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\\l M3MEHUYMBOCTb KAK

OCHOBA
HACIIEACTBEHHbIX
BOJIESHEU HEJTOBEKA



* PaKkmophbl 380s1r0UUU OsTUMeEesIbHOe 8peMs] 8J1USI/IU He

%

\\; * HacneactBeHHOe MHOroobpasune YyenoBeka 310 peaynbrart

OTNTUTENBHOM 3BOMIOLIMN XXMBOW MaTepuin !

* [1py 3TOM HaJo UMETb B BUAY OCOOEHHOCTM 3BOSOLNK YenoBeka

Kak OB1Monorm4eckoro n couuanbHOro cyLuecTBa

MOoJIbKO Ha HOpPMaJibHble XapakmepucmuKu op2aHuU3mMa, HO
U Ha e20 rnamoJio2u4yeckKkue peakyuu, obycrioenueasi
3Ha4YumesibHO 60sibWee MHO2006pa3ue HO30J/102U4ecCK
gopm 60s1e3Hell y HesioeeKka 1o cpasHEeHUr ¢ mak
KUBOMHbIX
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* Y yenoBeKa Kak coumanbHOro cyuiecrtBea
ecTeCTBeHHbIN OTOOpP CO BpeMeHeM npoTeKan Bce B bornee
cneundpunyeckux dpopmax: CoxpaHANoOCb TO, YTO MOINO
«OTMeTaTbCH» Y XUBOTHbIX, UITU, HAOOOPOT, yTpauMBarnochb
TO, YTO HY>KHO XXMBOTHbIM, YTO pacLUUPANO
HacnencTrBeHHOe pa3Hoobpa3ue nonynsauMn U 4acTo
NPUBOAUNO K HacneaACTBEHHbLIM OONEe3HAM

\
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l * Hanpumep,

W\ bnaropapsi 6oree NonHoLEeHHOro obecrieveHnsa cebs
NULLEWN, YOOBIETBOPAIOLLEN NOTPEOHOCTHU B
BUTamMmumHe C, 4eroBekK B NPOLECCE 3BOSOLIUN
«yTpaTUn» reH L-rynoHoNakToHOKCcuAaasbl,
KaTanm3npyrLien CUMHTe3 BUTaMUHa.

Hannymne 3toro reHa y *XUBOTHbIX ABNSAETCH
CTPaxOBKOW OT pa3BUTUA LIMHIN, @ YENOBEK 13-3a
TaKoOW yTpaThl, «BCeoOLen BpOXXAEHHOU OLUNOKHN
MeTabonuniman, nogBepxxeH aButammHo3sy C



aknm obpasom, B npoLecce 3BOnLnmn
JenoBek «npuobpeTtan» U HeXxenatenbHble
NMPU3HaKn, UMetoLLMe NPAMOEe OTHOLLEHME K
naTonornMn YyenoBeka.

[Mapumep:

* OONbLUMHCTBO BUAOB XXMBOTHbIX
HEBOCMPUNMYMBO K ANdTEePUNHOMY
TOKCUHY U BUpPYCY NONMTMOMMUENUTA, NOTOMY
YTO Y XXMBOTHbIX OTCYTCTBYIOT
COOTBETCTBYIOLLME peLienTopbl MemMopaH
KNETOK, a y YernoBeKka 3T peLenTopbl ecTb.

* [leTepMUHUNPYIOLLME UX FEHbI YXe
noeHTuduumnpoBaHsl. Hanpumep, ons
BOCMNPUATUA AUPTEPUNHOIO TOKCMHA TaKou
reH flokanu3oBaH B 5-K, And BMpyca
nonvuomuenmTa - B 19-m XpomMocome




XPOMOCOMHBbIE BOJIE3HW
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MOCJEJACTBUSA XPOMOCOMHbIX BOJIE3HEWU Y
YEJIOBEKA |

O
\\\) I'PYIIIIbI

YJACTOTA XPOMOCOMHBIX
AHOMAJINMN

Pannue JAOUMILIAHTAIINOHHBIC IIOTECPHU

0K0.J10 50%

CnoHTaHHbBIE BBIKH/IbINIA

B cpennem okoJiio 30%

TAKEJI0H CTCINEeHH

MuajgeH4eckasi 1 1eTCKass CMEPTHOCTh 5-1%
BpokaeHHbIE IOPOKH PAa3BUTHS 4-8%
Bpo:kaeHHbIe IOPOKH Cepana 13%
YMCTBEHHAsl OTCTAJOCTDb CpeIHen U
- 15-20%

My:kckoe Oecrioaue

2% (10 15% B rpynme ¢ a3oocnepmuen)

IIpuBBIYHOE HEBLIHAIIIMBAHUE
0epeMeHHOCTH

2-5%

/|

|
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l KINACCUDOUKALIUA XPOMOCOMHbIX BOJIE3HEW

* 1o TNy KNeToK, B KOTOPbIX BO3HUKNA MYyTaUMA:
*2amemu4deckue
*comamu4eckue

1o TNy XpOMOCOM , B KOTOPbIX BO3HUKIIAa MyTauus:
*aymMOCOMHbIe
*nosioebie XxpPOMOCOMBbI

* [lo noKkoneHuto, B KOTOPOM BO3HUKINA MyTaLuA :
* YyHacriedo8aHHbIe

*cnopaduyeckue csiy4dau (de novo)
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HACIEOCTBEHHbIE BOJIESHW
OBYCJIOBJIEHHBIE TEHOMHBIMW
MYTALUUAMU XPOMOCOM

O

h



[€eHOMHble MyTauun ABNATCA NPUYNHAMMU BO3HUKHOBEHNS
XPOMOCOMHbIX bore3Hen YyernoBeka. f

K reHOMHbIM MyTauusaM OTHOCATCHA aHeynnouaum 1 n3aMeHeHne
NIIOUOHOCTU CTPYKTYPHO HEN3MEHEHHbLIX XPOMOCOM.

AHeynnoungua — nameHeHue (yMeHblLleHne — MOHOCOMMUS,
yYBENMMYEHNE — TPUCOMUSA) YMCria XPOMOCOM B AMnionaHomM Habope,
HeKpaTHoe ranfiongHomy (2n + 1, 2n-1 N 1.4.).

Nonunnouana — yeBennyeHne yncrna HabopoB XPOMOCOM, KPaTHC
ranjiongHomy (3n, 4n, 5n U T.4.).
Y yenoBeka nonunnonaus, a Takke 600srbLUMHCTBO ak
ABINAKOTCA NeTaNnbHbIMU MyTauUaAMM. ‘
© s :

* K\) TEHOMHbIE MYTALIUWA /
\

%



_ Ep,VIHCTBeHHaFI MOHOCOMMUA Y HEeJTI0BEKA, COE

W
K Haubonee yacmbiM 2eHOMHbLIM Mymauyusim
OMHOCSIMCS: f
mpucoMuUsi — Hannine Tpex roMosriormyHbIX XpOMOCOM B
KapuoTune (Hanpumep, no 21-u nape, npu cuHapome fayHa,
no 18-1 nape npu cuHgpome JaBapaca, no 13-1 nape npu
cuHapome MNatay; no nonoBbIM XpomMocomam: XXX, XXY, XYY);
MOHOCOMUSI - Hann4yme ToSIbKO 04HON N3 ABYX rOMOSOrMYHbIX
XpomocoMm. [1py moHoCcoMuMKM No Nobon U3 ayTocom
HOpMarbHOE pa3BUTUE 3MOPMOHA HEBO3MOXKHO.
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3ABOJIEBAHUA KAK PE3YJIBTAT XPOMOCOMHbIX
MYTALUN B AYTOCOMAX !

CMHOPOM OAYHA (TPUCOMUA 21)
nonynsuynoHHas yactora - 1:600-700 HoBOpOXAOEHHbIX

PerynapHas

TpaHcnokauuoHHas
Tpucomma 47, XX,+21

¢dopma Tpucomumn 21

> . 46,der
i 1 ji# (D;21)(q10;q10

3 i : 46,de
L th J} TO | BN T (G;




NMPOABJIEHUA

K\O OCHOBHbIE PEHOTUIMNYECKUE
\

TunnyHoe nnockoe nNuuo, bpaxuuedanus, aHoMmanuu rras
(MOHronounaHbIN pa3pes rnas), anNukaHT, paHHAA KaTapakTa,
(Mmnonusa), OTKPbITbIN POT, aHoManum 3yo6oB, KOPOTKNNA HOC U
nrockas rnepeHocuLa, n3bbITOK KOXU Ha LLee, KOPOTKUE
KOHEYHOCTM, NonepeyvHasi YeTblpex-narnbLeBas rnagoHHas
CKrnagka, LWMPOKNN NPOMEXYTOK MeXay NepBbiM 1N BTOPLIM
narnbLamm CTor.

[TOpOKM BHYTPEHHUX OPraHoB: YacTto otmedatorca Bl1C
(OedeKTbI MEXOKENYO04KOBOU N MEXNpeacepaHou
neperopoaok, OTKPbITbIN apTepuanbHbI NPOTOK U MOPOKU
XKEenyao4HO-KULLIEYHOro TpakTa. bornblMHCTBO OOMbHbIX
NMEET YMEPEHHYIO NN TAXKENY CTeneHb YMCTBEHHOU
OTCTasioCTu




| l CUHOPOM 3OBAPLCA (TPUCOMUS 18)
NonynaunoHHana yacrtota - 1:6000-8000 !
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B SABUCUMOCTU OT TUINNA XPOMOCOMHOI'O | d

OE®EKTA B18 NAPE PA3JTUYAIOT TPU
OCHOBHbIX BUOA CUHOPOMA SABAPAOCA.

. .MonHas TPUCOMMS 18. Hanbonee Tsixenbiit BUA NPOSIBNEHNS CUHAPOMA U, K
COXalneHut, CaMbl HaCcTo BCTpevarLmncs (90% cnyyaes).

QTOT TUN noapa3ymMmeBaceT, UTO BCE KITIETKN OpraHn3ma MmMerT XpOMOCOMY-KOIMAIO.

- n. HYacTnyHas TPUCOMUA 18. Cunppom pganHoro Buaa BcTpeyaetcs kpaiiHe

penko. 3akrno4YaeTcd Takas TPUCOMMUS B TOM, YTO B KITETKaxX opraHnamMa coaepXXuTtca nuilb
HeKoTopas YaCcTb XPOMOCOMbI. QTO MOXET MPOU30ONTN BBNOY HENPABUITbHOIO AENEeHUs
knetkn. Crny4yaetcsa TaK, 4To 3TOT dhparMeHT XpOMOCOMbI BCTPanBaeTCs B CTPYKTYPY ApYyrow
XpPOMOCOMbI. B 3TOM cnyyae konnyecTso NposiBrieHnn 3aboneBaHnsa byaer ropa3go MeHbLLe
MO KONMU4YecTRy.

* [Il.LMo3anyHas TPUCOMUA 18. Toxe nosonbHo penkast dopma cuHapoma

o4Bapaca, HO NPOSABIISIETCS COBCEM He Tak, Kak npeabiaywme oopmbl 3aboneBanus. B
OaHHOM criyyae cbom NponCXoauT YXKe NO3XKe CIUSHUS MY>XXCKOW M XXEHCKOM MOSIOBbIX KNETOK,
B npouecce aenenus. Nocne atoro c6osi B 18 nape XpoOMOCOM BO3HUKAET KOMUS-XPOMOCOMa3,
KOTopasi CTaHOBUTCSA NPUYMHON OanbHENLWLEro pa3BnTua cuHapoma SaBapaca.



OBHbIE PEHOTUITUNYHECKUE
KB NMPOABJIEHUA
W\ HelWHue NMopoKU pa3sumus. HA3Kas macca
Tena y HOBOPOXOEHHbIX.
[lonuxouedanua, rmnepTenopusm, 2
HMU3KO NOCa)eHHbIe YL aHoMalnbHOM oopMbl, MUKPOrHaTuS,
MUKPOCTOMMS, CKOLLEHHbLIN Nnogdopoaok. MimetoTcst aHomanmu
Pa3BUTUA KOHEYHOCTEN, OTCYTCTBME OAUCTaNbHOW CKNagKku Ha
MWU3UHLE, rMnonnasns HOrTeu.
[1opOKU 8HYMPEHHUX 0p2aH08. KOMOMHNPOBAHHLIE NMOPOKU
cepaeYvyHo-cocyancTon CUCTeMbI, He3aBepLUEHHbIVA MOBOPOT

KULLEYHWKA, MOPOKMN Pa3BUTUA NMOYEK, KpunTopxuam. OTmevyatoTcs
3a4epXKuU NMCMXOMOTOPHOIO Pa3BUTUSA, NONOTUS, UMOELINITbHOCTb.




CUHOPOM T1ATAY (TPUCOMMUA 13)
\]nonynﬂuMOHHaﬂ yactota - 1:7800 - 14000 !

PerynapHasa Tpucomusa 47 XY, +13
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1 uKpoledanys, paciieInHbl BEpXHEH TI'yObI U

OCHOBHBbIE
OEHOTUTTUHECKUE
NMPOABIIEHUA

HeOa, HU3KO MOCaKEHHbIE Ae()OPMUPOBAHHBIC
YIIHBIC PAKOBUHBI, MUKPOTCHHSI, TUIIOTEIIOPHU3M,
IVCIUIA3Us CETYATKH, ITOJTUAAKTHIIHS,
IonepevyHas JiaJIoOHHas CKJIAIKa.
MHOX€ECTBEHHBIEC ITOPOKU BHYTPEHHUX OPTaHOB !
BIIC — nedekThl neperopoiok U KPyImHbIX COCYA0B, HE3aBEPIIICHHBIN
ITOBOPOT KUIIICYHUKA, MOJIMKHACTO3 ITOYEK, YIBOCHUE MOYETOYHHKA.

[ myookast uaunotus. [IpogoibKUTEIbHOCTD KU3HU

COCTABJISIET, KaK MPaBUIIO, 2-3 MeCsIIa U PEIKO JOXOAUT 10 OJHOIO I8

"

%
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MHOPOM LUEPELLUEBCKOI'O-TEPHEPA (MOHOCOMIgﬂ/
l\] nonynsunoHHas yactora - 1:3000-5000 HoBOpOXAOEHHbIX !
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\OCI/IHD,POM LUEPELLUEBCKOI'O - TEPHEPA

\ 9TO reHeTnYecKas naTtosniorns, Kotopas odoycrioBsrieHa
OTCYTCTBUEM B KapuoTune nHamemaa ogHom 13 rnonoBbIX
xpomocom (XO). XapakTepHbIM oTnin4ymem 6orne3Hu aBnsaeTcs
TO, YTO OHAa NopaXkaeT TONIbKO AeBoYeK. YacToTa
pacnpoCcTpaHEHHOCTU HeaQyra COCTaBMSET OAUH Criyvyan Ha MATb
TbICS4 HOBOPOXOEHHbLIX AeBOYEK. Hepeako npun Takom
3aboneBaHnn HabnogaeTca camMornpon3BosibHOE NpepbIBaHUe
nepmnoaa BbiHALLMBaHUS peOEHKA (HA paHHUX cpokax). [1o aTon
NPUYNHE HEBO3MOXXHO C TOYHOCTbLIO ONpeaennTb YacToTy, C
KoTopou BCcTpe4vaeTca 6oredHb. OcobeHHOCTbIO 3aboneBaHus
CUYMTaETCH TO, YTO OHO MMEET BOJSIHE OnaronpusTHbIN NCXOoA.




l\o CuHpopowm LlepelueBcKoro-
TepHepa 45x0

1\ ITO €eANHCTBEHHOE
reHeTn4yeckoe 3abonesaHue,
Npu KOTOPOM
npeacTtaBUTENbHULbI XKEHCKOIO
nona XXuByT C 45
XpOMOCOMaMU, BMECTO
HOpPMalbHOIo KapuoTtuna B 46
XPOMOCOM.




TEHETUHECKAA NMPUPOLOA

OcHoBHas npunynHa chopmupoBaHusa cuHapoma LllepeweBckoro-TepHepa — 3TO
HapyLLleHMe HOPMaribHOro KapmoTumna, Npyu KOTOPoOM HabrgaeTca OTCYTCTBUE BTOPOU
nonoBomn xpomocombl XO.

MexaHu3m nepegaym 3aboneBaHns 00 KOHLUA He BbisiCHEH. B MeagnumHckon cdepe
CyLLIeCTBYET MHOXECTBO CMOpPOB O ero HacreacTBEHHOCTN.

lNpeapacnonararowmmm chaktTopamm BO3HUKHOBEHUSA OONe3HN ABMAIOTCS:

- pasfiMvHbie NHEKLMN NONOBOW CUCTEMBI, MEPEHECEHHbIE paHee OyayLlen
MaTepbio;

- HebnaronpusiTHbIE YCNOBUSI OKPY KatoLLEN cpeabl, 3ara3oBaHHOCTb, 3arpsi3HEHHOCTb;
- ynoTpebneHune XeHLWnHon B 60nbLLINX KONMYecTBax CANPTHBIX HANMUMTKOB BO BPEMS
bepeMeHHOCTY;

- CUJIbHOE N3JTy4eHne INeKTpoMarHMTHOro niin MOHN3NPYHLLETo XapaKkTepa;

- roniogaHve unu noboe Apyroe UCTOLLLEHNE opraHn3ma, Hanpumep, Npu TSHKENON
BbonesHu (3a4acTylo B Nepuom nepen sayatmem).



/

KnuHnyeckune nposiBrneHus:

* Co CTOPOHbI NOSIOBOU CUCTEMbI OTMEYAIOTCSA OTCYTCTBUE roHaf (areHe3uns
roHag), rmnonnasmsa MaTku N MaTouvHbIX TPyO, NepBUYHAs aMeHopesi, CKyaHoe
OBOJiocCeHNE nobka 1 NoAMbILLEYHbIX BMaauH, HEAOPa3BUTUE MOSTOYHbIX
Xenes, HeJOCTaTOYHOCTb 3CTPOreHoOB, U3DbITOK r’MNodn3apHbIX
roHagoTpOnMHOB. BHeWHUN BUA 60MbHbLIX 4OCTAaTOYHO CBOeoOpas3eH. Y
HOBOPOXOEHHbLIX N AeTeW rpyaHOro Bo3pacrta KopoTKas Wwes ¢ N30bITKOM
KOXW N KPbITOBUAHLIMU CKnagkamm, nuMdaTuUyecknn oTeK CTOr, FofIeHEN,
KWCTEWN PYK N Npeanneymun.

° B LWWKONIbHOM U OCOOEHHO B noAPOCTKOBOM BO3pacCTe BbIABJIAETCA
OTCTaBaHWME B POCTE, B pa3BUTUN BTOPUYHbIX MOJ10BbIX NMPU3HAKOB.

° Y B3pOCIbIX OTMEYalT HapyLIEHNS CKemneTa, YepenHo-NnLeBbIE
ancmopdumn, BanbryCHyH0 AeBUaLMIO KOMEHHbIX U NOKTEBbLIX CYCTaBOB,
YKOpOYEHME MeTakapnanbHbIX N MeTaTap3aribHbIX KOCTEN, OCTEOMNOPOS3,
B6o4vkoobpasHyo rpyaHyo KNETKY, HU3KUI POCT BOSIOC Ha LUEE,
aHTUMOHIOSTOMAHBIN pa3pes rmasHbIX LWereu, NTo3, SANUKaHT, PETPOreHuto,
HWU3KOE PacrofoXXeHNe YLUHbIX PaKOBUH.

o DArT pann/ArLIv AAFRLLILIV LIA DN 20N AR LUIAAWA ARAFALIAFA



Q CUHOPOM KIAWH®ENBLTEPA(nonucomMms X y MyX4uH) /

nonynsunoHHasa Yactota - 1:1000 HoBOpOXAEHHbIX Marb4MKOB !
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MHUYECKUNEe NPU3HaAKW:

O nepuoaa NosfioBoro co3peBaHUA ManbYnKu

a3BMBalOTCHA NOYTU HOPMAIbHO, NMULLb C HEDOMbL
OTCTaBaHMWEM B NCUXNYECKOM pa3BUTUN.
[eHeTn4ecknn gucbanaHc B cBA3M ¢ 4O0OaBOYHOMN
X-XPOMOCOMOM KIMMHNYECKU NPOoABNSAEeTCcAa B Nepuo;
NOJfI0BOro CO3peBaHUA.
bonbHbIe UMEKT BbICOKUW POCT, XKEHCKUN TUM TENMOCIOXEHUS,
TMHEKOMACTUIO, crnadoe oBosioceHme nuua, NogMblLLEYHbIX
BnagunH v nobka. AnYkn yMeHbLUEHbI, TMCTONIOMM4YECKHN

O6Hapy>K|/IBaI-OTCFI AaeredHepaund repMmmHaTMBHOIO INMUTEJTTNA U
rMarMHO3 CEMEHHbIX KaHaTUKOB. bonbHble becnnoaHsbl
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Tpucomus no X Xxpomocome

CuHgpomMm Tpucomum no X-xpomocome (47,XXX)

CuHgpom TeTpacomusa X — pegkad XpoMoCOMHas aHoMarnms,
Npn KOTOPOW Y NUL, XXEHCKOro nosia MMeeTcs aBe
gonosnHuTtenbHble XpoMocoMbl X (48, XXXX).

CuHgpom neHTacomusa X — peaKkoe XpoMOCOMHOE
PAcCTPOUCTBO, NPU KOTOPOM Y JNL, )KEHCKOro nosfia MMeeTcs Tpu
gononHuTtenbHble XpoMocoMbl X (49, XXXXX).

nonynaunoHHasa Yyactota - 1:1000 HOBOpOXAOEHHbLIX OeBOYEK



\OTPI/ICOMI/IFI MO X XPOMOCOME, CUMIITOMbI U
MPOABJIEHUA, KAPUOTWUIN 47, XXX

* CnmnToMbl N dnsnyeckne ocobeHHOCTU CBA3aHHbIE C TPUCOMUEN MO X XPOMOCOME
CYLLLECTBEHHO OTINYAIOTCA Y pPa3sHbIX XeHLWKWH. HekoTopble AeBOYKM BOOOLLIE MOTYT HE
NMETb HUKaAKNX CUMIMTOMOB U NPOSABEHUN UMW TONBKO OYEHb crabble NPosIBNEHUS, B TO
BpeMS KaK gpyrme Moryt UMETb LUMPOKUI CNEKTP pasfnyHbIX NaTONornu.

* YacTto Tpncomum no X XpoOMOCOME CBsi3aHbl C pas3fiMiHbIMU PEYEBLIMU 3a4EPXKaMu U
3agep)xkamu B passutun. IHTENnNeKkT, kak npaBuno, B npegenax HopMebl. IQ MOXET ObITb Ha
10-15 NYHKTOB HWXe HOPMbI. [1eBOYKM HAYMHAOT pa3roBapnBaTb B BO3pacTe OKOosio 12-18
MmecsueB. [1pn 4yTeHnn, poauTenn moryt obpaTtuTb CBOE BHMMAaHUE Ha cregyroLuine
HegocTaTKu: AMcnekcus, 6errnoe YTeHne, pasroBopHbIE OTKITOHEHNUS. OYEeHb YacTo, AEBOYKN
NMEIOT AUCNPAKCUIO ( DONe3Hb ABMSETCS FEHETUYECKUM HapyLLEHWEM, NpeadnoraraeTcs,
YTO 3TO CBSA3AHO C MyTaumen reHa FOXP2, KOTOPbIW UTPaET peLLaloLLY0 POSib B pa3BUTUm
BepOarnbHbIX HaBbIKOB. K npumepy, nogobHoe HapyLleHne CBOMCTBEHHO NULam C
OWarHOCTUPOBAaHHLIM ayTU3MOM, Y KOTOPbIX Takxe HabntogatoTcs npobnemMsl ¢ BepbarbHOu
doyHKumnen). doHemaTnyeckas QUCIIEKCUSI — 3TO HapyLleHNE NMPOU3HOLLIEHUS 3BYKOB, UX
3aMeHa rnoxoXumu 3ByKamMmu, nepectaHoBKa CIioros B crioBe. BoamoxxHo ux gobasrneHue
nMBo Nponycku.

Takke, OHU MOryT MMEeTb Ooree BbICOKUI POCT MO CPaBHEHUIO C APYTMMU AEBOYKaMU UX
BO3DACTA
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\o * B HEKOTOpbIX crny4vagdax, y AeTen ¢ TPMCOMUEN NO X XPOMOCOME MOryT

NMMETbLCA NMUUeBble aHOMaAJINN: BEPTUKASJIbHbIE CKITaQKU KOXU
OXBaTbiBalOLWMNEe BHYTPEHHUNE YIT1bl T1a3, LULUPOKO pacCCTaBlIEHHbIE IT1a3a
(rmnepTenopun3m) n ManeHbkast OKPY>XHOCTb rosioBbl. BonbLWHCTBO
MS1aJEeHLIEB TaKXXe UMEIOT CHMXEHHbIN MblLLIEYHbIN TOHYC (TMNOTOHUA) U
KIMTMHOOaKTUINIO.

* Jlnua c TpMcomMmen nNo X XxpoOMocomMe MOryT YacTo NPOSABNATbL TPEBOTY,

cuHapom gedonumnta BHUMaHus u runepaktmsHoctn (CABI). B HekoTopbIx
cly4yasx, Takne HapyLleHUa ynydlwarTca ¢ Bo3pacToM, a NoToOMy pPaHHee
BbIABIIEHME U JlIeYEHNE TaKNX HapyLUEeHUN ABNAETCA OYeHb Nosie3HbIMU O
Takux OeTemn.

B 6onbLUMHCTBE crydaeBs, NOMOBOE pa3BUTUE U NNOOOPOANE B HOPME,
OHAaKO Yy HEKOTOPbIX AEBOYEK MOXET (DMKCMPOBATLCA HEMPaBUITbHOE
pa3BUTME AUYHUKOB (OMUCTEHE3Ns) U / U MaTKK, 3afepkKa unm HaobopoT,
NpeXaeBpeMEHHOE NOSTIOBOE CO3peEBaHME.

Onbim nokasbieaem, YTO AETU C 3TUM CUHOPOMOM OYEHb XOPOLLO
pearvpyloT Ha paHHee BMeLlaTenbCTBO (Noroneaus, TpyaoTepanus,
dunsnoTepanusa n apyrme mMetobl), a NOTOMY PEKOMEHOYETCSH paHHAS
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CvHgpom ancomuum no Y-xpomMocome
(47 ,XYY)

nonynsauMoHHas yactora - 1:1000 HOBOPOXAEeHHbIX MaribYUKOB

BONbLNHCTBO MY>XYMH C TakMM HaOOPOM XPOMOCOM Crierka OTnm4aroTcs OT fnnL, ¢
HOpMarbHbIM XPOMOCOMHbIM HAaboOPOM NO PU3NYECKOMY N YMCTBEHHOMY Pa3BUTUIO.
POCTOM OHM HEMHOTO BhiLLE CPEAHETD, YMCTBEHHO Pa3BUThLI, HE AUCMOPUYHBI.

3aMETHbIX OTKITOHEHNW HW B NOSIOBOM pa3BnTunn, HK B rOPMOHAJIbHOM CTaTtyCe, HA B
nnogoBUTOCTN Y oonblnHCTBaA XYY- MHONBUOOB HET.

[NoBbILLIEHHOIO PUCKa MME€Tb XPOMOCOMHO aHOMaJlbHbIX neten y XYY-nHAnBMNgos
HET.

Moyt Onst NONOBUHLI ManbYNKOB 47, XYY TpebyeTcsl OMNONHUTENbHAS
negarormyeckasi NoOMoLLb B CBA3M C 3a4€PXKKON pevyeBoro pasBuTtug, 3saTpygHeEHUN B
YTEHUU N Npomn3HoLLeHN. KoadpdpnumeHT yMCTBEHHOIO pas3suTus (IQ) B CpegHeM
HUXe Ha 10-15 NyHKTOB.

N3 noBegeH4eCcknx 0cCoObeHHOCTEN OTMeYatoTcs AeUUNT BHUMaHKS,
rMNepPakTUBHOCTb U MMMYSTIbCUBHOCTb, HO 6€3 BbipaXXEeHHOM arpeccum unm
NncMxonaTosiorM4eckoro NoBeAeHus.




Q XPOMOCOMHbBIE NEPECTPOUKWU-
l\] ABEPPALINA
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XPOMOCOMHbIE ABEPPALIA UTIN
MEPECTPOUKU XPOMOCOM

B pe3ynbrate nepecTtpoek MOryT nony4arbCcsi aHoMarsibHble
XPOMOCOMb!I:

N3BeCTHbI XpOMOCOMHbIe abeppaunn pasHbIX TUNOB:
* Hexeamku — 3TO NOTEPS KOHLIEBLIX Y4aCTKOB XPOMOCOMb!

* desteyuu (del) —BbinageHue yyacTka XxpOMOCOMbI B CPEAHEN ee YacTu

* dynnukayuu (dup) — OByX- N MHOTOKpaTHOE NOBTOPEHUE Habopa reHos,
NOKanu3oBaHHbIX B ONpeaeneHHoOM y4acTke XpoOMOCOMb

® UHBepcuU (inv) —noBoOpOT y4yacTka XpOMOCOMbI Ha 180°, B pe3ynkraTe Yero
B 9TOM Yy4acTKe reHbl pacrnoroX)eHbl B MocrnenoBaTenibHOCTH, 06paTHON Mo
CpPaBHEHUIO C OObIYHON

®* mpaHcJsiIoKauuu (t) —nepeHoc y4acTka K IpYroMy KOHLIY TOW e
XpOMOCOMbI fMBO K Apyron, HErOMOSOrMYHON XPOMOCOME

oA
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\\l BONbLUMHCTBO KPYMHbIX XPOMOCOMHBIX
abeppaunm B 3urotax y YeroBeka
NPUBOAUT K TAXKENbIM aHOMaITUAM
(XPOMOCOMHBbIM DOIE3HAM),
HECOBMECTUMbIM C XXU3HbIO, NMNOO K rmbenu
3apoblLLen eLle BO BpeMS
BHYTPUYTPOOHOIro pa3BuUTUS



KOPOTKOI'O MNINEYA XPOMOCOMBbI 5 (5P-) !

[MonynsuymoHHasa yactota - 1:20000 — 1:50000 HOBOPOXAEHHbLIX
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Q\J CUMHOPOM «KOLWUWAYBEI'O KPUKA» - AENELUA /




\,  OCHOBHBIE
®EHOTUMUYECKUE

\H NMPOABJIEHUA

1 €OOBIUHBIN KPUK WJIH IIJIad,
HaIIOMMHAIOIIUI MSYKaHbE KOIIKH,
MUKpOIIe(dans, aHTUMOHTOJIOUIHBIN pa3pes
r71a3, IyHOOOpa3HOoE JINIIO0, TUIECPTEIOPU3M,
IIIMPOKAs MEPEHOCHUIIA, HU3KO MOCAKCHHbIC
nepopMUPOBAaHHLIC YIIIHBIC paKOBUHBI. Ha
JaJIOHSAX UMEETCS MoIepeyHas CKaaaKa,
TaK)Ke XapaKTepHbI KINHOAAKTUINS WUIIH

CUHIAKTWINI. YMCTBEHHAA OTCTAJIOCTh
CWJIBHOU CTEIICHU.




l MHOPOM BOJIbPA-XUPLUXOPHA - AENELUUA /
\] KOPOTKOI'O NMNNMEYA XPOMOCOMBbI 4 (4P-) !

nynaumoHHas Yactota - 1:20000 — 1:50000 HoBOpOXOEHHbIX

O

Kpurnueckui pamoH

=
- - 4p16.3




\HJOBHbIE PEHOTUTITMHECKUE
\ NMPOABJIEHUA
N

3agepXxKa rnpe- n nocTtHatarnbHOro pocTa,
HMU3Kas Macca Tesfa nNpu poXXaeHuu.
XapaKTepHble 4epThbl nuua n Yyepena:
BbICOKUI 1100 MumKpouedanus, BbICOKOE
HaanepeHocke, KNBOBUAHBLIN HOC,
rmnepTenopusm, BelCTynaroLne rnasa,
MUKPOrHaTus, ManeHbKUn POT C OMNYyLLEHHbIMU
yronkamm pta, KpyrnHble OTTOMNbIPEHHbIE YLLM.
PacLuenuHbl ryobl u Heba. Nopoku cepaeyHo-
COCYyOUCTOWU CUCTEMBI. 3adepXxKa
NCUXOMOTOPHOIO Pa3BUTUS.




YACTOTA 1:4000 !

CATCH 22

K\ CUHOPOMbI DEL 22Q11.2 /
A

Cunapom n xopaxu
Beno-kapano-gacuuaiabHbIi
O CHHJIPOM

CUHIPOM KOHOTPYHKAJIBHBIX
U JIUIEBBIX aHOMAaJIUU

3 2 3

1"
11.

122
12.3
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OCHOBHbIE PEHOTUIMNWYHECKUE NPOABIIEHUA

* OTcTaBaHne B PU3NYECKOM pPa3BUTUN, CHMKEHME MOKa3aTeneun
MaccCbl 1 pocTa

* yacTble nonepxmBaHus (Beno-tapuHreanbHas HeOOCTaTOYHOCTb),
HOCOBOW TO0OC N HaKOMJIEHNE OTAENSIEMOro B HOCOBbIX XO4ax BBUAY
X Y30CTU

* Hannumne BI1C (KOHOTPYHKarbHOro): TpaHCNo3numMs mMaructpanbHbIX
apTepun, obLmMn apTepuanbHbIA CTBOJM, aTpPe3nsa JierodHou apTepumn,
TeTpaga Panno, ABOMHOE OTXOXAEHUEe COCyaOB OT MpaBoro
Xenyaoodka

* Yacto bonetownm pedbeHoK, Hann4me XpoHUYECKON MHMEKLNK
* Cygoporn B aHamHese

* HapylwieHus criyxa, accumMeTpust nuua



l KpoaeneumoHHble CUHAPOMBbI

\ Bonbda-XupLuxopHa 4p16.3
| \*P«KoLaYbero KpuKa» 5p15.1-p15.3
* Bunbamca /7911.23
* [lpagepa-Bunnu 15911-g13
= JHXenbMeHa 15911-g13
= Cmut-MareHuc 17p11.2
* Munnepa-Oukepa 17p13.3
= KannmaHHa Xp22.3

= del 1p36 1p36
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BOJNIE3HU - CINIEACTBUE NEHHbIX
MYTALUU
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OQHUM 13 NPUMEPOB TOYKOBLIX MyTaLMA CAYXUT ceprnoguOHOKIemoYyHas
aHemus - 3abonesaHune, Bbi3biIBAEMOE Y YerioBeka 3aMeHOW HyKeoTuaa B O4HOM
N3 reHoB, OTBETCTBEHHbIX 3a CMHTE3 remornobuHa. Mornekyna gbixaTtenbHOoro
NMMrmMeHTa remorrodunHa y B3poCnoro YenoBeka KOoAUPYHOT reHbl, o4 KOHTPOMeMm
KOTOPbIX CUHTE3UPYIOTCA 4eTbipe nosunenmudHbie uenu u3 146 aMuHokucsiom
O (ABYX + OBYX Lenewn), K KOTOpbIM NpUcoeauHeHbl YeTbipe rpynnbl rema. Ot
CTPYKTYPbI 3TUX MONUAENTUOHbIX Lenen 3aBUCUT CNOCOOHOCTb MOJIEKY bI
remornobunHa nepeHocuTb KMcropod. B pesynsrate mytaumm 3TuX reHOB
NpPOUCXOOUT N3MEHEHME CcOCTaBa aMUHOKMUCIIOT, a 3TO NPUBOLAUT K CUHTESY
aHoMarnbHoro remorno6uHa (HbS) BMecto HopmansHoro HbA n HbB . B
aHoMarbHOM S reMorrobnHe e oGHOU Mmo4Ke a2/lymaMuHoe8asi Kucsiioma
3amMeuwjeHa sasluHoM. B pesyrnbsrate Takoro He3aHa4YUTESNTIbHOrO U3MEeHEeHUs
HOopMaJIbHbIU 2eM02J/106UH npeepawaemcsi 8 2emMo2s7106uUH S, KomopbiU
KPpUCTann3yeTcsa npu HU3KNX KOHLEHTpaUMAX KUCopoada, a 9To NPUBOAUT K TC
YTO B BEHO3HOM KPOBM 3PUTPOLUTLI C TAaKUM remornoomnHom agedop
ObICTPO pa3pyLlalrdTCA U U3 OKPYITbIX CTAHOBATCA cepnoBuat
Pa3BnBaeTca ocTpas aHemus, CHWXaeTca KONMYeCcTBO KUCH
1epeHOCMMOro KPOBbIO, MOXET HapyLlaeTca AedATenb

e ' 1TH) /| & Q

| K\) CEPINOBUOHO-KIIETOYHAA AHEMUA /
\




aHemMus

]§ CeprioeuOHOKITemoy4YHasi
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B retepo3nroTHOM COCTOAHUM 3TOT arsernb Bbl3bIBAET
3HAYUTENBbHO MEHbLLLUNN 3PMEKT: SPUTPOLUTHI
BbIrMAAAT HOpMarnbHbIMK, @ aHOManbHbIN reMorroounH
COCTaBIAET TONbKO OKOMNO 40%. Y retepo3unroT
pPa3BMBAETCH aHEMUSA NMULLb B cnabon dpopme, HO B TEX
obnacTsx, rge LWHUPOoKO pacnpocTpaHeHa Mandpus,
ocobeHHO B Adpuke n Asmmn, HocutTenun annens
CepnoBUOHOKNETOYHOCTUN HEBOCMPUUMYMBBI K
Manspun. 1o 0ObLSCHAETCA TEM, YTO €€ BO30OyAUTEND -
ManapunHbIN NNasMoann - He MOXKET XUTb B
apuTpoLuTax, cogepxalmx aHomMmanbHbIA reMornoouH.



\) OEHUNKETOHYPUA N ANBUHUN3M /

DeHNNKETOHYPUSA N anbbuHM3M -00ne3HK, CBS3aHHbIE C HapyLUEHNEM
\l aMMNHOKNCITIOTHOro oomeHa. (

B Hopme amuHoKkucnioma ¢heHunanaHuH (PA) c nomMolLLblo epmeHTa
O deHnnanaHnHrngpokcunasbl( paboma 2eHa A) npeBpallaeTcd B
aMWHOKNCNOTY TUPO3UH, KOTOpas B CBOK o4vepeab no AeNCTBUEM
depmeHTa TUPO3nHa3bl (paboma 2eHa B) MOXET npeBpallaTtbCcH B
MUrMEHT MenaHuH.

[Mpn HapyLleHN aKTUBHOCTU ( 8 pe3ysibmame Mymauyuu 2eHO08 ) 3TUX
depMeHTOB pa3BMBalOTCA HACNeACTBEHHbIE 3ab0rneBaHns YenoBeKka
deHnNKeToHypUusa n anbOouHN3M.

PeHunkemoHypusi (PKY) BcTpedaeTca B pasnnyHbIX NONyIALUSaX
yacTtoTtomn 1:6000-1:10 000, B Benapycm - 1:6000. OHa HacneL




OCHOBHOE€ KOJTIM4YeCTBO 3TOM aMMHOKMUCIOTbI OKUCNAETCA A0 TUpo3uHa. Ecnun
cdepmeHT peHuUNnanaHMHrugpokcunasa He aktmeeH, To @A He npesBpallaeTcs B
TUPO3NH, @ HaKanmMBaeTCAa B CbIBOPOTKE KPOBU B DOMbLUMX KOSIMYECTBAX B BUAE
O deHunnunposuHorpagHon kmcnotbl (PrIBK), koTtopass Bbligensierca ¢ moyou
BCneactBme 4Yero oOT OonbHbIX wucxoaut "MblwKMHbIA" ¢ 3anax. Beicokasd
KOHUeHTpauua PrBK npuBoauUT K HapywweHUo dopMUpOBaHUA MUENTMHOBOW
obono4kn Bokpyr akcoHos B LIHC..

amuHokucniom. Tonbko 4Yactb PA wucnonb3yeTrcsa ANA CUHTe3a Oenkos; (

K\) AMUHOKUc/ioma peHunanaHUH npuHaodnexum K 4Yucsy He3aMeHUMbl/

[letn c (PeHnnKeToHypuen poxgarwTca 340p0BbIMU, HO B MEpPBbLIE Xe Heaenu
XU3HW Y HUX pa3BMBAKOTCA KITMHUYECKNE nMposaBreHnss 3aboneBaHus. @PFIB
siesisemcsi HeupompornHbIM $sIOOM, B pe3ynbrate 4Yero roBbl
BO3OyOMMOCTb, TOHYC  MbIWL, pasBMBalOTCA rUneppednekcus
CyOOPOXHble annnenTndopMHble npunagkn. [osxe npucoeanHs
BbICLLIEN HEPBHOW OEeATeNnbHOCTU, YMCTBEHHAA OTCTarioc
- onacHoe 3aboneBaHue BbI3blBAET MHTOKCUMKALMKC

/ IHTENNEKTyanbHble cnoco6t
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e Korga yenosek NpuHUMAaET nuLly, ToO BMECTE C HEWN Nony4aeT
\ aMWUHOKNCNOTLI, B TOM Yncne deHunanaHmd. Obbl4HO

| opraHnam mnx nepepabartbiBaeT, HO nNpun PKY 3T1OT npouecc
HapywleH. [ToaToMy nocTynarLwmm B opraHn3mMm peHmnnanaHuH
HakKannMBaeTCHa N CTAHOBUTCS HACTOSLLMM S40M: MPOUCXOONT
MHTOKCUKaLMA MO3ra, n3-3a Yero ctpagaet UHTENMEKT,
NPUYEM HEMOMPaBMUMO.

e ITOT NpoLecc Ha4YMHaeTcs ¢ nepBbIX AHEWN XKU3HU, BMECTE
C MaTepPUHCKMM MOJSIOKOM, KOTOPOE TOXE COAEP>KUT
doeHnnanaHuH. CHMXxaeTcsa ypoBeHb 1Q, pebeHOK HE MOXKET
oby4yaTbCs B LUKOSIE, @ NPU CaMOM MITIOXOM CLUEHapUN — Oaxe
He obcnyxuBaeT ceba B ObITy. Tak YTO 3TO KparHe onacHas
boresHb.



\
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Kak 6bICTpO HacTynarwT Takue nocneacTreua?

YeM paHbLlue JNarHoCcTnpoBaHO 3aboneBaHue, TeM DonbLUE LWAHCOB, YTO pe6eHOK NPOXMBET
HOPMalibHYHK XN3Hb

deHUNKeTOHYpUA — NnepBoe reHeTU4Yeckoe 3aboneBaHue, ANA KOTOPOro npMaymMmaHo
adrchpeKTUBHOE TepaneBTUYECKOE NnevyeHune, no3Borsiroliee MUHMMU3UPOBaThb
nocnencTBus.

Y10 3TO 3a NeyeHue?

OT10 cTporas auerta: hakTU4eckn, Noan BbiHYXAEHbI CTaTb BereTapnaHuaMmn. Mbl He MoXXeMm
ybpatb heHunanaHuH U3 Kycka msica, NO3TOMY U3bIMaeM U3 NUTAHUS MSCO B MPUHLMNE.

N BoOOLLIE BECb BEMNOK XXMBOTHOIO NMPOUCXOXAEHWS, BKITHOYas MOMIOKO U Macro U Havatb AueTy
HY>KHO Kak MOXXHO paHblUe. Y>ke B NepBbli MECsL, Haf0 0TKa3aTbCs OT FPYAHOr0 KOPMIIEHUS

N NepenTn Ha NCKYCCTBEHHbIe cMecu. M ganblue 3T noan OoMmKHbl HabnoaaTbes y Bpada,
Kakable TP Heaenu coaBaTb aHanM3bl HA YPOBEHb ddeHMnanaHuHa.

PaHbLUe cunTanocs, YTo ANETY HYXXHO cobntogaTh TONbKO A0 nybepTtaTtHoro nepuoaa, 4o 16—18
net. C 1998 roga 310 NOSMIOXEHNE NEPECMOTPEHO: MeanUMHA NPUXOANUT K BbIBOAY, YTO NyyLle
NOCTUTBLCS BCHO XXN3Hb, MOXET, C HEKOTOPbIMU NOcabneHnsMn.

A BepeMeHHbIe XeHLWNHbI 0bs13aTeNibHO AOMKHbI cobnogaTtb ANETY, YTOObLI No4 HE NOoyYusl
NHTOKCUKaLIMIO OT MaTeEPUHCKOro opraHu3ma.



B POCCWUW oBHapyxunm permoH ¢ aHoMarbHO
BbICOKMM YPOBHEM 3TOU reHETUYECKOWU BonesHun:
B 3TOM 3THOCEe KaXabiu AeBATbIN —
HOCUTenb MyTauuun», TaM 3addUKCUPOBaH
aHOMaribHO BbICOKMN YPOBEHb OO bHbIX
cdeHunkeToHypueun (00uUH cnyvyau
gheHusIKemoHypuu Ha 330 npedcmasumesneu



x 6onbLUMHCTBE pa3BUTbIX CTpaH MMpa, B Poccumn Takke, ecTb
\ nporpaMmma rno GMOXMMNYECKOMY CKPUHUHTY

HOBOPOXXAEHHbIX: JaBHO OENaeTCa CKPUHUHI Ha NATb TSKENbIX
HacneacTBeHHbIX 3aboneBaHnn, B TOM YMUCNE

N Ha peHnnKeToHyputo. NoaTomy BrnonHe peanbHO NOCTaBUTb
ANarHo3 B Te4YeHne nepBbiX HeAENb M CBOEBPEMEHHO HaYyaTb

Tepanuio.
K coxaneHuto, MHOrme poauTenn oTkasbiBatdTCA OT TaKOro
obcrnegoBaHusa cBoero pebeHka [pocTo He KenatoT B 3TOM
y4yacTBOBaTb, TakoB MeHTanuTteT. U kak pa3 Ha KOre Poccumn aTa
npobriema cunbHO pacnpocTpaHeHa.



\

\o ° NoYeMy MMeHHO B 3TOM HOXXHOM pervoHe Takou Bcnneck PKY? MoxeT

ObITb, €CTb KaKne-To BHELUHUe NMPUYNHDbI?

— JlaBanTe cpa3sy NposACHUM: EHUNTKETOHYPUSA pacnpocTpaHeHa TaM He U3-
3a paguaunu, 030HOBOM AbIPbI, MIIOXOWU BOAbLI UNK OAPYrnx nogo0OHbIX
doakTopoB. Kak npaBuno, HakonfeHne mytauun B Nnonynaunm nponcxogut
3a CYET YNCTO cryvanHbix cobbiTun. Mbl Ha3biBaem 3To «3addekT
OYTbLIFIOYHOrO ropribIlKa: Korga-To 3THOC CTOSKHYJICA C PE3KUM
COKpaLleHneM YNCIIEHHOCTU — BOWHA, aNuaeMus, Heypoxau, Bce

4yTO YyrogHo. 1 cpeoun BbIKUBLUKMX CITy4anHO OCTaSINCb HECKONbKO HOCUTESEN
TOW UM MHOW MyTaumun. A NOTOM OAUH N3 3TUX HOCUTENEN cnyvyanHo Aarn
bosibLUE NMOTOMKOB, YEM OCTasibHblE. A MOTOMKN TOXE aKTUBHO
pasMHOXalTCsa U nepenatoT myTauuio gansuwe. U Yyepes natb-

OECATb MOKOSIEHNN B NONyNALMM HakannBaeTcd 3aMeTHOE YUCIIO
HocuTenen Mmytauun. 3To HasbiBaeTca «3dpcpeKT ocHoBaTens.

* U, KcTaty, nony4aetcs, Yto Bce Hocutenu OKY B gaHHOM 3THOCE —

OanbHMe poaCTBEHHUKMN.
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* [locTOBEPHO MNOACHMUTAHO, YTO B 3TOM PENMOHE NnocrieaHee
«OYyTbINTOYHOE ropsbILLKO» 66110 okono 270 net. To ecTb 3TO
COBCEM HeaaBHO NO reHeTUYeCKUM Mmepkam, 10—12

nokoneHnn. OBbIYHO Mbl BCTpe4yaeM 0orie3Hun, KoTopble

Ha4yanun HakannmeaTbCd B 3THOce 1000—2000-5000 net

Ha3ad. A Tak, YToObl COTHM NET, — 3TO OYEeHb PeaKe

O
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OueHb MHOIO eCTb U CRTABAHCKUX MyTalMKn — ClaBsHE akTMBHO pacxoaunncb no Eespone
N Hecnm ¢ cobon HacnegcTBeHHble DOnesHun.

e 408-11 myTaumsa PKY nosonbHO 4acTo BCTpeyaeTcs B cTpaHax bantum — ectb
npeanonoXeHme, YTo oHa NPMHECEHAa Kak pa3 cnaBsHaMmMm.

o Ectb 6one3Hb Lapko—Mapun—TyTa (MegneHHO nporpeccupyrowas Mbille4yHas
aTpodcusa), 3T0 YNCTO crnaBsHCKME MyTauuu. Yauwe Bcero 9t 6onesHn BCTpeYvaroTcs
B LleHTpanbHOn Poccuw.

* OyeHb MHTepecHble pakTbl YCTAHOBIIEHLI NPU HABMOOEHUSX B AKYyTUN: cpeaun AKYTOB
NMEETCS HaKonsieHme AOBOSIbHO BONbLLOro Yncna 3aboneBaHnn: okynodapuHreanbHas
MbilleYyHasa anctpoduns, MMOTOHUYECKas aucTpoduna nepBoro Tuna,
MeTreMornoouHemwms.

Mo rMyxoTe y HUX TOXe CBOA MyTaLllusi.

BcrnomHuTe, Kak SIKyThbl XKWUMNK: MOCTOSAHHO NOXapbl, MOPbI, aNnAeMuUn. ATO NEPBLIA haKTop.
BTropoe — npuLwinun pycckme u NpMHeCnn Kakue-To MHPEKUMOHHbIE 3aboneBaHunsi, KOTopble
MOTTIN PE3KO COKPaTUTb YNCNEHHOCTb. [ToaToMy B AKyTuUM nocnegHee «OyTbiNOYHOE
rOpnbILWKO» TOXe ObINT0 HECKONLKO COT NET Ha3ad, a He ThICAYMN.



TEHHbIE BONNE3HU YYBALLUW

e YyBaLLINA TOXXE OYEHb MHTEPECHbIA PETMOH
OJ19 reHETUKOB, TaM €CTb TPU 3THNYECcKue 0onAaYKMu.
(MNoTpuxo3 — B 00LLeM-TO, HU4ero onacHoro,
NPOCTO OCOOEHHOCTb pocTa BoJsioc. YyBaLlCKumn

3pPUTPOLNTO3 — OOBOJSILHO nerkasa 6ornes3Hb,
HO HenpusATHas.

e A BOT yyBaLUCKMN OCTEOMNETPO3 — 3TO OYEHb TAXKENOE,

rnetanbHoe 3aboneBaHune, Korga AeTV YMUPAKT B BO3pacTe
[0 OBYX-TPEX NeT.

* BriepBble nageHTUUUMpoBanu npuinHy sabonesaHnsa B 2005
roay. [locne atoro paspaboTtanu ¢ perMoHanbHbIM

oA
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* Kak npaBuno, cHa4ana cMoTpsaTt oyaywmx mam. Ecnu mama

OKa3blBaeTCsA HOCUTENEM, TO CMOTPAT OyayLiero nany. Ecnu
n oyayLwiunim narna HoOCUTENb, TO Mbl UM FOBOPUM: « XXEHUTECH,
HO Y Bac puUck 25%n.

Bbl 13 LLKONMbLHOroO Kypca duonornn JormKkHbl MOMHUTL: ecnv Mmama

1 nana HOCUTENU, TO NOSIOBUHA [eTeln ToXXe byayT HOCUTEnNy,
YyeTBepTb aGCOSIIOTHO 340pPOBbLIE, a YeTBEepPTb — OONbHbIE.
«[Mo3ToMy ecnu Bbl XOTUTE 300POBOro pebeHka, ToO BaM €CTb CMbICIT
nogymaTb O JOPOOOBOM AMarHocTukeyn. U cembun AeNCcTBUTENbHO
nayT, NPOBePAIOT NNo4 — U TaKUM 00pPa3oM Mbl CHMXKaeM

KonuyecTeo 3a6onesanuii. HyBaLLCKUN OCTEONETPO3 —
HACTOSbKO XKYTKas Bellb, YTO CeEMbS Aaxe He byaeT 3aayMblBaTbCA
N NnpepBeT bepeMeHHOCTb. Bce yyBalun OTNWUYHO 3HAIOT 3TY
BbornesHb, 1 Ux yroBapuBatb He HaAo.



/|
l rEHEPANIU3OBAHHbLIN OCTEOMNETPO3
\\, (BONME3Hb ANbBEPC-LUEHBEPIA) YYBALLICKUIA
OCTEOMNETPO3

* [eHepanu3oBaHHbIN ocTeoneTpos (bonesHbs Anbbepc-LLeHbepra),
MpamMopHasi 60s5ie3Hb, BPOXOEHHbIN 31T0KAYECTBEHHbLIN OCTEONETPO3,
reHepann3oBaHHbIM OCTEOCKNEPO3) — pedKo BCTpevatoLleecd
HacneacTBeHHoOe 3aboneBaHne, XxapakTepusyroweecsd CUCTEMHbLIM
CKrepo3upoBaHMeM KOCTEeN BCEro cKkereTta, Pe3KMM CHUXEHUEM
nnaygapma MegynnapHoOro KpOBeTBOPEHUA U, Kak CreacTBUE,
pa3BMTUEM O4aroB SKCTpamMenynisapHOro KpOBETBOPEHUSA B Pa3fIUYHbIX

NapeHXmMmMaTO3HbIX OpraHax.
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TEHETUYECKAA TMNMPUPOLA
SABOJIEBAHWA BctPEYAETCS c YACTOTOM 1: 100000

= OCTeoneTp03 (Ol) oTHOCKTCA K rpynne reHeTu4eckn 3abonesaHnn U BCTpevaTbCs

KaK ¢ ayTOCOMHO-AOMWHAHTHbIM, TaK U C ayTOCOMHO-PELIeCCUMBHbIM TUMNOM
HacneagoBaHwUS.

HO cpean HacnegcTBeHHbIX 3aboneBaHnin, peErMcTpmMpyemMblX Ha TeppUTOpPUNn
YyBawckon Pecnybnukun, reHepann3oBaHHbIN OCTeONeTPo3 3aHUMaeT ocoboe
MecCTO.

Bo-nepBbIXx, 3T0 00yCrnoBneHo TeM, HTO NATOSIOMMA, XOTS M OTHOCUTCA K Peakum
BPOXOEHHbLIM 3a00neBaHNAM, HO 3NMOEMUOSIOTMYECKUI aHanus3 rnokasar, YTo
yacTtoTta Oll cpeau yyBawen — 1 60N1IbHOU Ha 3879 HOBOPOXAEHHbIX.
KaxabIn TbiICAYHbIN OpaK Mexay YyBallaMmun — 3TO OpaK retTepo3uroTtogHaKko
Ha TeppuTopun YyBawiunm BcTpeyaeTcd 3Ha4MTESbHO Yalle, YeM B CpeaHEM 0
Poccun.

* Bo-BTOpbIX, 3a00oneBaHne HabMgaeTcsa UCKITIOYNTENBbHO cpeaun OeTeNn,

PoOaAUNTESTIN KOTOPbIX OTHOCATCA K KOpeHHOVI, l-IyBaLIJCKOI‘/'I, HaUuMWOHAJIbHOCTMW.

* B-TpeTbMX, NPOrHo3 3abofieBaHnst 10 HACTOSALLErO BPEMEHU OCTaeTCcs
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KITIMHWYECKOE TEHEHUE 3ABOJIEBAHUA Y
BOJIbHbIX C OCTEOMNETPO3OM

* CpenHssa npoaormKNTENbLHOCTb XU3HM BonbHbIX Ol geten coctaBnaeT NPMMEPHO

2,1 roga, a cpegHasa BbXMBAeMOCTb—NPUMEpPHO 1,8 roga. ExxerogHo B YyBallckon
Pecnybnuke nornbaet ot 2 0o 5 geten, 6onbHbix Ol1, 1 NpUMEPHO B TakKOM e
KONTMYECTBE BbISABNAIOTCA HOBbIE DOSIbHbIE.

K (4-6 mec.) y Bcex bonbHbIX popmMmnpyeTca cBOeobpasHbIv BHELLHUA BUA, KOTOPbIN
paccMaTpuBaETCS KaK OTAENbHbIN CUMMTOMOKOMIIIEKC, XapakTepHbin ansa Ofll.
dopmmpyeTtcsa bonbluas, «Taxenaa» Ha Bua ronosa, bpaxuuedannyieckon oopmel
yeper, 100 «HaBUCaeT» 3a CYET CUNBHO Pa3BUTbIX HAAOPOBHLIX OYyr U CearIoBUAHOIO
Hoca. [1porpeccupytoT rmgpouedanusa n rmnepocTosbl Yepena, HapacTaeT
avucnponopuns Mmexay nmueBbiM 1 MO3roBbIM Yepenom ¢ pa3BUToON BEHO3HOU CETLIO
N MOSTHOKPOBNEM NOLKOXHbIX BEH rOMNoOBbI, BbipaXXeHHbIMU CTAHOBATCS Takme
CUMMTOMbI, KaK 3K30doTarbM, KOCorfiasme, HUCTarm ropmsoHTasibHbIN U pexe —
BEPTMKaNbHbIN, CAMNTOM «MfiaBaroLmx» rnasHbix A0MnokK. Y 60nbHbIX NporpeccupyeT
rMNepPTEH3NOHHO-ruApouedanbHbIn CUHOPOM, CUHOPOM rMNepBo3byanuMOCTy,
CUHOPOM BereTo-BucLepanbHOW ANCPYHKUNUN, MMAaTOHUYECKUA CUHOPOM.



KIMHUYECKAA KAPTUHA OIlY
NAUMEHTOB 7 - 12 MECALIEB

* KnuHnyeckasa kaptmHa Ol y naymeHToB 7 — 12 Mec. boribLle cxoXa C
cuMnToMmaTukon 3aboneBaHus B Il SNUKPU3HOM CPOKe. Y BCeEX
b6ornbHbIX Ol ¢ poXXaeHa B TOM UM MHOM COYETaHUM
NpUCyTCTBOBANN CTUrMbl ANCIMOpUOreHesa: «KopoTKasy Lesd,
rmnepTenopusm rnas n COCKoB, CeanoBUAHbIN HOC, HU3KO
PacnonoXXeHHoe NyrnoYHoe KOJibLo, «roTudeckoe» Hebo; HN3KO

pacnonoXxeHHble AeOPMUPOBAHHbIE YLLIHbIE PAKOBUHBI, ((KYKOFBHOE
NNLO, KNUHOOAKTUNNSA, MUKPOTrHaTUS.

oA



OBLWWAA KIIMHNYECKAA KAPTUHA Y
NMALUMUEHTOB

Y Bcex GonbhENKOT ¢ BERAENT E-FoR i Nhom

coHeTaHnn npucyTcreoBasim CTUrMmbli ,EI,I/IC3M6pI/IOFeHe3a:

«KOpOTKaa» LWesd, rmnepTenopmam rnas n COCKoB,
CeanNOBUAHbIAN HOC, HN3KO PacnofioXXeHHOoe NynoYHoe
KOJMbLO, «rOTUYEeCcKoe» HeDO; HN3KO PaCMNONOXKEHHbIE
nedopMmMpoOBaHHbIE YLLIHbIE PAKOBUHBI, (KYKONTbHOEN
N0, KIMMHOOAKTUNUA, MUKPOrHaTUS.

/|



ANCaMBbpUoreHesa: «KopoTkasy Lues, rmnepTeniopmMamM rnas U CockoB, CeaoBUAHbIN
HOC, HU3KO pacnonoXKeHHoe MyrnoYHoe KombLio, «roTu4eckoe» Hebo; HU3KO

pacnono)xeHHble AePopMUPOBaAHHbIE YLLIHbIE PAKOBUHbI, «KYKONbHOEY NULIO,
KNUHOOAKTUNUS, MUKPOTrHaTUS.

o BUO BOJIBHOIO B BO3PACTE 6
MEC. B/ BOJIbHOIO B BO3PACTE

2 JIET 3 MEC.

K\)y BceX BOrbHbIX O C poxaeHnda B TOM I NHOM CONYETaHUN NPUCYyTCTBOBAJIN CTUTMbI </




\O PaHHAA AMarHocTUKa(CKPUHUHI) Hanbonee TAXernbIX
\ 3aboneBaHUN,0CHOBHaA 3agavya MeguLUUHbI!
AN

Kaxxpas ctpaHa onpefnensat cBOU nepe4vyeHb 3aboneBaHUN, NO KOTOPbIM
NPoBOAAT CKPUHMHT:

* B CLLUA kaxxgbIn WUTaT onpenensieT, 4To nckatb — U y HUX Tam pas3dbpoc
No cTpaHe OT ceMu A0 28 3aboneBaHU.

* B Poccumn nATb 1 KOHEYHO, onpeaerneHHoe pacluMpeHne TpebyeTca —
HACKONbKO M3BECTHO, Haa aTuM B MuH3apase paboTatoT.

* Kputepun, No KOTOpbIM BbIOMpatloT 3aboneBaHns Ans CKPUHWUHTA,
N3BECTHbI — 3TO BO MHOIOM YMUCTO 9KOHOMUYeckoe obocHoBaHue. MiyT
Takue 3aboneBaHnsl, KOTOPble OTHOCUTENBHO YacTO BCTPEYalOTCS
B MacluTabax cTpaHbl — 1 Npu 3TOM noaaarTcst 3PEKTUBHOMY NEYEHUIO.
MNHaye npoCTO CTOMMOCTb CKPUHWHIa He ornpaBabliBaeTCS.



\O 1.TMMOTUPEO3 BPOXAOEHHOI'O TUINA

\ e O10 3aboneBaHne, NpmM KOTOPOM HapyLLaeTcH BblipaboTka
rOPMOHOB. LMTOBUOHOW XXEene3bl, OHa Ha4YMHaEeT BblpabaTbiBaTb
MEHbLLIee KONM4YeCcTBO FOPMOHOB, a 3TO, B CBOIO o4epeb, BEAET K
HapyLIEeHNI0 0OMEHa BELLECTB B OpraHM3mMe, YTO NPUBOAUT K
OTCTaBaHMIO YMCTBEHHOIO N ON3NYECKOro pasBUTUSI.

* Takxe Nnpu 3TOM MOryT OTMeYaTbCs HapyLleHUa B
doyHKLUMOHUPOBAHUN HEKOTOPbLIX BaXXHbIX OPraHOB N CUCTEM B
opraHmame manbiwa. Takon Bmna 3adboneBaHnst MOXHO JIEYUTb
ropmMoHasnbHbIMU NpenapartamMmu. Ecnun HayaTb NpPoBOAUTL NEYeHne
eLe [0 TOoro, Kak dyayT nposABNATLCA KIMMHUYECKME CUMMNTOMBbI, TO
Tak MOXHO NpeaoTBpaTUTb UMM CBECTU K MUHUMYMY pasBUTUE
3aborneBaHus B garbHENLLEM.



N

\ 2.A0PEHOIEHUTAJIbHbIN CUHOPOM

* . [lpu Takon naTosriornm otMme4yaeTcsa HegoOCTaTOYHOCTL FTOPMOHOB
KOpPbl HAAMNOYEe4YHUKOB, TO €CTb KOPTU30ona(npousoLwna mytauus
reHa,KOHTPOSIMPYHOLLEro ero CUHTe3). 3TO ObIBAET NpPU YPE3MEPHON
BblpaboTke aHOporeHoB. Takoe 3aboneBaHne MOXET NPOSABUTLCS B
TOM, YTO BO3HUKAET HaApPYLUEHME MOSIOBOro pasBUTUA Manbillen, BBUAY
4yero OHW 4YacTo CTpadakT HU3KOPOCNOCThLI0. [ToMMMO 3TOro, MoryT
NPUCYTCTBOBATL MPOOSIEMbI C TAKMM OPraHoM, Kak nodku. beisatoT
Oake o4YeHb Cepbe3Hble HapyLLIEHNST paboTbl 3TOro opraHa, KOTopble

MOTYT NpmnBECTN K CMEPTMN.
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\\  3.0EHUNKETOHYPUS.

* 3aboneBaHue, Xxapaktepuayruieecs gepuuymtom dpepMeHTOB, KOTOpPbIe
3aHUMaloTCA pacllenneHnemM aMmMHOKNCIOTbl — peHmnnanaHuH. A oHa
CoOePXNTCA B OONbLUNHCTBE DENKOBbLIX MPOAYKTOB. ECnn B opraHn3me oHa
He ByaeT pacwennsaTbCcs, TO 3TO NPUBEAET K TOMY, YTO OHA HAYHET
HakannmBaTbCA U HA4YHET OKa3blBaTb TOKCUYECKOE BO3OENUCTBME HA HEPBHbIE
KIETKM U KNETKM rofmioBHOro mosra. BeBmay takoro Bo3gencTeus y pebeHka
OTMeYaeTcs YMCTBEHHas oTctanoctb. OgHako CBOEBPEMEHHOE NEYEHNE
NO3BOMSIET UCKMNIOUYNUTb CEPbE3HbIE BUAbLI OCOXHEHUN. OOHAaKO, Kak
npaBuIio, NONMHOCTbIO OHO HE N3NEYNBAETCS, @ OCTAETCH Ha BCHO KU3Hb.
Tepanuio NpoBOAAT NpPW NOMOLLM COOMoaEHUA crneuuansbHOn gNeTbl U
npnemMma HeobXoaAnMbIX NEKAPCTBEHHbLIX CPEACTB.
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\\  4.FANTAKTO3EMMUS

® 3TO HapyLleHne obMeHa BeLLECTB, NP KOTOPOM MPOU30LLNO
MYTUPOBaHWNE reHa, KOTopbI B OTBETE 3a NpeobpasoBaHme
ranakTo3sbl. BBuAay aToro oHa He UMeeT BO3MOXHOCTH
dhepMEHTUPOBATLCA U HAYUHAET HAKanNIMBaTbCA B OpraHn3me,
oTpaBnss ero. [1pn 3ToM oTMe4YaeTcsi NopaKeHue LeHTpanbHON
HEPBHOW CUCTEMBI, NEYEHN, a TaKKE HAaYMHAET yXyALlaTbCs 3pEHUE.
Hago oTMEeTUTb, YTO ranakro3a coaepXxutcda B Mosioke. Noatomy npu
nogoobHoM 3aboneBaHNM MOSTOKO HEODXOAMMO NMOSTHOCTBLIO UCKIOYNUTL
N3 NUTaHua pebeHka.
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5.MykoBucumnaos
\

* OT0 BMA 3aboneBaHnd, KOTOPOe MMEET CBA3b C HapyLueHneM paboThl BCeX
TEX OPraHoB, KOTOPbIE 3aHMMAIOTCS BbipabOTKOM CNnU3n U cekpeTta. To ecTb
ctofla OTHOCAT KULWEYHUK, Nerkne, nogKenyagoyHyto xenesy, OpoHxu,
NnoToBble, canbHble Xenesbl. Cn1sb U CEKPET, KOTOPbIE OHU BblipabaTtkiBalOT
CTaHOBATCS 6osiee rycTbiMn 1 BA3KUMU, @ 3TO NPUBOLAUT K TOMY, YTO OpraHam
CTaHOBUTCHA 3HAYUTESIbHO TpyaHee BbINOMHATL CBOM OYHKUMW. Toraa y
bonbHOro BCreacTene MykoBmucLmMao3a noaBndeTca HapyLueHme
nuieBapeHns N ObixaHus.

* PaHblue cymTanocs, 4To y Hac B Poccuun oanH crnyvyan MmykoBucuuao3a
BCTpeYyaeTcs Ha 8 ThbIC. YENOBEK, TaK NoKa3sbiBasi CKPUHUHI HOBOPOXAEHHbIX,
HO nocnegHwe gaHHble CBUAOETENbCTBYHOT O TOM, YTO peanbHas YyactoTa —
OAMH Ha 5,6 TbIC.
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Ho 4yTo genatb ¢ TshXenbiMU Oone3HsAMU, ANSl KOTOPbIX
ne4vyeHns HeT U He NpeaBMANTCA?

[1ns aTOro cyuwecTByeT gopoaoBas AnarHocTuka.

Korga 605nbHblE 3MOPUOHBLI TEM UNN MHBIM CNOCOOOM

He poxaatoTcs. [1o pelleHnto ceMbmn, eCTECTBEHHO, Mbl HE
MOXEeM [daTb HUKaKuX pekomeHaaumn. Cembs pellaet
cama.

SMMMUHUPYIOTCS N3 NONyNsumMn, TO YMEHbLLAETCSH
N KONMYECTBO XPOMOCOM C MyTauuen B nonynauusix. I Takum
00pa3oM Mbl pearbHO CHUXaeM BEPOATHOCTb
HacrneacTBeHHbIX 3aboneBaHuUn — Takoe B Poccun yxxe
NpPOn30LLIO C MMoagnucTpoden aroweHHa.
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[Mpumep pe3ynsTaTtoB BHEAPEHUA B NPaKTU4yeckoe
3apaBoo3paHeHue paHHen AUarHoCTUKM:

* 25 rieT Ha3apj Yy Hac B cTpaHe 0onbHbIE C MYKOBUCLIMOO30M
XU Makcnmym 12 net. Tenepb OHU XUBYT OKOS10 30 NeT,
aaxe bonblie. 1 Mbl MOXXEM NPeANoOXUTb, YTO NALMEHT
C MYKOBMCLIMAOO30M, KOTOPbLIN pogunca B 2017 roay,
NPOXUBET yXXe 68—69 net. Ob aTux nogsax 3aboTntcs
OoOLLECTBO U HEJANEK TOT MOMEHT, Koraa OHU ByayT XUTb
aonbLie, Yem O0ObIYHbIE, 300POBLIE rpaXKaaHe.

* B EBpone oHu yXXe npakTU4yeckn cpaBHANUCH.



