYKCKOTO
noJia. JIencTBue reua, JOKaJIu30BaHHOTO B Y-XPOMOCOME,
00OHApY>KUBAECTCS TOJIBKO Y MY>KUHUH U MEPEIACTCS MO0 MY>KCKOM
JMHUM U3 TIOKOJICHUS B IIOKOJICHUE OT OTIA K ChIHY. 10 Takomy
THUITY Y YEJIOBEKA HACIIEAYETCS TUIIEPTPUXO03 YIITHON PAKOBUHHBL.
Kpome Toro, B Y-XpOMOCOME JIOKAJIM3YETCS €IIE PAJ TEHOB:
JNETEPMUHUPYIONINK PA3BUTUE CEMEHHUKOB, OTBEYAIOIIHM 3a
criepmaroreHes ((hakTop a300CIHEPMHUH ), KOHTPOIUPYIOLINI
MHTEHCHUBHOCTH POCTa TeJia, KOHEUHOCTEH U 3y0O0B.
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NPOBAHA

PonocnoBHas ¢ Y-ClEIJIEHHBIM TUTIOM HaclieoBaHus. Kpy>KOKk— MoJ1 )KeHCKH, KBajapaT—
MOJT MY>KCKOM, TEMHBIN KPY>KOK W/WJIM KBajpaT — OOJIBHOM.

http://medicalplanet.su/Patfiz/54.html




| uneprpuxo3s
VIITHON PAKOBHUHBI

['unepTpuxo3 — 3T0 Ype3MEPHBIA POCT
BOJIOC Ha TEX MECTAX TeJla, KOTOPhIE HE
CBOMCTBEHHBI JIJIS1 TAHHOTO 10J1a, BO3pACTa
WJIM HaITMOHAIBHBIX 0cOOeHHOCTeH. Tak,
POCT BOJIOC HA HOTaX Yy JIEBOYEK U
MaJIbduKOB 10 9-10 net — 3To runepTprxos,
a 'y KCHIIUH U MY>X4YUH — HOpMa. Poct
BOJIOC Ha CIIMHE U KUBOTE, TPYAU Y MY>KUKH
HE CUMTAIOT ITaTOJIOTUEH, a BCErO JIUIIb
aTaBU3MOM — HACJIECIUEM IIPEIKOB. A BOT
JUIS KCHIIUHBI — 3TO KaTErOPUYECKHU
IpU3HaK npodiiemMbl. POCT BOJ0OC B 30HE
YIIHOW paKOBHUHBI, HA LIEKAX, HA 1IE€ — 3TO
OJIHO3HAYHBIN ITPU3HAK TUIIEPTPHUXO03a.




BEIBOJIEBI:

~ TakuMm oOpa3zom, reHHbIE 00J1e3HU (IMPEACTaBICHHBIE B TaHHON
paboTe HACIEIOBAaHUEM, CLICIJICHHBIM C IOJIOM) — pa3jIn4dHas 1o
KIIMHUYECKUM MPOSIBIICHUEM T'PYIIIia 3a00JI€BaHUM,
0OyCJIOBJICHHBIX MyTaIlMsIMA Ha TEHHOM ypOBHE. YacToTa reHHbIX
oosie3Hen coctabisieT 1-2%. [lepBuyHO BO3HUKINIASA Fr€HHAS
MyTalusi EeHOTUIHUYECKH NPOSBUTCS, TOJBKO €CJIY I'eH
pUOOpPETAET CBOMCTBO JOMUHAHTHOCTH WJIM pacIojiaracTcs Ha
X-XpOMOCOME Y MY>KUMHBI, STUM OOBSICHACTCS POKICHUE
00JILHOTO peOeHKa ¢ X-CIECIUICHHBIM 3a00J1€BaHUEM B CEMbSIX,
IJI€ paHEeE TAKOM MaTOJIOTUX HE PETUCTPUPOBAIOCH.




[ JToccapun:

AXpOMaTOI[CI/Iﬂ - OTCYTCTBHC IBCTOBOI'O 3pCHUI.

JleliTepanomanus — popmMa HapyIIEHHUS [[BETOBOTO 3PEHUS, XapaKTEPU3YIOLIASCS CIIA00CTHIO BOCIIPUSITHSI 3€JICHOTO
[BETA.

Jelitepanonusa — xapakrepHa 1 1 % mrozneit, popma 4yacTUUHON BETOBOM CIIETIOTHI, 0OBIYHO BPOXKAEHHOM, KOTOpas
XapaKTepU3yeTCsl TOHWKEHHON YyBCTBUTEIBHOCTBIO K HEKOTOPBIM I[BETaM, B OCHOBHOM K 3€JIEHOMY. Y JEHTEPaHOIIOB
OTMEUAETCs HEJJOCTATOK MUTMeHTa M-K0I00ueK, BCIEICTBUE YETO MOJIBEPKEHHBIC IEUTEPAHOTTUU OTHOCUTEIBHO
HEYYBCTBUTEIBHBI K CPETHUM JUTMHAM BOJIH 3€JIEHON YaCTH CIEKTPA, HO MPU ITOM BOCIIPUHUMAIOT KOPOTKOBOJIHOBYIO
YacTh CIEKTPA KaK CUHUH 1[BET U JJINHHOBOJIHOBYIO — Kak KENThIA. CBETIIO-3€TEHBIN LIBET BOCIIPUHUMAETCSA
MOIBEPYKEHHBIMU JIEUTEPAHOIINM KaK TEMHO-KPACHBIN, (PHOJIETOBBINA — KakK roJiy0oi, mypIypHbId — Kak cepblil. Ha
CETO/IHSIIHUI IeHb IaHHAsi 0COOEHHOCThH HEU3JIeunma.

I[I/IXPOMafiI/Iﬂ — BPOXKACHHOC HAPYIICHUC IBCTOBOI'O 3PpCHUA, ITPU KOTOPOM OTCYTCTBYCT (I)YHKI_[I/IH OAHOI'0 M3 TPCX IBCT
OIIyIIAOIIMX aIlIIaparoB.

Monoxpoma3susi — BpOXKJCHHAs OJTHAS [IBETOBAs CJIerioTa. MOHOXpOMAT, T.€. YEeJIOBEK, CTPAIAIONIUN MOHOXPOMA3HEH,
710 HEKOTOPOU CTETNEHU Pa3IMYaeT LBETa TOJIBKO MO UX SIPKOCTH.

IIpoTranomanusi — opmMa aHOMAJILHON TPUXPOMA3UH, XapaKTCPU3YIOMIASCS MPEUMYIIIECTBEHHO C1a00CThI0 KPACHOTO
I[BETA.

IlapanoTponusi — BpoXKJeHHAs YaCTUYHAS I[[BETOBAs CJIETNOTA, IPU KOTOPOH OTCYTCTBYET BOCHPUSITHE KPACHOTO IIBETA.

TpuTtaHonusi — OTKJIOHEHHUE OT HOPMAJIBHOTO IBETOBOCIPHUATHS KpallHE PEJIKO BCTpEUarolieecs y Jironeu, popma
YaCTUYHOU [IBETOBOM CJIEMOTHI, OOBIYHO BPOXKIECHHOM, KOTOPOE XapaKTepPU3yEeTCsl He BOBMOKHOCTBIO OTIINYATh
HEKOTOPBIC [IBETA M OTTEHKH B O0IACTSIX CUHE—KENTHIX, (PUOJIETOBO—KPACHBIX I[BETOB.

TpunanTomanusi — HapyllIeHUE [IBETOBOIO 3pEHUS, P KOTOPOM OCIa0IE€HHO BOCIPUITHE TPEUMYIIECTBEHHO
(bu1oNIeTOBOrO IBETA.

TpunanTomasusi aHoMaJbHasi — pPAaCTPONCTBO LIBETOBOTO 3PEHMUSI, XapaKTepHU3yIolleecs 0caabIeHueM BOCIPUSATUS
HEKOTOPBIX I[BETOB.
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