HacJieacrBeHHbIE

3200/1eBAHMUA Y€J10BECKA.
Mepsbl npopHIaKTHKHA
HACJIEACTBEHHBIX 3200J1¢BAHUIA.

[Tpe3eHTauunto caenan:
yyeHukK 9 A Kknacca
PoaHoB VBaH



K HacToseMy BpeMeHH 3aperucTpupoBaHo 0oee
3000 nacneocmeennvix 001e3H1ei uenoseKa,
IpyuyeM OOJBIIMHCTBO U3 HUX CBA3aHO C
IICUXUYECKUMHU PACCTPONUCTBAMMU.

I1o nanabiM BceMupHOU OpraHu3aiuu
3npaBooxpaneHus (BO3), Omaromaps IpuMeHECHUIO
HOBBIX METOAOB JUArHOCTHUKH, €KETOTHO
PETUCTPHUPYIOTCS B CPEIHEM TPHU HOBBIX
HACJICJICTBEHHEBIX 3a00JIEBAHU.
[Ipupoaa HacJaeaCTBEHHbIX 3200/ 1€ BAHUM OYCHD
CJIOJKHA. BBIAEIIAIOT HECKOJILKO BADUAHTOB €€
KJIACCU(PUKALIMU C TCHETUYECKOU 1 KIIMHUYECKON
TOYKH 3PECHMUSI.



HacieacrBeHHBIE 00J1€3HU

qCJI0BCKA
I'eHHbIC 00JI€3HA XpPOMOCOMHBIE

00JIC3HU



I eHHBIC 00/1€3HU
O6YCJIOBJI€HBI MYT&HI/I}IMI/I Ha ICHHOM

YPOBHE. IDTO TaKHE 3a00JICBaHMUS, KAK

* reMO (NS,

° AJIbOMHMU3M,

* peHUJIKETOHYpPHUS,
* AXOHAPOIIA3KA,

* CEPIOBU/IHO-KJIETOUYHASA
aHeMMH.



I eHHBIC 00/1€3HU

DEeHUIKETOHYPHS - 3TO TAKEIIOE
HACJIEeACTBEHHOE 3a0o0JicBaHME. 3a00ICBAHUE
OnMcaHo B 1934 1. y4eHBIM-TEHETHKOM
DeIIuHIOM.

3a0oJjieBaHuEe 00YCIOBIICHHOE MYyTaIleH
OJJHOT'O I'€Ha, HAPYIIAKIIEU HOPMAIbHBIN ITUKJI
npeBpanicHisad PeHUJIAJTAHUHA B AMAHOKHCJIOTY
THUPO3MH.



DeHNIKeTOHYPUS

B HOpMe u30BITOK (heHMIaIaHUHA,
ITOCTYIUBIIETO C ITUIIEH U HE
HMCIIOJIB30BAHHOTO JJISI CUHTE3a OeliKa,
IpeBpallACTCs B TUPO3UH. Y OOJIbHBIX
(PEeHUJIKETOHYPHUH 3TAa AMHUHOKHCJIOTA
HaKaIjIuBaeTCs B KPOBH.

IloBbINIEHHE YPOBHS COAECPKAHUS
(heHHIaIaHMHA caMO 110 ce0€ HE OIMacHO, HO
OHO CTUMYJIHUPYET HEOOBbIYHBIC PEAKILIUHU, B
pEe3ynbTaTe KOTOPBIX B OpraHU3ME
HaKaljuBaeTCs IPOU3BOIHEIC (DeHUIAIaHMHA.



DeHNIKeTOHYPUS

OHH U BBI3BIBAIOT NOBPEKACHUS HEPBHOM
TKaHU. bOJIE3HB COIPOBOKIAACTCA BHIPAXKECHHOU
HEBPOJIOTUYECKOM CUMIITOMATUKOM
(HOBBILIEHHON BO30YIMMOCTBIO),
MUKpolLehanrel (MajJeHbKas TOJI0Ba) U B UTOTE
IPUBOJIUT K UAUOTHUM. /[[MarHo3 cTaBUTCS
OMOXHMMYECKHU.

[TosTOMY ecii BoBpeMsl OOHAPYKUTh HAIWYHE
3TOU O0JIE3HU Y UCKIIFOYUTH M3 ITUIIHN
(eHnnagIaHuH, peOCHOK OyJIeT pa3BUBATHCS
HOPMaJIbHO.



DEeHUIKETOHYPHUSI

B HacTosiee BpeMs B pOAUIIbHBIX JOMaX
IIPOBOJAUTCS CTONPOIIEHTHOE CKPUHUPOBAHKUE
HOBOPOXJICHHBIX HA (PEHUIKETOHYPHIO.
bosie3Hs uziieunma, €Ciii BOBpEMs MEPEBECTH
peOCHKA Ha CIICHUAIBLHYIO JIUETY,
MCKJTIOYAIONTY 0 (DEHUIAJIAaHUH.



Cunapom Mopdana

WJIN OOJIE3Hb «I1ayYbUX HAJIBLICBY.
JloMuHaHTHas MyTalysl OJHOTO I'eHa UMEET
CUJILHBIN IICMOTPONHBIN (P(PEKT.

[IoMUMO YCHUIIEHHOTO pOCTa KOHEYHOCTEU
(majblieB), Y OOJBHBIX HAOMIOMACTCS ACTCHUS,
IIOPOK Cep/illa, BBIBUX XPyCTaJIMKa I71a3a u
IpyTyhe aHOMaInu. boJie3Hb IpOTEKAET HA
(pOHE HNOBBIIICHHOIO UHTEIJIEKTA, B CBS3U C
4EM €€ Ha3bIBAIOT «00JIC3HBIO BEJIMKHX
JIFOZICU)).



Cunapom Mopdana

Ero Oonenu, B 4aCTHOCTH, aMEPUKAHCKHUI
pe3uIeHT A. JIMHKOJIIBH U BBIIAIOLIANCS
ckpunad H. Ilaranunu.




AXOHApOILIA3USA

(0T rped. a — oTpHulaTelbHas YyacTtuia, chondros
— Xpsi 1 plasis — popMupoBaHue), UITH
XOHJAPOAUCTPO(hUS, BPOKIEHHAS O0JIC3HbD,
HAYMHAIOMIASACS BHYTPUYTPOOHO U BEIPAKAIOIIASICS
B HApPYIIEHUH POCTA KOHEYHOCTEUW B JJIMHY.
PeOEHOK poKIaeTCs ¢ KOPOTKUMH PyYKaMU U
HOKKaMM, KOTOPhIE€ B JaJIbLHEHIIIEM 1100
3HAYUTEIILHO OTCTAIOT B POCTE, IMOO BOBCE HE
pacTyT OpU HOPMAJILHOM POCTE TYJIOBHIIA, LIEH U
TOJIOBBI. AXOHAPOILJIA3UA YaCTO COYETAETCH C
APYTHUMM MOPOKAMH PA3BUTHS U IICHXAYECKOM
OTCTAJIOCTHIO. OCHOBA OOJIE3HU — HAPYIICHUE
[Ipollecca OKOCTCHEHHUS HA TPaHUIlaX dIU(U30B U
nra(u30B KOCTEH.




AJBOMHUN3M

AnbOuHu3M (0T J1aT. albus — OeJblit),
OTCYTCTBUE HOPMAJIbHOW ITUTMEHTALIMU: Y
IOJIEW — KOXKH, BOJIOC, PaIy’KHOM O00OJIOUKH
m1a3a. ATbOMHNU3M — HACJIEACTBEHHBIN
IIPU3HAK, 3aBUCAIIAN OT HAJIUYUSA
PELIECCUBHOTO, T. €. MOAABIIEMOr0, I'eHa,
OJIOKHPYIOILETO B TOMO3UTOTHOM COCTOSIHUH
CUHTE3 MEJIaHMHA.

Yacrora nposiiaeHus 1:20 000






XPOMOCOMHBIE 00JIe3HH

00YCJIOBIICHBI H3MEHEHUEM CTPYKTYPbI
WJIN YHCJIa XPOMOCOM.

XapakTEepHbIM OTJIUYHUEM
XPOMOCOMHBIX ¥ TCHOMHBIX OOJI€3HEM
SIBJISICTCSI KX BOBHUKHOBEHHME KaK B XOJIC
raMeToOreHesa poJauTesIcu, TaK U
HETIOCPEACTBEHHO B 3UTOTE WJIN HA
pPAHHUX CTAAUSIX JPOOICHHUS.



XPOMOCOMHBIE 00JIe3HH

CHHAPOM «KOIIAYbEr0o KPUKA»
44 + XX, 44 + XY

3a0osieBaHUEe BLI3BAHO YTPAaTOH (e/1enuen)
NJIMHHOIO IJIeYya S-U XpOMOCOMBI. JTa
MYTAalUs NPUBOIUT K MATOJOTHYE€CKOMY
Pa3BUTHIO TOPTAHHU, YTO BHI3LIBAET
XapaKTEePHbIN IJ1a4 pe0eHKa, KOTOPbIX
HAIIOMHHAET MAYKAHbE M3-3a HEIOPA3BUTHSI
rOPpTAHM.






XPOMOCOMHBIE 00JIe3HH

[IInpoko m3BecTHasa 00J1e3Hb JJayHa
(cuaapoM /layHa) sBIsieTCS pe3yabTaTOM
IIPUCYTCTBUA B KAPUOTHUIIE JTUIITHEN
XPOMOCOMBI U3 2 1-1 mapsl (TpucomMus 110 2 1-i
XPOMOCOME).

[IppynHON CIYKUT HEPACXOXKICHUE
IOJIOBBIX XpOMOCOM IIPHA OOpa30BaHUM
IOJOBBIX KJIETOK Y MaTepH.

Yacrora nposiiieHus 1:500



XPOMOCOMHBIE 00JIe3HH

Cunapom Ilaray

45+ XX, 45+XY
Tpucomus o 13-ou nmape XxpoMocom
[Ipu3Haku: pacuierieHue HEOa,
HEJIOpa3BUTHE IJ1a3, MOJIUIAKTHIIHS

(YBEJIMUECHME KOJIMYCCTBA I1AJIbIICB HA
PYKax WA HOTaxX y YEJIOBEKA)



XPOMOCOMHBIE 00JIe3HH

MOHOCOMUASA

Cunapom IllepemeBckoro-TepHepa: OTCYTCTBHE
OJTHOM U3 JIBYX X-XPOMOCOM B KapUOTHUIIE

xennmaer. 44+ X0

BboJIbHBIC KEHIIMHBI O0OBIYHO HU3KOPOCIIbI, MEHEE
140 cMm, KOpeHaCTEHI, CO €J1a00 pa3BUTHIMHU
MOJIOYHBIMHU JK€JI€3aMH, UMEIOT XapaKTECPHBIC
KpbLIOBUIHBIC CKIaJKH Ha 1ee. Kak npaBuiio, oHM
O€CILIOIHBI U3-3a HEJIOPA3BUTHS II0JIOBOM CUCTEMBL.
Yaime Bcero 0epeMeHHOCTh IPHU 3TOM CUHAPOME
IIPUBOJUT K CAMOIIPOMU3BOJILHOMY a00pTy. TOJIBKO
0K0J10 2% OOJIbHBIX KECHIIUH COXPAHSIOT
OEpEMEHHOCTh 40 KOHIIA.

Yacrora nposBiaenus 1:5000



XPOMOCOMHBIE 00JIe3HH

NHOJINCOMUA

MyxuuHbl ¢ cuHApoMoM KitanHndgeabrepa
(44 + XXY,

44 + XXXY,

44 + XYY,

44 + XXYY ) xapakrepu3yrorcs
HEIOPA3BUTHUEM ITOJIOBBIX KEJIES,
€BHYXOBUIHBIM TUIIOM, HEPEIKO YMCTBEHHOM
OTCTAJIOCTHI0, BLICOKUM POCTOM 34 CYET
HEIIPONOPIIUOHAIBHO JUIMHHBIX HOT U T. ]I.

Yacrora npossienns 1:1000



XPOMOCOMHBIE 00JIe3HH
IMMOJIMCOMMUSA

AeHuinHbI ¢ cuHapoMoM Kinanndeabrepa
(44 + XXX) XapaKTEepU3yIOTCS HAPYIIEHUEM
[IOJI0OBOTO, (PU3UYECKOTO U YMCTBEHHOIO
pa3BuTHs. THOrma MOXeET pOaUTh JETEN.

Yacrora npossienns 1:1000



Mepsbl NPpOPUIAKTHKHA
HACJIEACTBEHHbBIX 3200/1eBAHUH

OCHOBHBIM IIYTEM NpPeA0TBPALICHUSA
HACJIEICTBEHHbIX 3200/ICBAHUM Y YeJI0BEKA
ABJACTCH UX NPOPUIAKTHKA. /)11 3TOro BO
MHOTHMX CTpPaHax MHpPA CYIIECTBYET CETh
YUPEKICHUN, 00CCIICUYNBAIOIINX MEINUKO-
reHeTH4YeCKOe KOHCYJIbTUPOBAHUE HACEJICHMA.

B nepByro odepesib €ro yciayraMu J0JIKHbI
IOJIb30BATHCS JIMIA, BCTYHAIOIIME B Opak, y
KOTOPBIX UMEIOTCSI TCHETUYECKHU
HE0JIaroIoJIyYHbIC POJICTBCHHUKH.



Mepsbl NPpOPUIAKTHKHA
HACJIEACTBEHHbBIX 3200/1eBAHUH

[ eHeTHYECKash KOHCYJIbTAalUs 00sI3aTeIbHA
[IpU BCTYILUICHUH B OpaK pOJICTBEHHHUKOB, JIMIL
crapuie 30-40 net, a Takke padOTaKOIIUX B
IIPOU3BOJICTBE C BPEAHBIMH YCIIOBUSIMHU TPYHA.
Bpauu u reHeTUKHU CMOTYT ONPEICIUTh CTCIICHD
pUCKa POXKICHUS TeHSTUYCCKH HETOJIHOIICHHOTO
IIOTOMCTBA M 00€CICUUTh KOHTPOJIb 32 PEOCHKOM
B IIEpH O €r0 BHYTPUYTPOOHOro pa3ButTus. B
ciydae poXKaeHUsI O0JIbHOr0 peOeHKa MHOT/IA
BO3MOXKHO €r0 MEAUKAMEHTO3HOE, JUETUIECKOE U
TOPMOHAJIbHOE JICUCHHUE.



