


CKPUHUHT HOBOPOXAEHHBIX

CKPUHUHT - 310 06CNEA0BAHNE AETEH, KOTOPOE NPU3BAHO BbIABUTH
Ha/IMuMe Y HOBOPOXAEHHOTO KakuX-NiGo 3a6onesanuit, AHanu3y
NOABEPratoTcs reHHbIe hakTopb!:

*Hasnuue yHacnefoBaHHbIX NATONOMUiA;
*Hanuune 6enKoB B KPOBY;
*Hanuune aHoMaNbHbIX reHHbIX NPOAYKTOB.

Hac/ie ACTBEeHHbIX Gose3Hen
06MeHa BeecTs




Llenb HeoHatanbHoro
CKPUHWUHIa HOBOPOXAEHHbIX

Peanusaliusa HaUMoHaNnbHOro NpoekTa B cepe 3APaBOOXPaHEHUs no
PACLUMPEHNIO MACCOBOTO 06CNEA0BAHIA HOBOPOK/EHHBIX Ha
Hacne/icTBeHHbIe 60Ne3HN 06MeHa BELecTB:;

* IOKNMHIYECKas ANArHOCTUKa 3a60NeBaHMN;

* YCTAHOB/EHUE YacTOTbl 3a60NeBaHMUI Cpean HOBOPOXAEHHBIX;

* Ha3HAYEHUe PAHHErO NATOrEHETUYECKOro NEYeHUs, KOTOPOe NO3BONALT
NPeAOTBPaTUTL MNAAEHYECKY0 CMEPTHOCTb W AAETCKYHO MHBANUAU3ALMIO;

* MEAUKO-reHeTUYeCKOe KOHCYNbTUPOBaHKE cemel ¢ LUeNb npocpunaxmxu

HaCNEACTBEHHbIX 3a60neBaHuM,




HeoHaTa/IbHbII CKPUHWUHT HOBOPOXAEHHbIX

O6s3areNbHbIi CKPUHUHT Ha 5 3a60/1eBaHNU NPOBOAUTCA
Y K&KA0ro HOBOPOXAEHHOTO C NOMOLL b0 B3ATUA KPOBU Ha
cneynanbHbli TeCT-6NaHK, KOTOPbIN HaNPaBNAETCA B MeANKo-
reHeTUYEeCKY KOHCYNbTaLNIo ANA NpoBeAeHUS UccneaoBaHus
(Mpukas MuHzdpascoypassumusg P® om 22 mapma 2006 20da
Ne 185).

CornacHo CTaTUCTUYECKUM [@HHbBIM, N0 pe3ynbTatam
CKPUHUHTA 1% HOBOPOX/EHHBIX AeTeH UMEHT
HacNeACTBEHHYIO NATONOTUIO,




CKPHHUHT HOBOPOX A EHHBIX

06a3aTeNbHbIIA CKPUHUHT NO YTBEPKAEHHON HALMOHANLHOM
nporpamme, BK/TKOYAET AMArHOCTHKY 5 3a60NeBaHNM:

- DEHUNKETOHYPUS;

- MyKoBUCLMA03;

- [anakrosemus,

- AApeHOreHUTaNbHbIN CHHAPOM;

- BpOXzAEHHbIN rMNOTHPEo3.




CKPUHUHI HOBOPOXAEHHbIX

KpoBb y pebeHKka 6eperca Ha 4-5 CYTKU Y AOHOLLEHHbIX,
= Ha 7 CYTKW Y HeJOHOLLEHHbIX.
Ecnu pesynbratbl UccnefoBaHUa NoKasanu OTK/IOHEHUs OT
GUOXMMUUECKOW HOPMbI, TO NPOBOANTCA NOBTOPHbIA aHaNU3,

JANONHATE NEVA THEHIM




HeoHaTaAbHbIN CKPUHUHT

® C 3| aekabps 2022 r. BcTynaeT B CUAY NPUKa3
Ne274H «OBb YTBEPXXAEHUUN NMOPAAKA
OKA3AHNMA MEAULUMNHCKOU NMOMOLLA
NAUMEHTAM C BPOXXAEHHBIMA N (MAN)
HACAEACTBEHHBIMU 3ABOAEBAHUNAMWNY,
COrAQaCHO KOTOPOMY HEOHaTaAbHbIM CKPUHUHI Ha
Bcen Tepputopumn Poccnickon Peaepaumm
paclumpsaeTca A0 36 rpynn HO30AOIMMM.

® C NOAHbIM TEKCTOM NMpUKa3a MOXXHO
O3HAKOMUTDBCA MO
CCbIAKE:!




DEeHUAKETOHYPUS

® OKY

® PUHUANMUPOBUHOIPaAHAS
OAUrodpeHns

® 60Ae3Hb DeArrHra




HacaeacTBeHHOEe 3ab60AeBaHMe obMeHa OAHOM U3
Ba)XHbIX aMUHOKMCAOT (beHUAaAaHMHA), B CBA3U
C HEAOCTaTKOM MAM MOAHbIM OTCYTCTBUEM
HeobxoanuMoro aars obmeHa pepmeHTa. 1O
MPUBOAMT K HAKOIMAEHMIO B OpraHu3me ocobo
TOKCMYHbIX BELLECTB, MOPa)KaroLMX HEPBHYIO
cucTemy.



~ MecTtonoAo)xeHue reHa
B XPOMOCOME (AOKYC):

12 q 22 — 24, 2
4p 15,3



IDTUOAOIMMS U MNaATOreHes:

[DeHvnanaH/H
CvHTe3 benka OeHnanaH/HoOK/1aasa
DeHuNNMpoBUHOrpaaHan MeHuNyKCycHan meHunlmlonouHaa
B l
l v l
Mosr leyeHb Moyku

(HakonneHue) (Hakonnexve) (BbIaENeHVe)

Y
(MeHunreKoHoBbIE Tena



DusnyecKkue rnpU3HaKm:

- AeTH BEAOKYpble CO CBETAOM KOXKEN M roAybbiMM raazamm

- YACTO OTMEYAIOTCA IK3eMa, AEPMaTUTBI
- MOYa U NMOT UMEIOT « 3aMAECHEBEADINY, KMbILLUMHbBINY,
«KBOAYMMY 3anax

- bbicTpOE U YpeamepHoe npmubaBaeHMe B BeCe, OAHAKO
OCTalOTCA PbIXAbIMU, BABIMM.

- ¥y 6BOAbLUMHCTBA paHO 3apacTaeT BOAbLIOKH POAHUYOK




IlNcuxonaroArornyeckm
oOTMeYaeTcCs:

® YMmcTBeHHas oTcTarocTb( 657% - raybokas, 31.87% -
yMepeHHas u 3.2% - Aerkas)

® Heaopassutue peymn (ee MAM COBCEM HET, UAM €CTb
OTAEAbHbIE CAOBa, KOTOPble 6OAbHbIE HE COOTHOCAT C
0b6bEeKTOM), T.€. HapyLLIEHO:

- MIOHNMaHNE peYn ?-f-"

- 3BYKOIMPOMU3HOLLEHME

L COIT]
ITO" METHITHHE. ..

Puc. 12.8 X
BonbHO#M C heHnIKeETOHYpHEN.
aban MUrMeHTayns KOXH, BOIOC,
PaayXHon oboI0YKHM Nas,
YMEpEeHHan CTENeHb ONMroppeHnn



HeBpoAormyeckas

CHMMIITOMaTHUKA.

@ 3nuAenTndopMHbie rMpUnasKku
. ® HapyweHue mbilue4yHoro ToHyca
® [Iroxas koopAMHaLMA ABUXKEHUM

® MHoro cTepeoTunum, 4acTbl Apyrme 3HaKu
3KCTPanmpamMmAHON HEAOCTATOYHOCTHU
(aTeToMAHbIE, XOPENPOPMHbBIE ABUIKEHMS)

ST .

—




PaccTpoucTtBa noBeAeHMA:

- ® ABurateabHoe 6eCrioKoyCcTBO, LLeAEHANPaBAEHHBbIE,
| HeyripaBAgeMble nepemeLLeHnsa oT obbeKTa K 06beKTy,
6ecLieAbHble MAHUMYASILMU C TPEAMETAMM.

UAUN

® AeTu NaccuBHbI, BSAbI, MAOXO Y3HAIOT BAU3KMUX,
OXXMBASIIOTCS 1PpU YIIOMUHAHUU O EAE.




lNartoAroroaHaToMmyecku

ob6Hapy>kmBaeTcsa:

- MaAad MacCa MO3ra

- AEQEKTbI MUEAMHE3aLMNUN B KOpE
60AbLUMX MOAYLIapun( 0CObeHHO B AOBHbIX
U BUCOYHbIX AOASIX), U APYTUX CTPYKTYpax
(BHYTPEHHSS KariCyAa, 3pUTEAbHbIE
MPpOBOASLLME YTH)

- AEMUrMeHTaLms YepHou cybcTaHUmumu



AnarHocTumka

® CkpuHuHr-TecT. [lpoBoauTca Ha 3-5 AeHb XU3HU AOHOLWEHHOTO U 7 AeHb
YKU3HU nyTem 3a6opa ob6pasLa KanMAASIPHOM KpPOBMU
Ha cneuuaAbHbIM ByMaxkHbIN 6AaHK. [1py ob6HapyXeHUU runepdeHnAraraHeMmnm
6oAee 2,2 Mr% pebeHKa HanpaBASIIOT K AETCKOMY FeHETUKY AAS MOBTOPHOrO
obcAepAOBaHMS.

® bBuoxummnueckue nccaepoBaHmus. A NOATBEPXKAEHUSA AMArHO3a
$EeHUAKETOHYPUM NpOBEpAETCS KOHLLEeHTPauusa $eHUAAAAHNMHA U TUPO3MHA B
KPOBU, ONMPEAEASIIOT aKTUBHOCTb NeYeHOYHbIX GpepMEHTOB
(beHUAAAAHMHIMAPOKCHAA3BI), BBIMOAHSETCS BMOXMMUYECKOE UCCAEAOBAHUE
Moun (onpeseAeHUEe KETOHOBbBIX KUCAOT), METaDOAUTOB KaTEXOAAMUHOB B
MouYe U Ap.

® HeBpoaAorunueckoe ob6caepoBaHmue. AonoaHuTeAbHo nposoantcs 33 U
MPT roAroBHOro mosra, ocMoTp pebeHka AETCKUM HEBPOAOTOM.

® [lMpeHaTaAbHasa pAmarHocTuka. [ eHeTnyecknn aedbeKkT npu
bEeHUAKETOHYPUM MOXKeT BbiTb OBHapy»KeH elle Ha 3Tane bepeMeHHOCTU B
XoAe NnACAQ
( , , ). B ocTaAbHbIX cAyyasx
OKOHYaTEAbHbIM AMArHO3 BbICTABASIETCS MO pe3yAbTaTaM
MOCAE POXKAEHMUS.



ObcaepaoBaHHE ACTEM:

Bce HoBopoOXxKA€eHHbIE 0bCAEAYIOTCA MO CreLMaAbHBIM
rporpaMmMam CKpUHMHra Ha roBbILLIEHUE KOHL,EHTPpaLMM
deHnAaraHnHa. VIcrioAb3yioT:

|.MuKkpob6MoAOrMYeCKMN METOA ONMPEAEAEHMS
KOHLIEHTPpaunu GEeHNAIAAHNHA B KPOBM.

2. MNpoba WEAAMHIra Ha peHUANMUPOBUAHOITPAAHYIO KUCAOTY
B Mo4e (bepeTcsa 5% pacTBOp TPEXXAOPUCTOIrO XKEAE3a U
YKCYCHOM KUCAOTbI U NMPUOABASETCS HECKOAbKO KareAb K MOYE,
MOSIBAEHME 3EAEHOM OKPACKU FOBOPUT O MOAOXKUTEAbHOM
peakumm Ha peHMAaAaGHUH).

B AaAbHevileM orpeAeAsiioT KOAMYECTBEHHOE
coAep>KaHue peHHMAaAaHMHA B KPOBU M MOoYe
(xpomaTorpaguss aMMHOKUCAOT), , 3TO MCCAEAOBAHME C
MOMOLLbIO CreLMaAbHbIX aHAAU3aTOPOB.



HacAaeACTBEHHOCTb:

BoaesHb HacreayeTca no DELLECCUBHOMY TUMY (T.
e. boreroT cecTpbl M 6paTbs U3 OAHOM CEMbMU, a
POAMNTEAU 3AOPOBbI, XOTS U SABASIIOTCS
reTepo3uroTHbiMu Hocuteasmmu reHa OKY).

[eH ¢peHnAKeTOHYpUM BCTpeyaeTcs B cpeAHEM y |-2
Ha 100 yeaoBek, HO 6OAE3Hb MOXKET BO3HUKHYTb
AULLIbL B TOM CAyYae, ECAM U MaTb M oTeL, pebeHKa
ABASIIOTCS HOCUTEASIMU 3TOro reHa, u pebeHok
YHAacAeAyeT ero B ABoviHoM Habope. [losTomy
60AE3Hb BCTPEYAETCSA 3HAYUTEABHO PEXKE, YEM
pacrnpocTpaHeH reH. boabHbie OKY (0baasaTean
ABYX MaTOAOIrM4YECKUX FEHOB) MOryT UMETb AETEMN C
beHMAKETOHYpUe TOAbKO rpu BCTYMNAEHMU B BpaK ¢
HOCUTEASIMU TakmX Ke reHos. [lpu BcTyrnaeHumn B
6pak ¢ amuamm ceoboaHbiMu oT reHa PKY, aeTu He
6oAaeloT 3TUM 3a60AEBAHMEM.




AMETO TepanusAa.

OcHoBonoAaralowmm pakTOpoM B A€YEHUM
$EHMAKETOHYPUM SIBASIETCA CODAIOAEHME AMETDI,
OrpaHUYMUBatoOLLEN NOCTYNAEHUE GeAKa B
OpraHusm.

NckAaroumThb:

Msico, pblby, 6YAbOHbI, A¥iLLa, TBOPOT, CbIp, MyYHbIE
M3AEAMSA, KAl M3 €CTECTBEHHbIX KPyr, pacoAb, opexwm,
LLIOKOAAA.,

MeHI0 AA5 AeTen cOCTaBAAETCA U3:
dpyKTOB, OBOLLEM, KPAXMAAbHBIX U3AEANMI, XKUPOB, CO

CTPOrM y4ETOM COAEPXKAHUS B HUX PEHUAAAAHMHA.

4 =



MD muar OKY-0»

/\eyebHoe NuTaHMe Ha OCHOBE AaMUHOKUCAOT

be3 peHuAaHUHa, MpeAHa3HA4YEHHOE AAS

BCKapMAWBaHWA AeTeu, BOAbHbIX
beHUAKETOHYpUEN NEPBOro roAa XXMU3HMU.




«MD muan OKY-1)>

Ae4yebHoe nuTaHUe Ha OCHOBE AaMUHOKUCAOT
be3 beHMAIAUHA, IPEeAHA3HAYEHHOE AAS
AnUTaHWs GOAbHbIX PEHUAKETOHYpUEN AeTek
B Bo3pacTe oT | roaa.




v

«MD muan OKY-2»

/\eyebHoe nNuTaHMe Ha ocHoBe

AMUHOKUCAOT be3 peHUAaAMHa,

NMPpEAHA3HAYEHHOE AAA MNMUTAHUA OOAbHbIX

deHUAKeTOHypuen Aeteu B Bo3pacte ot |

roAa.




«MD muan @OKY-3»

/\eyebHoe nuTaHne Ha ocHoBe aMUHOKMUCAOT

6e3 beHMAAAUHA, TpEeAHA3HAYEHHOE AAS
nMTaHus 6OAbHbIX QEHUAKETOHYDUEN - AETEM
cTapwe | roaa, B3pocAbix u bepemMeHHbIX
MKEHLLMH.




TI'py Hecob6AAEHUN YKEHLUMHOU
cneungpuyecKkou AmeTbl BO BpeMs
bepeMeHHOCTH y pebEHKa
BO3HUKAIOT CACAYIOLUNE MOPOKMU
pa3BUTHA:

B 92% cAy4aeB - yMCTBEHHAasl OTCTAAOCTb

B 73% cAy4aeB - Mukpouedarms

B 12% cAy4yaeB - BpO)XXAEHHbIE MOPOKU CeEpALLA

B 40% cAy4aeB - HM3Kasi Macca TeAa rpy POXKAEHNUU



lpodurakTuka PpeHUAKETOHYpUM:

® |. boAbLIOe 3HaYeHHnEe MMeEeT cneurasbHOe
HabAloAeHME 3a «(CEMbSIMM PHUCKA).
HoBopoxaeHHbie 13 3Tux ceMest AOAXKHbI ObITb
noABeprHyTbl 0653aTeAbHOMY BUOXUMHUYECKOMY
MCCAEAOBAHUIO M MPU MOKA3aHMNSIX K PAHHEMY A€YEHMUIO.

® 2. BHeApeHMe nporpaMM MaccoBOIro CKpMHMHra
HOBOPO>XAEHHbIX AASI paHHero BbiiBAeHusa PKY un
CBOEeBpeMEHHOro HasHa4yeH1s1 AMeToTeparnmm.

® 3.lpeHaTaAbHas AMaArHOCTUMKA B KCEMbSX
BbICOKOIro pMCKa;




HUcnoab3yemaa AutTepartypa:

® N.O.BasarsH «Heeponatoaormns» M.— 2003.

® «Kpatkaa MeAMUMHCKasa SHUMKAoMeANS [A.
peaaktop b.B. [Netposckmit M. — 1990.

® P.A. CamcoHoB «OcHoBbl reHeTUKu B
Aepektorormmy M. — [980.

® A.IO. AcaHos, H.C. Aemukosa, C.A. Mopo3sos
«OCHOBbI FreHETUKM U HACAEACTBEHHbIE HAPYLLUEHUS Y
Aeteuy M. — 2003

® E.M. MactiokoBa, A.l. MockoBkmHa «OcHoBbI
reHetuku» m. — 2003

® http://mameé6.ru/zdorovya_baby/-fenilketonuriya/
® http://www.medactiv.ru/yguide/f/guide-f-0059.shtml



[aAaKTO3EeMusA

® NaAraKkTO3€eMMA — rpynna HaCAEACTBEHHbIX
HapyLleHMM obMeHa YrAeBOAOB, Bbi3blBalOLUX B
OpraHu3me HaKoMNAeHMe U3bbITKa FrAAAKTO3bl U ee
mMeTaboAnTOB. [[aAaKkTO3a (OT rpeu. galaktos —
MOAOKO) — 3TO MOHOCaxapuA, KOTOPbIA BXOAUT B
COCTaB AaKTO3bl (MOAOYHOIO Caxapa) u
COAEPXUTCSt BO BCEX MOAOYHbIX MPOAYKTaX,
BKAIOYASl TPYAHOE MOAOKO.

B TeueHMe AHS AlOAM NOTPEBOASAIOT NPOAYKTHI,
COAEpXKaLLMe AAKTO3Y, M3 KOTOPOM B KULLEYHUKE
B pe3yAbTaTe M’MAPOAM3a obpasyeTcs raAakTosa.



[ aAaKTO3EeMUs

® Kpome Toro, raaaktosa MoXeT

0bpa3oBbIBaTLCA SHAOIMEHHbBIM MYTEM,
1 MOAABASIIOLLEE €€ KOAUYECTBO
CUHTE3MpyeTCsa B npoLiecce
PEepMEHTATUBHbBIX PEAKLIMM.

B Hopme MoAo4HbIM caxap,
NOCTYNalOLWMA B OPraHM3M YEAOBEKa
PacCLLLEeNASeTCA Ha FAIOKO3Y U
raAaKTO3Y, 3aTEM raAaKTO3a
BCACbIBAeTCSA U B NEYEHMU
NpeBpaLLAeTCs B FAIOKO3Y MOA
BO3AENCTBMEM PepMEHTOB

Kuttueyruk

\ y A\
\ \ 4 \
OO ‘ MNakTasa

[NakTo3a

Pacwennenue |
NaKTo3bl

Abcopbuus

O O

['anakTo3a ['MioKo3a




[ aAaKTO3EeMUS

® B ocHoBe rarakTozemMmm AeXuT
HEAOCTAaTOYHOCTb OAHOMO U3 Tpex PepMeHTOB,
yYacTBYIOLWMX B MeTaDOAU3ME raAaKTO3blI:
raAaktoso- | -pochatypnamnaTpacHPpepasbl
(TAAT), ranaktokumHasbl (TAAK) nan ypnamH-
AndocdaT-rarakToso-4-anmmupassl (FAAI). Ns-
32 MyTaLlMM B FreHax, OTBEYAIOLMX 32 CUHTE3 3TUX
$epMeHTOB, Y BOAbHBIX rAAAKTO3EMUEN OHU HE
BbipabaTbIBalOTCS, BCAEACTBME YErO B OpraHu3me
HaKanAMBaeTCsA U3ObITOK FAAAKTO3bI U ee
NPOM3BOAHBIX — METAOOAUTOB. DTO OKa3blBaeT
TOKCUYECKUMN 3PPEKT U NPUBOAUT K
NOBPEXKAEHMIO OPraHOB M TKaHeM (MeYeHu, raas,
LLeHTPaAbHOW HEPBHOM CUCTEMBI).



FAJTAKTO3EMUA

Monoy4Hble NpoAYKThI

I

I

I

|

v
Mono4HbIn caxap

noko3a ankato3a
JHeprus FANSITANT/FAN
thepMeHTBbI
Glucose MeTabonuthbl
ranakTtosbl
JHeprus

FanakTo3zemus



Kaaccudpukauumn
3a60AeBaHuﬂ

BoiaeAsioTca caeaytolme BapmaHThl 3a60AeBaHUA:

| TMN — KAaccHYecKas raaakTozemus — obycaoBaeHa AedULUTOM
depmeHTa AAT. BapnaHT KAaccuvecKom raaaktozemum — popma
Ayapte. 910 60Aee Aerkas ¢opma, akTUBHOCTL pepmeHTa [AAT
NPV TaKOM BapuaHTe MOXeT AocTuratb 25%,a MHoraa m BbiLwe;

® |l TMN — HEAOCTaTOYHOCTb FAAAKTOKMHA3bl — XapaKTepu3yeTcs
MyTaLuen B reHe, koaupyiowem pepmeHT [AAK;

® |ll Tvn — AedpMuMT 3NMMepasbl — XxapakTepM3yeTcs MyTaLuen B
reHe, koampytowem pepmeHT FTAAS. BoiaeasiioT
AobpokayecTBeHHbIN U TXKeAbl deHoTunbl. Aerkas ¢opma
cumMTaeTcs AOBpoKavecTBEHHOM U cBA3aHa ¢ AebuunTOM PpepMmeHTa
TOABKO B LIUPKYAUPYIOLLMX KAeTKax KpoBHu. [1pu Tsaxkerom popme
HEAOCTaTOYHOCTb pepMeHTa HabAloAaeTCA BO BCEX TKAHAX
opraHu3ma.



CTeneHu TaXXeCcTu

® B 3aBuncumocTun ot creneHu
TAXXECTHU BbIAEAAIOTCA TaKHNE BUADI 3abo0AeBaHMUA:

AETKMM TUM, KOTOPbIM OObIYHO AMArHOCTMpPYETCS
CAYYaMHO U MPOSABAAETCA HENEPEHOCMMOCTbIO
MOAOKa,;

® CpeAHMM TUM — CUMMTOMbI MOABAAIOTCA CpPa3y
NOCAE KOPMAEHMUSI TPYAHBIM MOAOKOM AMDBO
MOAOYHbIMU CMECAMMU;

® TSXKEAbIM TUM — XapaKTEepU3YeTCs CePbe3HbIMU
NOPa>KEHMSIMU OPraHOB M TKaHEMN.



CuMNTOMBI raAaKTO3EeMUM

[ CuUMNTOMbBI FrAaAaKTO3EeMUMU

Mpu raAakTo3emMmMM CUMNTOMbI OTAUYAIOTCS B 3aBUCUMOCTU OT CTeMNeHu TaxecTHn 3aboaeBaHus. Ecam
60Ae3Hb NPOTEKAET AErKO, TO MOXKET HabAIOAATbCSA MAOXasi MEPEHOCUMOCTb MOAOKA U AOCTATOYHO
PaHHMIM OTKa3 pebeHKa OT rPyAHOro BCKapMAMBAHMUS.

[pn KAaccmueckosi raAakTo3emMum B TeHEHUE HECKOABKUX AHEN UAU HEAEAb NMOTPEOAEHUS TPYAHOTO
MOAOKa MAU NMPOAYKTOB, COAEPXKALLIMX AAKTO3Y, Y pebeHKa MOoryT NosBUTbCS:

CUMMMTOMbI OTPaBAEHMS: TOLLIHOTA, PBOTa, AUAPES, BAAOCTb;

6bICTPOE CHUXKEHME Beca;

XKEATyXa U renaToMeraAus, CBUAETEAbCTBYIOLLME O Pa3BUTUN MOPAXKEHUSA NEYEHM;
CKOMAEHUE XXMAKOCTU B OPIOLLIHOM NOAOCTH;

MbILLEYHbIE CYAOPOTH;

HEMPOU3BOAbHbIE ABUXEHUS TAa3HbIX AOAOK;

CHUXKEHME TOHYCa MblLLILL;

OTCTaBaHWE B GPU3INYECKOM U MCUXUYECKOM PasBUTUM;

KaTapakTa;

KPOBOTOUYMBOCTb, CBAI3AHHAA C rMNoKoaryAsiumen (HapylweHnem CBepTbIBAEMOCTU KPOBU);
B PEAKMX CAyHasiX — FTEMOAUTUYECKAs aHEMUS;

remopparn4veckas Cbifnb Ha KOXX€ B pe€3yAbTaTeE NoBpeXAEHUA CTEHOK COCYAOB;

OTEeKM B pe3yAbTaTe HapylleHUst GYHKLIMM MOYEK.



MoBpexaeHne mo3sra
BeNM4eHHas neYeHb
OBpeXaeHne noyek

FAJTIAKTO3EMUA




AMarHocTtmka raAakroseMmmm

AMarHo3 KAaccMyYecKom raAakTozeMum obbIYHO CTABUTCS B TEYEHME
NepBoM HEAEAU XKM3HU pebeHKa No aHaAM3y KPOBU B paMKax
CTaHAQPTHOIO CKPMHMHIA HOBOPOXXAEHHbIX. YPOBEHb TOTaAbHOM
raAakTo3bl (CyMMa KOHLLEHTPaLMIM FAAaKTO3bl U FAAAKTO3bl- | -
docdaTa) B CbIBOPOTKE KPOBU HE AOAXKEH MpeBbIWaTh 7,2 Mr/AA.
EcAn nokasaTeAu Bbille, MPOBOAST MOATBEPXKAQIOLLYIO
AMArHOCTUKY:

ornpeaeAeHue akTUBHocTU depmeHTa [AAT;
AHK nccaepoBaHue cocTomUT M3 ABYX 3TanoBs:

|) ckpUHUMHI Ha HanboAee YacTble MyTaumm B reHe GALT u BapuaHT
AyapTe;

2) ecan myTaumm B reHe GALT He obHapy»uMBaloT, TO NMPOBOAAT
nouck mytaumm B reHax GALE n GALKI.

° OMnpeAeAeHMe YPOBHS raAaKTo3bl;
° AAKTO32a B KaAe;



AeyeHe raAaktToeMum

® AuetroTepanusa — OCHOBHOM METOA KOPpPEKLMMU
rAAAKTO3€MMU, MOCKOABKY MaLMUEHT C raAaKTO3eMUEMN
HUKOrAa He CMOXET NPaBMAbHO MepeBapMBaTb MPOAYKTHI,
coAeprKalme raAaktosy. B HacTosuee Bpems oTcyTcTByeT
A€KApCTBEHHbIN 3aMEHUTEAb AASl BOCMTOAHEHUSA AepuunTa
COOTBETCTBYIOLLEro pepmeHTa.

HeobxoAMMO NOXKU3HEHHO UCKAIOYUTbL BCE NMPOAYKTHI,
COAEPXKaLLle AAKTO3Y U raAaKTo3Yy:

Aloboe MOAOKO, B TOM YUCAE AETCKHNE MOAOYHHbIE CMECMHU,

® BCe MOAOYHbIE MPOAYKTbI (AaXKe C HU3KMM COAEPXaHUEM
AAKTO3bl);

® TMpPOAYKTbI, KYyAa OHU MOryT BbITb A0OBaBAEHBI (XA€D,
BbIMeYKa, COCUCKU, KOADAChI, KApaMeAb, CAAAOCTU U T.A.).



AeyeHe raAaktToeMum

® KpoMme TOoro, UCKAIOHAIOT psA NMPOAYKTOB PaCTUTEABHOMO U
YKMBOTHOIO MPOUCXOXKAEHUS, KOTOPbIE COAEPXKaT
rAAAKTO3MADBI U HYKAEOMNPOTEUHbI — BELLLECTBA, CNOCOBHbIE
MeTaboAM3UpOBaTbCA C 0Opa3OBaHMEM MAAAKTO3bI.

K 3Tum npoaykTam oTHocaTCS:

6060Bble, B TOM YMCAE cOfl (KpOME U30AATa coeBOro beAka);
® LWnuHarT;

KaKao, LUOKOAQA,;

opexwu;

MSICHble CyOrnpOAYKTbI (Me4eHb, MOYKU, MO3TU U T. A.),
NneyYeHOoYHbIM NawTeT, AMBEpHas KoAbaca;

anua.



NAeyeHMe ranakTosemMmm

® AAS AeyeHUa BOAbHbBIX raAaKTO3eMUEN
MCMOAb3YIOT CreLUaAu3MpoOBaHHbIE CMECU Ha
OCHOBE M30ASTa COEBOro HeAKa, rMAPOAU3ATOB
Ka3enHa, 6be3AaKTO3Hble Ka3EMHMPEAOMUHAHTHbBIE
MOAOYHbIE CMECH, a TaKXKe CMeCU Ha OCHOBE
CUHTETUYECKUX aMUHOKUCAOT.

® AeuyebHbIMM NPOAYKTAMM NEPBOOYEPEAHOTO
Bblbopa AASl BOABHBIX MEPBOro roaa KU3HU C
raAaKTO3eMMEN ABASIOTCA CMECU Ha OCHOBE
M30AATa COeBOro BeAKa, B KOTOPbIX MOAHOCTbIO
OTCYTCTBYIOT PaCTUTEAbHbIE MAAAKTO3UABI.



AeyeHe raAaktToeMum

® AOMNOAHUTEABHO MOryT NnoTpeboBaTbCS
CACAYIOLWLME METOAbI Tepanuu:

COCYAMCTbIE MpenapaTbl, rernaTornpoTeKTOpbl,
AHTUOKCUAAHTBI;

® BuTaMuHbl, AT®D, KOKapbOKCHUAA3a;

® nepeAMBaHME KPOBU MPU HapyLLEHUU
$YHKLMM MeYeHU, eCAM OHa HecriocobHa
CUHTE3UpOBaTb PaKTOPbl CBEPTbIBAHMS
KPOBW, YTO MOXET CTaTb NMPUYNUHOM
CEePbe3HbIX OCAOXHEHMUHN.



OcArOXKHeHUus

® AoOCTaTOYHO 4YaCTbIM OCAOXKHEHMEM
CUMTAIOTCA KaTapaKTa, OCTEOMAASLMUSA,
BbI3BaHHas rMNepKaAbLUypuen, u

npeXXAeBpeMeHHoe yracaHue PpyHKLUM
SANYHMKOB.



NMpodpmarakTUKa
raAaKTO3eMMuM

® Ha ceroAHsAWHMM AEHb C LLeAbIO paHHEro
BbISBAEHUSA AETEN C rAAAKTO3eMUEN NPOBOAMUTCS
HEeOHaTaAbHbIM CKPUHUHT. Ha TpeTbu cyTKuM
YKM3HU Y HOBOPOXAEHHbIX 6epyT KpOBb M3 NATKM
N ONPEAEASIOT aKTUBHOCTb PpepMEeHTa, KOTOPbIM
NpeBpaLLLAET rAIOKO3Y B FaAaKTO3Y.

® AeTel c raAakTo3eMmuen Hy>KHO obcAeAOBaTb
TWATEAbHEE B TEYEHME XKMU3HU: PETYASPHO
NpoBepSATb COCTOSAHNE HEPBHOM CUCTEMDI,
3peHus, PU3MYECKOro pasBUTUA M MOKa3aTEAEN
KPOBM, 2 Y AEBOYEK — YPOBEHb MOAOBOIO
Pa3BUTUSA MO AOCTMXKEHUM nybepTaTa.



NCTOUYHUKM:

KAuHmn4yeckme pekomeHaauum «HapyweHns obmeHa
raanakTo3sbl (llanakTozemus)». Paspab.: Accoumaums
MeAMUMHCKNX reHeTmnkoB, Coto3 neamatpos Poccun,
O6uwepoccuiickan obuiecTBEHHas opraHU3aums
COAEMNCTBUSA pa3BUTUIO HeoHaToAoroB «Poccumckoe
obuiectBo HeoHaToAoroBy. — 2021.

DeaepaAbHble KAMHUYECKME peKOMEHAALUM NO
OKa3aHUIO MEAULIMHCKOM MOMOLLU AETAM C
ranakTosemuen. [oa pea. akaa. PAH bapaHosa A A. —

2015.-27 c.

Opaosckas UN.B., lNepeneakuHa A.E., lpowesa E.B.,
PiomnHa N.N. PaHHss aAmMarHocTuKa ranaktosemumm y
HOBOPOXXAEHHOTO // AKYLLEPCTBO U TMHEKOAOTUSA. —

2012.— Ne 8-2.— C. 107-110.



AHAPEHOTIMHETAABHbIN
CUHAPOM

Onpeaenexnune

» AAPEHOMEHWTA/IbHbIA CUHAPOM (BpoxxpeHHas AnchyHKLUNA KOpbl
HaAANMOYEYHMKOB, BPOXKASHHAA rMnepnaasms Kopbl HaAMOYEYHUKOB) - rpynna
HacneacTBeHHbIX 6on1e3HeNl, B OCHOBE KOTOPbIX JIXUT HEeAOCTaTOYHOCTb
¢hepMeHTOB Ha Pa3/IYHbIX YPOBHAX CUHTE3a CTEPOUAHBIX FOPMOHOB KOPbI
HaAMNOYEeYHWKOB - KOPTU30/1a U anNbA0CTEPOHA, YTO NPUBOAUT K
HEeAOCTAaTOYHOMY KOJIMHECTBY ITIOKOKOPTUKOMAOB M M36bITKY aHApPOreHos B
opraHusme.

£

Tun Hacneposardnsg ayToOCOMHO-
peueccuBHbIN,

Glandulae suprarenales/adrenales
(Haanoueveuncn)
LB 2




INMUAEMUONOTUS

p PacnpocrpadenHocTs appeHoreHUuTanbHoro CHHAPOMa
3HAYMTENIbHO BapbUpyeT Cpeau pasHbixX
HauuoHanbHocTe. Cpeau npeacTaBuTenen eBponencKomn
pacbl pacnpocTPaHeHHOCTb KNACCUYECKUX BapuaHToB
(conbTepstowmi M NPocToi BUpMNbHLINA) AeduumTa 21-
rmapoKcunasel cocrasnser npumepro 1 Ha 14000
HOBOPOXAEHHbIX. 3HAYUTENbHO BbiLLE 3TOT NOKasaTenb Y
espeeB (Heknaccuyeckas popma pedpuuura 21-
ruapokcunasol - Ao 19 % espees AwkeHasu). Cpeau
3CKMMOCOB ANACKM PacnpocTPaHeHHOCTb KNacCUYecKux
dopm pedunumnra 21-ruppokcunasbl cocrasnser 1 Ha 282
HOBOPOXXAEHHbIX,

-~ Hacrora 1:5000-1 :6500, yacToTta reTepo3nroTHoro
Hocutenbcrea 1:20-50 yenosex.




[laToreHes

B 3aBUCMMOCTY OT KOHKpETHOro HroxuMuueckoro fedekta BbiaenatoT 5
OCHOBHBIX hOPM NaToNOruu:

pedumumr 20-22-gecMonasbl;

peduumr 3-6era-on-gernpporeHasbl;

peduumr 11-6era-ruppokcunassl;

AeUUMT MK HeaOCTATONHOCTL 21-rMApPOKCHNa3DI;
peduumr 18- u 17-anba-ruppokcunas.

ol S B o G

Hau6onee yacto Bctpeuaetcs aeduumt 21-ruppokcunassl.

leHbl, CBA3aHHbIE C rUNepnnasueil HafnoYeuHUKOB, KoaupYIT
dhepMeHTbI, yUacTBytoLUME B CTEPOMAOreHe3e ~ LienoyKe peakuuil no
npeo6pa3oBaHuI0 XONeCTepuHa B CTepouabl.



[laToreHes

HacnepcreenHbli pedekT B hepMeHTaTUBHBIX CHCTEMaX
NPUBOANT K CHKEHNIO COAEPIKaHNA B KPOBM KOpTU30Na
W anbAoCTepoHa.

CuHTE3 NONOBbIX FOPMOHOB NPH 3TOM B KO
HaANoYeYHNKOB He HapywaeTcs. HU3Kkun yposeHb
KOPTWU30Na B KPOBK NO NpuHLUMNY obpaTHoM cBA3M
CTUMYIMPYET TMNOTaNnaMo-runopu3apHyto cucTemy 1
nosbiweHue cekpeuyunn AKTT,

B cBoto ouepenb Bbicokui yposeHb AKTI cnocobeTayer
runepniasuu Kopbl HaaMOYeYHUKOB UMEHHO TOW 30Hbl, B
KOTOPOW He HapyLUeH CUHTE3 rOPMOHOB -
npenMMyLecTBeHHO aHaporeHos, OHOBpeMeHHO ¢
aHaporeHamu 06pazyroTcs NPoOMeXyTOYHbIE NPOAYKTbI
CHHTE3a KopTUsona,




Knaccupukaums

B 3aBucUMOCTH OT XapaKTepa depMeHTaTUBHOrO AedeKTa BbiAeNAIoT
cneayrowue dopmbi ArC:

BUPWUNbHaA (npocraﬂ, KOMﬂEHCMpOBaHHaﬂ), CONbTEPANOLLIan U rTMNEPTEH3UBHAR

HecMoTps Ha BpowaeHHbIN XapakTep Aeduumta C21-ruppokcunasbl, OH MOXET
NPOABNATLCA B Pa3NIMyHbIE NEPUOAbI OHTOreHe3a, B 3aBUCMMOCTH OT 3TOr0
BbIAENAIOT BPOXAEHHYI0, nybepraTHyto, noctnybepraThyto hopMbl
afpeHoreHUTanbHoOro CUHApPOMa,

MozaHss dopma (NposBAsETCA B NOAPOCTKOBOM Bo3pacte, Y AeBovek
HabnroaaeTcs yMepeHHoe yBenMUeHne KNUTOPa, paHHee pasBuTHe MONOYHBIX
Kenes, HapylweHUA MEHCTPyanbHOro UMKNa, u3bbiTouHOE 0BONOCEHNE
KOMHbIX MOKPOBOB. Y Manb4MKOB CUMNTOMbI M36bITKa MYMCKMX NONOBbIX
FOPMOHOB MOTYT NPOABAATLCA NNLLb NPeXAEBPEMEHHbIM PU3NYECKUM U
MONOBbIM Pa3BUTHEM).



=

K/IMHUKA

BonbHble ¢ apgpeHoreHUTanbHbIM CUHAPOMOM NPU POXKAEH
06bI4HO 0TAMYatOTCA 60NbLLIOIH MACCON M ANNHON TeNna,
OAHaKo yxe B 11 — 12 neT KOCTHbIE 30HbI POCTa Y TaKUX
AeTel 3aKpbiBatoTca, 1 6onbHbIe ocTaoTCA
HU3KOPOCNbIMU C YTPUPOBAHHO MYMCKUM TUNOM uUrypbi:

NAEYM 3HAUNTENBHO WKMPE Ta3a, TYNOBULLE KPYNHOE,
KOHEYHOCTH KOPOTKMe,

PaHo, uHorpaa yxe B nepuop ¢ 3 ao 7 net, y Aesoyex
0bHapyXMBAKOTCA NPU3HAKM BUPUAU3ALINK: NOHMIKAETCA
roNoc, Ha nuue 1 Tene NoABNATCA BONOCHI, pacTylyue no
MY)XCKOMY TUNY; Y MaNb4MuKOB C aAPeHOreHNTaNbHbIM
CMHAPOMOM B 3TOM BO3pacTe OTMEYaloT TaK Ha3biBaeMoe
NOXHOE paHHee NosoBoe co3peBaHue,

WHorpa y 60nbHbiX 6bIBatOT NEPUOALI PE3KOro NOBbILEHNS
TeMnepaTypbl Tena, 4o 06bACHAIOT BbIGPOCOM B KpoBb
U36bITOMHOr0 KONIMHECTBA OAHOIO U3 HAANOYEYHNUKOBDI
aHAPOreHoB — 3TMOXO0NAHONOHA,



KAMHUKA

B 8-10 ner y nesoyek NosBNAIOTCA CTEPIKHEBbIE BOMOCHI HA
nuue. AHabonunueckoe fiencTBUE aHAPOreHOB CTUMYNAUpYE
pasBUTHE MbILUEYHOM " KOCTHOW TKaHW, TENOCN0XEHNe
npuobperaer MyCKon Tin,

K 10-12 rogam anuHa tena gocruraer 150-155 cM, npouncxoaut
OKOCTEHEeHMe 30H pocTa KocTei. KocTHbii Bo3pacT B aTo
Bpemsa coorsercrayer 20 rogam. "ManeHbkue lepkynechl”,

B 16 net nonHOCTLIO MCYE3aET NONepeyHan NCHEPUEHHOCTD B
obnactu cnuaHNsA aNNU30B NYHEBOH U SIOKTEBON KOCTEH,
YTO CBUAETENbCTBYET O 3PeNIOCTHU KOCTHON TKaHU 1
COOTBETCTBYET BO3pacTy crapwe 23 nert. Tenocnoxenune
AUCNNIACTUYECKOE: LUWPOKME NN1eYH, Y3KUN Ta3, KOPOTKUe
KOHEYHOCTH, TPybuaTbie KOCTH 3HaYMTENbHO MacCUBHEe,
YeM Y B3POC/bIX XEHLMNH,

C 5-6 net Ha KOXe 1A U CNUHbI NoABAAIOTCA acne vulgaris.
nfexmespemennoe NonoBoE CO3peBaHNe HaYMHAETCS PaHo
(3-5 ner). PaHo nosBnsercs oBonoceHue Ha nobke - ¢ 2-5
nert. bavxe k nybeprary nossnserca rupcytusm (ycol,
Gopopa, 6akeHbapabl), yBenMYMBaETCA KNUTOP, NOHWKAET
TeMbp ronoca (runepTpodus rosocosbIx CBA30K),
yBENMYNBAETCA NepCTHEBMAHBIN XPALL, MOSTOYHbIE X
OTCYTCTBYIOT.




BupunbHas opma

> Bupnnnzm(nar, virilis, MyXCKON) - HannymMe y EHWMUH BTOPUYHBIX MYMKCKM
NONOBbIX NPU3HAKOB, TO €CTb FMpCyTU3Ma (MYXCKOro TUMNa 0BONOCEHHS),
XapaKTepHOro ANA MYXHWUH CTPOSHUA CKeNeTa U NPON3BONbHbIX MbILL,
MacCMBHOrO KAMTOpA, a TaKyKe HU3Koro Tembpa ronoca.
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BupunbHas opma

Hanbonee yacras hopma cuHapoma; oHa obycnosnena
YaCTMYHOW HepoCTaTOMHOCTbIO 21-rapokcnnassl. Mpu
3T0i hopMe HapyLAeTCsA TONbKO CUHTE3
FMIOKOKOPTUKOMAOB, YTO YaCTUYHO KOMMNEHCHpYeTCA
runepnnasuen HapnoYeYHMKOB U NPUBOAUT KNNaTEHTHOM
HapnoYeYHUKOBOI HepocTaTtoyHocTh, FunepnpoayKums
aHAPOreHOB, HAYMHAIOWEAACA elle BHYTpUyTpobHo,
NPUBOAMT K aHAPOreHN3aLuu BTOPUYHBIX NONOBbIX
NPU3HAKOB N/I0AA M POXACHUIO AeBOYEK MO NpU3HaKaMK
NOXKHOr0 XEHCKOro repMapoanTU3Ma, a MaNlbYUKOB — C
yBenMYeHHbIM NONOBbIM YneHoM, Mimeer MecTo
rUNepnurMeHTaumns Hapy)XXHbiX NOAOBbIX OPraHos,
KOMHbIX CKNafioK, apeon BOKPYr COCKOB, aHaNbHOro
OTBEPCTHS, MOPLYMHUCTOCT KOXKM MOLLOHKM, BbIPaXKEeHHas
NUrMEHTaLWA WBa NoN0BOro YneHa,



BupunbHas opma

» Ecnu guartos nocne poxaenus He NocTasneH, 1o B
RanbHewWweM XapaKTepHo NosBAeH!e NPU3HAKOB
NpeXaeBpeMeHHoro nonoBoro co3pesaHus (B cpeaHeM B
2 — 4 ropa), CONPOBOXAAIOLIErocs MacKyIMHU3aLMeH,
PaHHMM NONOBbIM OBOIOCEHNEM, HU3KMM roI0coM, ache
vulgaris, yckopexueM pocra, Benepcrsue panHero
3aKPbITUA 30H POCTa AETH OCTAKOTCA HU3KOPOC/bIMM,
CreneHb BbIPaXEHHOCTH YKa3aHHbIX CUMNTOMOB MOXET
BapbMpPOBaTh B AOBO/IbHO WNPOKUX Npefenax.
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BupuibHas (opma

» Ecnu gnarHos nocne poXaeHus He NOCTaBNeH, TO B
AanbHeNlWeM XapaKkTepHo NosBAeHUe NPU3HAKOB
npexaespeMeHHOro NoioBoro cozpesanuns (B cpeaHeM B
2 — 4 ropa), CONpPOBOXAAOWErocs MacKyNuHU3aume,
paHHUM NOMIOBbLIM OBONIOCEHUEM, HU3KUM rosI0COM, ache
vulgaris, yckopeHueM pocra, Benepcreue panHero
3aKpbITUA 30H POCTA ATH OCTAKOTCA HU3KOPOC/bIMK,
CreneHb BbIpaXKEHHOCTY YKa3aHHbIX CUMNTOMOB MOXET
BapbMpOBaTh B A0BO/bHO WMPOKUX NpeAenax.
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BupuabHaa opma

» B noctHatanbHOM nepuoge npogomkaercs u3bbitouHas
CeKpeLus aHApOreHoB, YCUNUBAIOTCA ABNEHUA BUPUAU3ALIUK.
fetn GbicTpee pacTyT, UMEIOT pa3BUTYIO MycKynaTypy. BHavan
6onbHble 06roHAIT B pOCcTe CBEPCTHUKOB, B AaNbHENLLEM Ke,
nocne 9-10 ner, B CBA3M C 3aKPbITUEM 30H POCTA OCTAIOTCA
HuU3KopocnbiMu. B Bo3pacre 2-4 ner nossnaercs
npexxaespeMeHHoe 0BOMIOCeHME Ha Nobke, NogMbILIKaX,
Tynosuwe, nuue. Y HeKoTopbIX Maslb4MKOB 3HAYUTENbHO
yBENUUYUBAETCA NONOBOW YNEH W NOABNAIOTCA IPEKLUK,
TenocnoxeHue pesoyek MycKynMHHoro tTuna. B nybeprarHbin
nepuoa MEHCTPyaLUumn He HacTynarT, MONTOYHbIE Kenesbl He
Pa3BMBaKOTCSA, TAK KaK NOBbILWEHHAA CEKpeLua aHApPOreHos
HaanoYye4YHWKaMu no npuHUMny obpaTHoi CBA3M TOPMO3UT
obpasoBaHue v BblaeneHne roHafoTPONUHOB, Y Manb4MKoB Mo
3TOW NPUYUHE YrHETAETCA Pa3BUTHE ANYEK — OHU OCTAKOTCA
ManeHbKUMM.




BrpunbHas popma

» [arnos: NOMMMO AaHHbIX aHaMHe3a W KNUHUKK, OCHOBbIBAETCA Ha
AaHHbIX penrrenorpadmg KUCTeH pyK (ycxopgune KOCTHOro BO3pacra),
BbIAB/TEHNM NOBbILUEHHON 3KCKpeLuu ¢ Moyoi 17-keToctepoupnos (17-
KC), cHueHus aKckpeumnn 17-0KCUKOPTUKOCTEPOU-A0B, BbICOKOro
ypoBHA B kposu AKTI, 17-okcunporecrepoHa.

» [uddeperumanbhblit auarHos: MpoBoasT ¢ HaANOYEYHNUKOBON
HEAOCTaTOYHOCTbIO, FepMadpOAUTUIMOM APYrOro reHesa, pasnnyHbIMU
BapHaHTaMN NPEXAEBPEMEHHOro N0NI0BOr0 CO3PeBaHHs,
aHApOreHNpoAyLMpYtoLel ONyXoNbio HAANOYEYHUKOB,

» Jleyenue: [niokoKOPTHKOMALI NOXM3HEHHO, [lozy noabupator
WHAMBMAYanbHo nof kouTponem 17-KC B cytouHoit Moye, Mcuxorepanus.
Mpu HeobxoaMMOCTHM NPOBOAAT NAACTUKY HAPYIKHBIX NONOBbIX OPraHoB —
NNACTUKY BRaranunila, KAMTOPIKTOMMIO,

» [porxos: Mpy cBoeBpeMeHHO HaUaTOM NeYeHnN ANA KU3HH
bnaronpuATHbIM,



AZPEHOrEHUTANbHBIM CUHAPOM Y
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- HapyXHble N0/I0Bbl€ OPraHbl N104a, HaANOYEYHHK C U3MEHEHHOM

| OpraHbl N10Aa MaTKa, TPyGbl, AUYHUKK, ABE BEpXHME TPETH
| BRaranMWa ( yxe chopMMpOBANKCh; a HapyKHble,

HOBOPOXAEHHDIX

Mpu BPOXAEHHOH AMCHYHKUMM KOPbI HAZNOYEYHHKOB,
aHAporeHsl AGMCTBYIOT Ha NN0A elle A0 PoxAeHma. C 12-Tu
HeAeNb 6epeMeHHOCTH, KOrAa HauMHaIT GOPMUPOBATLCA

dYHKUMel BbigenseT 60/bLIOE KONMYECTBO aHAPOreHoB. K yemy
370 NPUBOAKT? EC/M reHeTHYeckn paseuBanack AeBOYKa, TO 33
12 HepeNb BHYTPHYTPOBHOrO pasBuTUA BHYTPEHHKE NONOBbI

dopmupylowMeca nocne 12 Heaenb, NOA BO3AEHCTBHEM
aHAPOreHOB HAANOYEYHMKOB PA3BHBAIOTCA NO MYKCKOMY TUMY.
370 NPMBOAKT K repMadpoAnTHMy - peBeHoK poxAdeTca ¢
BHYTPEHHMMM KEHCKUMM NONOBBIMM OPraHamH, KeHCKUM
HaGopOM XPOMOCOM M MOYTH MYXKCKUM CTPOGHMEM HapYXHbIX
NO/I0BbIX OPraHos.
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AZpeHOreH1TaNbHbIM CUHAPOM Y Ma/IbyYMKOB

TaK Kak Bce ¢Oprl afPEeHOreHnTanbHoro CHHapoMa MoryT
pasBuBaTbCAN Y pe6em(a C MYXXCKWM reHETU4ECKUM Nnono
AWarHo3 B 3aTOM Cny4ae o4eHb C/I0XKEH,

Knunnyecku 3abonesanue XapaKTepusyerca CUMnToMamu
JIOXKHOTO NpeXaespemMeHHoro nosoBoro CoO3pesanHuna.
No0BOM YNeH YBE/TMYUBAETCA B pasMepaXx, paHo NoABAAETCA
0BONOCEHME Ha NobKe 1 B MOAMbILEYHBIX BnaguHax, HO
ANYKKN OCTAKOTCA MaZIEHbKUMM,

Y B3pocnbix 60nbHbIX Habntopaercs onurocnepmma
(noHmKeHHbI 06beM 3aKynaTa) u becnnopue.




[lcuxmyeckne paccTpoucTea

B 6onbLuoit Mepe 3aBUCAT oT Bo3pacTa 6onbHOro: ans gerei |
NOAPOCTKOB XapaKTepHa MH(AHTUNBHOCTb C OTCYTCTBUEM
HenocpeaCTBEHHOCTH M XKMBOCTH 3MOLIUI NPU HOPMasbHOM
WHTENNEeKTYaNbHOM PasBUTHN,

MpexpaeBpeMeHHOE N0NOBOE PasBUTHE Y MANIbYUKOB B
GonblUMHCTBE CyYaeB He CONPOBOXAALTCA
NoBeAEHYECKUMU CABUIraMH, XOTS BO3MOXKHO NOBbILIEHHOE
cekcyanbHoe Bneyenue (06bIMHO NpU HEKOTOPOI 3apepKe
WHTENNEKTYaNbHOro pasBuTHs),

Y pesyLweK 1 B3pOC/bIX MEHIMH B KapTUHe
afipeHoreHNTaNnbHOro CHHAPOMA Ha NepBblii NnaH
BbICTYNAKOT 3MOLMOHaNbHbIE PACCTPOICTBA B BUAE
penpeccuid, HesposonopobHble cocToaHNs, BaxHoit
0COOEHHOCTbIO NCUXNYECKUX HApYLUEHWI Npy
afipeHoreHNTanbHoOM CUHAPOME ABNSAIOTCA NCUXOreHHbIE
peakumu (peakuuu Ha U3MEHeH!e BHELWHOCTH B CBA3M C
FUPCYTU3MOM, BUPUNN3MOM), ITO BbIpaxaeTca Aenpepty
ayTUYHOCTbIO, abEKTBHON HANPKEHHOCTbIO, il
CyMUMAANbHBIMUA MBICAAMM U T, 1,




AZpeHoreHuTanbHbIM CUHAPOM




/lnarHocTmKa

1. Y3U, komnbroTepHas ToMorpadus. HaanoyeyHnkm ysennyeHb,
COXPAHAIT TPEYronbHyto GopMy, 4To CBUAETENLCTBYET 0
rUNepnnacTMYecKoM, a He onyxonesoM npouecce, Pasmepbl MaTku
OTCTalOT OT HOPMbl,

2, MNosbiweHHoe coaepxanue 17-KC B Moye unu TectoctepoHa, f9A B
KpOB#H, HOpManu3ytoLeecs nocne AekcaMerasoHoBoii npobbl. YposeHb
OCr n ]Il B nepBoe pecATUNETHE XU3HKU NPU BUPUIbHOK hopMe Bbilue,
4eM y 3a0poBbiX, loHapoTponHan GyHKUMA runodusa akTMBMpYeTCs
paHblue. [laTorHoMOHNYHbIM NPU3HaK - NoBbiweHne 17-
OKCUMpOrecTepoHa B KPoBM.

Mpu npobe ¢ AKTT (cuHakTeHOM) - CHUMEHWE KOPTHU30Na U NoBbiweHue 17-
OKCMMporecTepoHa,

3. Peaynbrarbl peHTreHorpadum Kucreit pyk (yckopeHue KOCTHOro
Bo3pacra) .




ANropuT™M NpoBeAeH S
npoueAypbl CKPUHUHTA

(Working Group on Neonatal Screening of the European Society for Paedi
Endocrinology, 2001)

[leHb 4
Cbop obpasLios kpoBw,
Otnpaeka ux B naboparopuio.

[leHb 6

Monyyexune obpasuoBs B naboparopuu,
Peructpauma u ngeHtudmkauus odpaswos,
Havano tecra (170HP).




[eHb 7-8
BbiGopka nonoxutenbHbIX 00pasLos,
2 NPOBEPOYHbIA TECT COMHUTENbHbIX

obpasuoB
AL
[exsb 9-10
Coo0LueHue 0 NO3UTMBHLIX pe3ynbraTax
neyeljemy Bpauy,
[lenb 12- 14

WHnumauums panbHenwero oocneaoBaHus
BbISIBNEHHbIX NaLWEHTOB

I

YTOYHeHue anarHosa
Onpepenenue 170HP, K, Na B CbIBOpOTKE K
AHK aHanu3 rena CYP21




Jleyenue

Llenb: MoaaBneHue U30ObITOHHOM CeKpeLmu
HaAN0YeYHUKOBbIX aHAPOreHoB

Peann3auma: HazHayeHue raloKOKOPTMKOMAOB B Z03e,
nogasnstowlen cekpeupio AKTI

OcnoxHeHusa: nofasneHue POCTa

Bbibop TaKTMKM: M3beratb NpUMEHeHHe npenapaTos ¢
ANNTENbHbIM CPOKOM  ABUCTBMA (NPeAHM30/10H,
[leKCaMeTa3oH)

Bacqu f\oabl Mo 3KBMBANEHTY MMAPOKOPTM3OHA: 15-
OMr/Mm

[lo3a ruapoOKOPTU3OHA > 25Mr/M2 - BbIpaXKeHHas
3a/lepXKa pocTa




Tepdnwmsg COAbTEPSIOLLLEM DOPMBbI BA

- ¢ A0 ;
MNaumenr T., Troa 4mec Yepes 6 mec Ha ChQHs

[K-12mr/m?, MK-0,05mr/cyr [K-12mr/m2, MK-0,2 b
Bec 4,6 kr Bec 12 kr



[IpodunakT1Ka

» Mockonbky Al'C aBnseTcs HacneacTBeHHbIM 3260
ero npoMNaKTUKN CeMbAM, e UMENUCh CyYau
Heobx0ANMO BOCNONb30BATLCA BOZMOMHOCTAMM M
FeHeTUYECKOro KOHCYNbTUPOBAHMUA, A TAKIKE NpeHar:
AnarHocTukm atoro 3abonesannsa y nnoga ee Bo B

' 00 6epemMeHHOCTH,

» AyTOCOMHO-peLecCHBHbIN TUM HaCNeA0BaHNA

' If] 1, BonbHoM pebeHok poxAaETER Y KNMHUYECKN 3R0POB
|t ‘ poauTenei.
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EE& » 4, Yawe BcTpeyaercs Npu KpoBHO-poAcTBEHHbIX Bpaka
' AEK » 5. Ecnn GonbHbl 06a cynpyra, To Bee getn byayr 6on
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2. bonetot cubebi, T.e. bpatba U cecTpa.

» 3. 06a nona nopaxaroTca OfiMHaKOBO,




MykoBuCLUNA03 (KNCTO3HbIN

bn6p0o3)

MyKOBUCLMAO3 — 3TO HACAEACTBEHHOE
3aboAeBaHMeE, MPM KOTOPOM HapyLUAIOTCS
PYHKLMU >KeAe3 BHelHeln cekpeumnn. boaesHb
nopakaeT BeCb OpraHM3M, HO CUAbHEE BCEero
CTPaAQET AbIXaTeAbHas CUCTEMA U
MOAXKEAYAOUHAN YKEAe3a.

3aboAeBaHMe TaKXKe Ha3blBA€TCS KUCTO3HbIM
dnbposom, cuHApoMoM DaHKOHM.
XapaKTepusyeTcsi CUCTEMHBIM MOPaXKEHUEM
3K30KPMHHbIX XeAe3: cAM3eoobpasytoLmx
(PecnMpaTopHbIX, KULLEYHMKA, MOAXKEAYAOYHOM)
M CepO3HbIX (CAIOHHbIX, MOTOBbIX, CA€3HbIX).
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JNerkune
NMeuersb
ToNoBebLIX OoOpraHoB ¥V IrnmoToBbLIX Kesnes

NMorosobie
>Xene3sbl

MuuwesapurensHan
Myxkosucuyumgos HapywaeT paboTty nérkKkux,

Moa>xenypourHan
cucrema

xenez3a
Monoesasn

crmcTema

rKesre3sl,

rnogxesfieqodYyHouw

KriyeyHumKa,

rneyYyeHdu,
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® MyKoBMCLMAO3 — 3TO ayTOCOMHO-
peLieccuBHoOe 3aboAeBaHMeE, TO
eCcTb 6OAE3Hb MPOSBAAETCSA B TOM CAYMae,
eCcAn "AedeKTHbIN" reH YHaCAeAOBaH OT
obounx poauteaen. Aaa 3Toro u otew, U
MaTb AOAXHbI ObITb HOCUTEASAMU
MYTaLLMM, BEPOATHOCTb POXKAEHMUS
H6oAbHOro pebeHKa y HUX cocTaBasieT 25

%
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Hocurens
— MaTb

Hocurens
— oTey

Hanunune
zabonesaHuns

III OTcyrcremne
zabonesaHuns

III Hocurens

EE ’ ‘ [ "
PebeHok, PebeHok PebeHok PebeHok, He
crpagarouimin -HOCHMTEnNL -HOCHMTEeNb crpasarouwmnii

3abonesaHmem 3abonesaHunem



CrMNTOMBI MYKOBUCLIMAO32

® [lpu MykoBUcCLMAO3e CUMATOMBbI BOAE3HM 3a4acTylo
BUAHbI Cpa3y NMOCAE POXKAEHUs pebeHKa U
NPOSABASIIOTCS NMPU3HAKaMM HEMPOXOAUMOCTMH
KMLWEYHMKa (MEKOHMAABHBIM UAEYCOM):

BblpayKeHHOe BeCrnoKOMCTBO U MOCTOSAHHbIN MAaY;
CUAbHOE B3AYTUE KMUBOTAQ;

pBOTa,

NOBbILLEHHOE CAIOHOOTAEAEHUE,;

AAMTEAbHAA 3aAEPXKKA CTYAR;

NOBbILLEHHAA TeMMNepaTypa TEAa,

4YacTble NOHOCHI;

HenepeHOCMMOCTb XXUPHOM MULLY;

XapaKTepPHbIU CTYA — BA3KUU, AUTTKUU, XKUPHbIU.



AAa 3a60AeBaHUSA TaKXKe XapaKTepHbI:
M3MEHEeHMe CTYAQ;

XpOHMYEeCKas Amnapes;

B3AYTME KULLEYHUKA,;

YyacTble THOMHbIe 3a00AEBaHUA AEMKUX HEACHOM
3TUOAOTIUNMN,

® OAbILLKA;
® raMmMopuTbl U

Y NauMEHTOB BbIpaXKEHA 3aAEP’KKa pOCTa, GaAaHrU
NaAbLLEB U HOITU U3MEHSAIOTCA MO TUMY
"GapabaHHbIX MaAo4eK" U "4aCOBbIX CTEKOA".






® Y 60/1bHbIX MOXET HabntogaTbCcAa 3aepXKa
B NOJIOBOM pPa3BUTUKN UJIN OTCYTCTBUE
BTOPUYHbIX MOJSIOBbIX MPU3HAKOB:

- OTCYTCTBME BOJIOC B MOAMbILLEYHbIX
BNagmMHax U Ha NoOKe;

- 3aMeJIJIEHHbIN POCT NOJIOBbIX OPraHoB;
- HeJJOpa3BUTME MOJIOYHDIX XXENE3 Y IEBOYEK,;
- OTCYTCTBME MEHCTPYasIbHOro LUKIa.

® Y XEHLLUMH C MyKOBUCLMA030M CHMXXEHA
bepTUIbHOCTb, Y MY>XYNH HaboaaeTcs
a300CcnepMmnst — OTCYTCTBUE
CNepMaToO30M0B B 9AKYNATE



® [lpn mykoBucumaose
CTPaAaeT He TOAbKO
APEeHakHas PyHKLMUS
AbIXaTEeAbHbIX NYTEN, HO U
KAETOYHbIXN U FTYMOPaAbHbIU
MMMYHUTET. DTO
NMPOUCXOAMUT M3-32
HapyLlleHU B paboTe KAETOK
M 3aTPYAHEHHOIO ABUXKEHUS
PeCHMYEK MepLLaTEAbHOIo
3ANUTEAUS BPOHXOB.

HopManbHoe férkoe bPOHX0IKTa3bI






PasAnyaloT YeTbipe CTaAUM pa3BUTUS
MYKOBUCLMAO3A:

® |.HenocTtosHCTBO CMMNTOMOB, MaLIMEHT XaAyeTCA Ha YacCTblM CYXOM KalleAb U
HeGOAbLLYIO OABILIKY Npu puanyecknx Harpyskax. Ctaama moxxeT aAanuTbes Ao 10 aeT.

® 2.KaweAb c OTAEAEHUEM MOKPOTbI, OABILLKA MOSBASIETCS B MOKOE U YCUAUBAETCS MpU
dusnyeckom Harpyske, baAaHrM NaAbLLEB U HOTTEBbIE MAACTUHBI AePOpPMUPYIOTCA MO
TMny "6apabaHHbIX MNaAo4ek" U "JacoBbix cTEKOA". CTaams npoaoaxaetcs oT 2 Ao |15
AeT.

® 3. BbpoHxoAéro4Hble CUMMNTOMbI MPOrPECCUPYIOT, Pa3BUBAIOTCS TAXEABIE OCAOXKHEHUS. Y
MaLLUEHTOB YCUAUBAETCS OABILLKA U MOSIBASIOTCS NMPU3HAKU CEPAEYHOM
HEAOCTaTOYHOCTU: OTEKM HAa HOMaX, OAbILLIKA MPU HEGOABLLIOM aKTUBHOCTU UAU B MOKOE,
ObICTPasi YTOMAAEMOCTb, HEMepeHOCUMOCTb du3nYeckux Harpysok. Ha Y3 cepaua
BUAHbI MPU3HAKU TMNEPTPOGUM AEBbIX U MPaBbIX OTAEAOB, @ TaKXKe CHUXKEHMUE
cepAevHoM ¢ppaKLMM BbIOpOCa AEBOTO XXEAYAOUKA. Ha peHTreHoAorMyeckmx CHUMKax
MOYXHO OBHapyKMTb 30HbI MHEBMOPUOPO33a, BpOHXO3KTa3bl U KUCTbl. DopMupyeTcs
cepAeYHas HEAOCTAaTOYHOCTb MO MPaBOXEAYAOUYKOBOMY TUMY, TaK Ha3blBaeMoe
"AerouHoe cepaue". AAMTEABHOCTb CTaAUM OT 3 A0 5 AeT.

® 4. TsaxeéAas KapAnO-pecnnpaToOpHasi HEAOCTATOYHOCTb. M3-3a AncdyHKLMM AeBOTO
YKEAYAOUKa HapyluaeTcs paboTa cepALla U AErKUX, CHUXKaeTCA ppaKumsa Bbibpoca AeBoro
YEAYAOUKa, yyallaeTcs cepaLebueHmne, nporpeccupyeT . CTaamns aAanTCS
HECKOAbKO MeCSILLEB U 3aBEpLUAETCA CMepTblo BOABHOrO, BbI3BaHHOMW pa3BUTUEM
AbIXaTE€AbHON HEAOCTATOYHOCTU U OCTAHOBKOWM CEPAEYHOM AEATEABHOCTMU.



PasAuuaioT ctapmm obocTpeHms u
peMuccum:

AErkoe oboCTpeHMe — He 4alle pasa B roa, B
NepMoA PEMUCCUN KAMHUYECKUX MPOSBAEHUM
HeT, paboTocnocobHOCTb MALUEHTOB He
U3MEHEeHa;

obocTpeHMe cpepHen TaXKecTu — 2-3 pasa B
roA, COXpaHSIeTCSl KalleAb, MEPUOANYECKU
NoOAHMMaeTCA TeMNepaTypa, CTpasaeT
paboTocnocobHOCTb;

TAXEAbIE OOOCTPEHUSA — CAEAYIOT OAHO 32
APYTMM, PEMUCCUM MOYTU HET, Macca TeAd
H6oAbHOIO CHMXaeTcsl, DOAbHblE CTAaHOBATCS
MHBAAMAAMM.



Kputepumn oboctpeHus:
YBEAMYMBAETCA YaCTOTa AbIXaHMS,;
MOBbILLAETCSA TeMnepaTypa TeAa;

BeC CHUXaeTcs 6oaee yeM Ha | Kr;
YCUAUBAETCS KaLLeAb;

YBEAMYMBAETCS KOAMMECTBO MOKPOTbI;
MOSIBASIIOTCSI XPUbl;

cHukaetcss ODBI| (o6bem dopcrpoBaHHOIO BblAOXA 32
nepBylo ceKyHAY MaHeBpa) Ha 10 % n 6oAaee B cpaBHEHUU C
M3MEPEHHbIM 32 MOCAEAHME TPU MecsLa;

CHU>KaeTCsa YPOBEHb caTypaumu Kucaopoaa Ha 10 % u
H6oAee Mo CpaBHEHUIO C U3MEPEHMUEM 32 TPU MOCAEAHUX
MecaLa;

YXYALLAETCS IEPEHOCUMOCTb PUINYECKUX HArPy3OK.



OCAO>KHEHUSI MYKOBUCLIMAO32

AAs MyKOBUCLIMAO32 XapaKTepHbI CAeAYiOLLMe BPOHXOAErOYHbIe
OCAOXHEHMUS:

aTEAEKTa3 — CrMaAaHUe YacTU AErkoro;

a6CLI,eCCbI B AETKUX — pa3BuUTnUE B HUX NOAOCTU C FTHOWHbIM
COAEPKNMbDIM.

[laumneHTbl )KaAYIOTCS Ha BbIpaXKEHHYIO OAbILLIKY, OTMEYaloTCS
CUMMTOMbI CUABHOW MHTOKCUKALLMMU, MOBbLILLAETCSA TeMMNepaTypa U
BblAeASieTCs BOAbLLOE KOAMYECTBO 3AOBOHHOM THOMHOM MOKPOTbI.

OAHUM 13 TAXKEABIX OCAOXKHEHMM SBASIETCSA CMOHTAHHbIM
MHEBMOTOPAKC — CKOMAEHNE BO3AYXA B MAEBPAaAbHOM MOAOCTM.
HapyweHue nposiBaseTcs pe3kon KoAtoLen BOAbIO B rpyAHOM
KAETKeE, YCUAUBAIOLLLEMCA MPU AbIXaHUMU, KALLAE U ABUXKEHUSAX.
BoAbHOM HauMHaeT ApiwaTb YacTO M MOBEPXHOCTHO, OTMeYaeTCs
CUAbHAs OAbILLKA U YYBCTBO HEXBATKM BO3AYXa, DECNOKOUT KalleAb,
MNOABAAETCA CUHIOLUHOCTb KOXKHbIX MOKPOBOB AULIA.



CxaTtune
Nnerkoro

\ Bo3pyx B nneBpaanoﬁ nosiocT™



® VY 60AbHbIX cTapwe |2 AeT BbicOKa BEpOATHOCTb

Pa3BUTUS , MOXKeT
HaBAIOAQTbLCS , U OTEKU HUXKHUX
KOHeYyHoCTeMu.

® [locTosiHHbIe MAM YacTble OBOAU B XKMBOTE MOTYT
YKa3blBaTb Ha MaHKpPeaTMT, UAU

U

® OCAOXHSATb TeyeHne BOAE3HU MOXKeT
pasBuTHe GUOpPO3a NeyYeHn pasAMYHOM CTEMNEHM
BbIPaXK€HHOCTU, KOTOPbIM Yalle BCEro nporpeccupyeT
M B AAAbHEMLUEM MPUBOAMT K BUAMAPHOMY LIUPPO3Y
neyYeHu 1 NOPTaAbHOM rMMNEPTEH3UM.



,A,MaFH OCTHUKa MYKOBHUCLIUAO3A

® CKpPUHUHT Ha
MYKOBUCLIUAO3 NMPOBOAUTCS
B POAAOME BCEM
HOBOPOKAEHHBIM U
HarnpaBAEH Ha BbISIBAEHUE
3ab0AeBaHUA eLLe AO
KAMHUYECKUX NMPOABAEHUN.
AAsa 3Toro y pebeHka Ha
4-7 AeHb Xun3HM BepeTcs
KPOBb U3 MATKM Ha
$UABTPOBaAbHYIO Bymary u
OMpPEeAEASIIOT YPOBEHb
MMMYHOP€EaKTUBHOIO

TpuncuHa (UPT).




/\eyeHne MyKoBMUCLMAO3A

OCHOBHOM LLeAbIO A€YEHUS MPU MYKOBUCLIMAO3E SIBASIETCS
YAQAEHME U3 AbIXaTEAbHbIX NyTer BA3KOM MOKPOTbI. AAS
3TOro NMPUMEHSIOT Pa3AUYHble METOAUKU APEHMPOBAHUS
OpPOHXMAABHOTO AepeBa, HANPUMEP KMHE30Tepanuio —
OAHY U3 GopM AevebHOM PU3KYAbTYPbI, CMOCOBCTBYIOLLYIO
OYULLLEEHUNIO OPOHXOB OT BA3KOM U arpeCCUBHOM CAU3MU.

[lpMeMbI KMHE30TEepanuu:

YrAYGAEHHbIE BAOX U BbIAOX, MO3BOASIOLLUE CAU3U AErYe
OTAEASTbCA OT CTEHOK BpOHXOB.

ApixaHue ¢ conpoTnBAeHMeM rybamu.

Mob6uAansaums — ynpakHeHMs AAS MOBbILLEHUS
3AACTUYHOCTU FPYAHOM KAETKM, MO3BOHOYHUKA U
MbilLeYHOro 6aAaHca TeAa.

CDM3MOTePaI'IeBTM"IeCKOG A€YEHNE MAAAEHLLEB U AETEN
paHHEro BO3pacTa BKAKOYAET KaK aKTUBHYIO, TaK U
MaCCUBHYIO TEXHUKMN.



[MACCUBHAA




AKTUBHAA




® [lpu MykoBUCLMAO3E BaXKHO COBAIOAATL AMETY — MUTAHUE
AOAXKHO ObITb BBICOKOKAaAOPUMHbIM, C MOBbILLIEHHbIM
COAEP’KaHMEM BeAKOB U XXUpoB. 1wy npuHMMaloT YacTo U
HeOOAbLLMMM NOPLMAMU, AONOAHUTEABHO NOACaAUBas. M3
PaLMOHA UCKAIOHAETCS €AQ, KOTOPas TAXKEAQ AAS
nepeBapuBaHUsA: rpybas KAeTYaTKa, HaBapbl M3 CYMOB,
XapeHble BAI0AQ, LLOKOAAA, TOPTbI, MMPOXKHbIe. CyTOYHbIN
KaAOPaXX AOAXKEH MMPEBbILLIATb BO3PACTHYIO HOPMY Ha
20—40 %, rAaBHbIM OOpa3oM 32 CYET YBEAUYEHHOTO
KoAmnyecTBa 6eAka (Ao 6 r Ha | Kr macchl Teaa B cyTKM). M3-
32 HapyLWEHHOM GYHKLIUU MOAXKEAYAOUHOM XeAe3bl Y
GOAbHbIX HE YCBAMBAIOTCS XUPbl U XKUPOPACTBOPUMbIE
BuTaMmHbl A, A, E u K, nosTtomy Heobxoamm mx
AOTMOAHUTEABHbIN NPUEM.



® AAsa obAaervyeHMs OTXOXAEHUSA MOKPOTbI
NPUMEHSIOT CAEAYIOLLLME NpenaparTbl:

O B TabaeTkax no 30 mr. B nepuoa
PEMMUCCUU AEKAPCTBO MPUHMMAIOT OAUH pa3 B
CYTKM, BO BpeMsi 0boCcTpeHUs 3a6oAeBaHMS — AO
LecTH pas.

® AopHasa aAbdpa — reHHO-MHXKEHEPHbIM BapuaHT
NPUPOAHOIro pepMeHTa YEAOBEKA, KOTOPbIN
NMoMoraeT pacCLLLenASaTb THOMHYIO MOKPOTY.
[lpuMeHsieTcsa ¢ nomoublo HebyAaamsepa no 2,5
Ml OAMH pa3 B CYTKM.



® AAsa obAaervyeHMs OTXOXAEHUSA MOKPOTbI
NPUMEHSIOT CAEAYIOLLLME NpenaparTbl:

O B TabaeTkax no 30 mr. B nepuoa
PEMMUCCUU AEKAPCTBO MPUHMMAIOT OAUH pa3 B
CYTKM, BO BpeMsi 0boCcTpeHUs 3a6oAeBaHMS — AO
LecTH pas.

® AopHasa aAbdpa — reHHO-MHXKEHEPHbIM BapuaHT
NPUPOAHOIro pepMeHTa YEAOBEKA, KOTOPbIN
NMoMoraeT pacCLLLenASaTb THOMHYIO MOKPOTY.
[lpuMeHsieTcsa ¢ nomoublo HebyAaamsepa no 2,5
Ml OAMH pa3 B CYTKM.






® AAS MHFaAALMOHHOM TepanmMm UCMNOAb3YIOT

OPOHXOAUTUKMU:

— Ha OAHY MpOLLEAYPY B
HebyAansepe Hy>kHO 20 KaneAb 6epoayaaa + 3,0
MA puspacTBopa. MHraAsummn aeaatot ABa pasa B
A€Hb YTPOM U BeyepoM B TeveHue 7-10 pHewn.

— npenapaT 3aAMBalOT B HebyAamsep
B Hepa3baBAEHHOM BMAE, CTAaHAApPTHasa A03a 2,5
MA, B CYyTKM pa3spellaeTcsl AeAaTb He HBoAbLue
4YeTbIpeX UHIaAALUMN.

— Ha OAHY NMpoueAypY HY>KHo |
MA npenapata + | MA. duspacTBopa, ABaXKAbI B
AEHb YTPOM U BE4YEPOM B TE€YEHUE MATU AHEMN.



[1porHos. [lpodunaakTrKa

® MyKOBMCLMAO3 — 3TO HEM3AEYMMOE
XpOHMYecKoe 3aboaeBaHMe, HO NpU
CBOEBPEMEHHOU AMArTHOCTUKE U aAEKBaTHOM
NOCTOAHHOM TepanmMu MHOIrUe NMaumeHTbI
AOXMUBAIOT AO B3POCAOIro BO3pacTa.

® AAs 6OABbHBIX MYKOBUCLIMAO3OM BO3MOXKHa
NMOAHOLLEHHAS »KU3Hb, HO TOABKO MPU YCAOBUM
NOCTOAHHOIO MNOAYYEHUS HEOBXOAUMbIX
npenapatoB. OCHOBHbIMM NPUYMHAMMU
CMEPTHOCTM 3TUX MALLMEHTOB ABAAIOTCS
OPOHXOAErOYHbIE OCAOXKHEHUSA: Pa3BUTHE
MHPEKLMU B HUXKHUX AbIXaTEAbHbIX MyTAX,
OpOHXO3KTa3bl U
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LleAnakus (HenepeHoCUMOCTb

rAOTEHA)

® Lleanakus (raloteHoBas
HernepeHOoCMMOCTb) — 3TO XpPOHUYECKOoe
reHeTn4eckoe 3aboaeBaHuMe, NpU KOTOPOM
NULLA, COAEPIKaLLasl TAIOTEH (BbIMeYKa,
MaKapOHbl, CyXue 3aBTPaKu, NOTypThl),
NMOBpPEXAAET CAU3UCTYIO OBOAOYKY TOHKOrO
KULUEYHUKA, B KOTOPOM MPOUCXOAUT
OCHOBHOE BCaCbIBAaHUE MUTATEAbHbIX
BewiecTB. [ 1py LeAnakum opraHmsm He
noAy4yaeT 6eAKM, XKMPbI, YTAEBOADI U
BUTAMWHbI B MOAHOM OObEME, YTO NMPUBOAUT
K CHUXXEHMUIO Beca
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® OcHOBHOM NPUYMHOMN BO3HUKHOBEHMUS
LLEAMAKMU SABASIETCA FTAIOTEH — OEAKOBbBIN
KOMMOHEHT 3AaKOBbIX KYAbTYP: MWEHUL,bI,
P>XU, AYMeHs. OH, Kak KAEMKOBMHa, CBSA3bIBAET
MeXAY coboM BEAKM 3TUX 3AAKOBBIX KYAbTYP.

® HenepeHocUMMOCTb FAIOTEHA pa3BUBaETCS
TOAbKO Y AIOAEUN C FreHETUYECKOU NMOAOMKOU
B MMMYHHOM cucteme. B Taknx cayyasx
NPOAYKTbI C 3TUM KOMMOHEHTOM
BOCMNPMHUMAIOTCS OPraHU3MOM KaK aAAEepreH,
"Uy>KepOAHbIN" areHT.



B kakux U3AEAUAX MOXKET COAEPIHKATbCA FTAIOTEH.

B U3AEAMAX U3 MLEHUYHOMU MYKMH: XA66€, MaKapOHaxX, BbIlNMe4Ke,
B USAECAUAX, COAEPIKALWLNX POXKb, OBéC, AYMEHDb.

YUnTbIBas ero WMpOKOoe NpUMEHEHUE B Ka4eCTBe '3arycTUTeAs ,
FAIOTEH TaKXXe COAEPKaT:

CAAAOCTW;

NOrypThl,

MOPOXKEHOE;

KOHCepBbI;

NuBO;

rycTble COYCbl;

CyXue 3aBTPaKu, UCKAIOHAA HACTOSILLUE KYKYPY3Hble€ XAOTbA.



CuMnTOMbBI LLeAUaKum

® Yauwie Bcero nepsble Npu3sHaku 3aboAeBaHuUs
BO3HMKalOT y aeTen vepes |,5-2 mecsua nocae
BBEAEHUS NPUKOPMA (MYYHBIX U3AEAUM U
MYAbTU3AAKOBbIX KaLl).

® VY pebeHKa CHUyKaeTCcs anneTUT BMAOTb AO OTKasa OT
eAbl. MoryT nosBMTbCA NPUCTYMbl PBOTbI U MPOOAEMBI
CO CTYAOM — OH CTaHOBUTCS OOUAbHbBIM, MEHUCTBIM,
YKMPHbIM U 3A0OBOHHbIM. Peé6EHOK OTCTaET OT CBOMX
CBEPCTHMKOB MO BECY, MAOXO PacTET, YTO FOBOPUT O
3aAeprKKe PM3MYEeCKOoro pa3BmuTuS .

® PoanTeAan oTMmevaloT y pebeHKa MoBbILLEHHYIO
Pa3APa*KUTEAbHOCTb, HapyLUEHME CHa, MHOTAQ anaTuIo
M CHUXKEHUE HACTPOEHMUS.



® B ueAoM cywecTByeT HECKOABKO
cneumdUyeckmMx CUMNTOMOB, MO KOTOPbIM
NneAMaTp MOXeT 3aN0AO03PUTb HaAUYUE
HenepeHOCMMOCTMU FAIOTEHa:

® 60AU B KMBOTE (MPU UCKAIOYEHUU
XUPYPrMyeCcKoOM NaToOAOTUMN);

® OOUAbHbIN, 3AOBOHHbIN, MEHUCTbIN,
YXUPHbIU CTYA;

® pBOTa (OT PEAKOM AO eXXeAHEBHOM);

® yBeAUYEHUE OKPYXKHOCTU KUBOTA.






[laToreHes ueAmakum

® LleAanaknsa pasBmBaeTcsa TOAbKO
Y AUL, C reHeTUYEeCKOoM
MOAOMKOM — HaAMUYUEM TaKUX
BapPUAHTOB A€MKOLMTAPHbIX
aHTUIFeHOB YeAOBEKa
(HLA), kak HLA-DQ2 u
HLA-DQS8. OHu pacnoaaratotcs
Ha LUeCTOMU XpPOMOCOME,
OOABLUMHCTBO reHOB KOTOPOM
NPOrpaMMUPYIOT UMMYHHbIM
oTBeT opraHmama. Ecamn atu
aAAEAU OTCYTCTBYIOT, TO
PasBUTUE LLEAUAKUU
HEBO3MOXHO

Annenu reHa

KneTka




® [laToreHes 3aboAeBaHMS

CBSA3aH C MEXaHU3MOM
NopaXeHMsa TOHKOro
KULWEeYHUKA — CaMoro
AAUHHOIO OTAEAa
NULLLEBAPUTEABHOIO
TPaKTa, KOTOPbIU
BKAIOYAEeT B cebsa Tpu
OTAEAQ:
ABEHAALLATUMEPCTHY!O,
TOLLLYIO U MOAB3AOLLHYIO
KULLUKY.

Monepeyxasn
obopouHasn

Hucxoaswas
obogouHasn
KULWKa

Bocxoaswasn
obogounas
KMLLKa

CurmoBuaHas
KUWwKa



® B pesyAbTaTe TOKCMYECKOro
BO3AEUCTBUA HapyLuaeTcs
CTPYKTYpPa CAU3NCTOMU
0BOAOUYKU TOHKOTO
KMLIEYHUKA, MAOLLLAAD
BCACbIBA€MOM MOBEPXHOCTH
yMeHbLuaeTcs. Takmum obpasom,
Mopa)KaeTcsi OCHOBHOE MeCTO
BCACbIBaHMS NMOAE3HbIX
BELLLeCTB, M3-32 Yero
CHMXKAETCS KOAUYECTBO
MUTATEAbHbIX BELLECTB,
MOMAAAIOLLUX B OPraHU3M.




KAaccnpumkaums u cTaaum passutus
LLEAMAKUM

® B cooTBeTCTBMM C KAMHMYECKOM KapTUHOM U
npeobAapaHUEM B HEM KULLEYHbIX CUMMTOMOB, TUMUYHbBIX
AASl TAIOTEHOBOM HEMEepPEeHOCMMOCTMU, BIAEASIOT ABE
OCHOBHble ¢$opMbl 3a60AEBaAHUS:

® TunuuHaa neAnakusa. Kaaccmyeckaa KapTuUHaA XapaKTepHa
AASl MALMEHTOB AETCKOro Bo3pacTta. Y HMX HabAloaaeTcs
Amapes, poTa, 60AM B XKUBOTE, yBEAUYEHWNE ero obbeMa,
OTCTaBaHWE B poCcTe U Bece.

® ATunmuHasa neAmakma. AaHHaa popma 3aboaeBaHUs
BCTpeYaeTcs Yalle Bcero. E€ caoxkHee anarHocTupoBaTh,
NOTOMY YTO KULLEYHbIX CUMMTOMOB B 3TOM CAy4Yae AUMbo
HeT, AM6o OHM oYeHb cAabo BbiparkeHbl. K nposBAeHUAM
aTUMUYHOM LLeAMAKUU OTHOCATCA: , ,
3aAep>KKa PMU3MYECKOro pa3BUTUSA, HEBPOAOTMYECKME
CUMMTOMBI. Y B3pOCAbIX BO3MOXHO bBecnaoaue.



OcAOXKHEHUS LeAnaKkmum

® OCAOXHEHUSA LeAnaKumn Yalle BCero
Pa3BMBaIOTCA Y B3POCAbIX C aTUNNYHOM
$dOpMOM LLeAUAKMU Yepe3 MHOIO AeT
nocAe HavaAa 3aboaeBaHuda. K Hum
OTHOCATCA:

® /3meHeHUA CO CTOPOHbI KOXKM:
repnuTepoOpMHbIN U

, , aAoneuums,
, XEUAUT



-






/\eyeHue LLeAnaKmnm

® TaK Kak nNpuyMHa AaHHOro 3a60AeBaHMS
— 3TO FAOTEHOCOAEPKALLLUE MPOAYKTbI,
HY>XHO He MpOCTO OrPaHUYUTb UX
notTpebAeHMe, 2 MOAHOCTbBIO UCKAIOUUTD.
3aboAeBaHUE HEAB3S YCTPaHUTD
OKOHYaTEAbHO, MOXXHO TOABKO
NOAAEP)KMBATb OPraHM3M, MO3TOMY AMETY
HeobXoAMMO cOBAIOAATE MOCTOSIHHO.
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[1porHos. [lpoduraakTmKa

® Cneuundunyeckmx MeponpuaTmn no
NPOPUAAKTUKE LLEAMAKMU, HAMPABAEHHbIX
Ha NpPeAYNpeXKAEHUE NOSBAEHUS €€
NMPUYMHBI, B HaCTOSILLLEE BpPEMS HET.

® [lpu cTporom cobaroAeHUU AMETDI,
MOAHOM OTKa3e OT FAIOTEHOCOAEPIKALLMX
NPOAYKTOB NPOrHO3 GAaronpusTHbIN.



CecmpuHckuu npoyecc
npu ePoXO0eHHbLIX U HacnedcmeeHHbLIX 3aboneeanHusx

Craguu peakumMm 0CO3HAHWA PeanbHOCTH:

1 cragua - WoK Ha coobuweHwe o boneaHu pedexka;
! . 2cragua - HeBepue, OTPHULAHKWE PeanbHOCTH,

3 crapgnA - NOWCKN BUHOBHbLIX, arpeccun;

4 cTaguAa - OCO3HaAHKWE CryNMBLUErocs.

Bo3moxHbie npobnemb! pebeHKa:

* HApPYLIEHWe NUTaHKA;

* HapyLeHne DYHKUUK KUZHEHHO BaXXHbIX OPraHOB, BbICOKMA PUCK CMEpTH,

* BLICOKWIA PUCK NPUCOEANHEHNA MHPEKLUWKN (M3-3a CHIDKEHUA WMMYHUTETA);

* OTCTaBaHWe B PU3MYECKOM, NCUXUYECKOM W YMCTBEHHOM PasBUTUM,

* HapyLWeHWe camoyxoaa 13-3a NCUXMYECKON U YMCTBEHHOW OTCTanocTH,

* CTPAAAHWA NO NOBOAY BHELWHEero BUaa;

» neduynT obLEeHns, CeMERHON NOAAEPKKK,

* MHBANWAW3AUMA 1 Ap.

Bo3mMoxHbie npobnembl podumenel:

* CTPECC, NCUXONOrMYEcKuid AuckomaopT,

* nednunT 3HaHni 0 3abonesannu;

* TPYQHOCTK B OpraHu3auumn yxoaa, BCKapMnusaHua, BOCNUTaHUA U oByyeHua pebeHka,
* CATYaLUMOHHBIA KPU3NC B CeMbe (MaTepuansHble TPYAHOCTH, noTeps paboTel,
HeoDXOAUMMOCTL NOCTOAHHOrO yxoaa 3a npobnemHbiM pebeHkom),

* NOMCKK CNELUANKCTOB, BNAAEIOWMX COBPEMEHHBIMK METOAUKAMMW NEYESHNS U
peabunuTauun » ap.




KoHTponbHble BONpPOCHhI U 3agaHuUs
1. YTo Takoe HacneacTeBeHHble 6one3Hn? Kak oHNM nogpas3fensaTca?

2. B yeM NpUYUHBI BOBHUKHOBEHWUSA ranakroseMuun, uennakmu, OKy,
aflpeHOoreHnTanbHoOro cCMHapomMa?

3. 3agaHue. MpocnegnTe BO3MOXHOCTU paHHeW AnarHoctukn OKY vy
HOBOPOXAEHHLIX U COCTaBbTE BO3MOXHbIA aNroputMm AencTBUi

4. BO3MOXHO NN 6eCCMMNTOMHOE TeYeHue rafiakto3eMmn?

5. Kakue cywecTByoT hOpMbl MYKOBUCLMAO3a, aApPEHOreHUTanbHOro CMHApoOMa?
6. KakoBbl 0CO6EHHOCTU KNMHWUYECKOW CUMNTOMATUKNDKY?

7. Kak oCyLLecTBNSAETCA CKPUHUHI-ANArHOCTMKa HacneacTBEHHbIX 3aboneBaHnin?

8. KakoBbl OCHOBHbI€ NMPUHLUUNLI Ne4YeHUsa ranakroseMmu, MyKoBUcLunaosa,
uennakmmagpeHoreHUTasnbHOro CMHApPoOMa?

9. KakoBbl OCHOBHbI€ NMPUHLUUNLI gnetoTepanun OKY?
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