HNudopmauus 151 maumeHTa
«boJ1e3HBb € 3a11aX0M KJIEHOBOI'0 CHPOIIa MOYM»

«boJie3HBb ¢ 3aMaX0M KJIE€HOBOI0 CHPONa MOYM» WJIH JIEHIIHHO3 — 3TO PEAKOe HACIIEICTBEHHOE
3a0oJeBaHue, MPU KOTOPOM HapyIIaroTCs POLIECCHI, CBSI3aHHbIE ¢ paclleryieHneM Oenka. benku, 3To
BayKHas COCTABJISIONIAs YacTh MuTaHust. OHU HEOOXOIUMBI JJI POCTA U BOCCTAHOBJICHUS KJICTOK HAIIIETO
opraam3ma. YToObl OpraHU3M MOT UCIIOJB30BaTh OEIOK M3 MHIIH, OH JOJDKEH pacIlenuThCs Ha 6oee
MEJIKUE YaCTH — aMUHOKHUCIIOTHI. [lanee Onaronapst crieualibHbIM (DepMEHTaM, 3TH aMHHOKHUCIIOTHI
PacXoayOTCS Ha BHIMIOJIHCHUE OPEICIICHHBIX (QYHKIUN. Y TAIIMEHTOM C «0OJIC3HBIO C 3a11aXoM
KJIEHOBOTO CHPOIIa MOUYM» He paboTaeT (pepMeHT AernaporeHasa anb}ha-KeTOKUCIOT C pa3BeTBICHHON
nenbio (BCKD), n3-3a 4ero opram3m HE MOXKET PAaCIISTUThE aMUHOKHCIIOTHI JICHITHH, H30JICHITHH 1
BaJIVH, B CBS3U C YEM OHU U UX MPOU3BOJHBIC (OPraHUYSCKHUE KUCIIOTHI) HAKAILTUBAIOTCS B OpraHU3MeE,
OKa3bIBasi TOKCHIECKOE BO3/IEHCTBUE. BBICOKHIT ypOBEHD OMPEACTICHHBIX OPTaHHYECKUX KHCIOT MOXKET
BBI3BAaTh HEOOBIYHBIH CIIA/IKHIA 3a1laX MOYH U TI0Ta, OTCIO/Ia M Ha3BaHHE JAHHOTO 3a00JIeBaHUs - 0OJIE3Hb
C 3a11axoM KJIEHOBOT'O CHpOIa MOYH.

Hapyuienne pabotel hepMeHTa MOXKET OBITh CBA3aHO ¢ U3MECHEHUSAMHU B 0J1HOM 13 reHoB, BCKDHA,
BCKDHB, DBT wiu DLD.

Kak nacaenyercs «00/1€3Hb € 3a11aX0M KJIE€HOBOI0 CHPOIIa MOYM»?

«bo1e3Hs ¢ 3anaxoM KJICHOBOTO CHPOIa MOYM» HACIEIYIOTCS IO ayTOCOMHO-PELIECCUBHOMY
THITy. DTO 3HAYUT, YTO OOJIE3HB MPOSBIISETCS TOJIBKO B TOM CIIydae, €y 00a POIHUTENS SBISIFOTCS
HOCHUTEJIIMU OOJIE3HU U, XOTSI CaMU OHH He OOJICIOT, IepelaloT peOeHKY /IBa IOPaKEHHBIX TeHa.
BonbmmHCTBO ceMeit, Taie ecTh peOCHOK C STHM 3a00JIeBaHIEM, HE CTATKHBAIICH PaHbIIE ¢ TOJOOHOI
npo0OIieMoii. PHCK TOBTOPHOTO poskaeHHs O0IBHOTO peOeHKa B CEMbE, IIe YK€ €CTh OOJIbHBIC AETH,
cocTaBisieT 25% Ha KaxIyto 0epeMeHHOCTb.
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Bce ceMbu ¢ 9TUM 3a00JIeBAaHUEM JTOJDKHBI 00513aTEIBHO MPOUTH METUKO-TEHETHYECKOE
KOHCYJIbTHPOBAHHUE U TIOJIYYUTh MOJTHYIO HH(POPMAIIUIO OT Bpaya-TeHETHKA O PHCKE TTOBTOPHOTO
TIPOSIBIIEHMSI JAHHOTO 3a00JIEBAHMS B CEMbE, 0OCYIUTD CO CIIEIHATUCTOM BCE BOIPOCHI, CBSI3aHHBIE C
Hacjeq0BaHueEM 3a00JIeBaHus.

Kak nposiBisiercst «00/1€3Hb € 3a11aX0M KJIE€HOBOI0 CHPOINa MOYM»?

OCHOBHBIMH CUMIITOMaMH 3a00JI€BaHUS Y JIETeH TPYAHOTO BO3PACTa SBIAIOTCS PE3KOE
yXyIuieHue o0IIero CoCTOsHUS Yepe3 HECKObKO AHEeH (damie oT 7-14 qHeil) mocne Havaza KOPMIICHHS
IpyIHBIM MOJIOKOM HJIM MOJIOYHOH CMECBhIO, BSUIOCTh MJIU MOBBIIIEHHAsI BO30YAUMOCTb, PBOTA, OTKa3 OT
nuiy. Bo3MOXHBI Takke CyA0pOrd, HapyleHUs CO3HAHHS, KOMa, CHHIOIIHAS OKpacka KOXH (IIHaH03),
HapylIeHre IbIXaHus (armHod). Y AeTeil crapiie OAHOTo rofa HabIroaeTcs 3a1epiKKa IICHXOMOTOPHOTO



Pa3BUTHS, YMCTBEHHAsI OTCTAIOCTh, SPUTEMATO3HBIC BBHICHIIIAHUS HA KOXKE, YaCThIe HH(PEKIINOHHBIC
3a00IeBaHNs, CYAOPOKHBINA CHHIPOM.

Kak YCTaHABJIUBAKT IUATrHO3 «00JIe3HDb € 3aMaX0M KJIEHOBOI'0 chpoImna MOYM»?

C 2023 roaa “00Jie3Hb € 3a11aXOM KJIEHOBOT'O CHpOIa” BKIIIOUEHA B paCIIPEHHBIN
HEOHATAIBHBIM CKPUHUHT HOBOPOXACHHBIX. Y KaXI0T0 MJIaJIeHIIa HA 2€ CYTKH KU3HU (Ha 7¢ - y
HEJOHOIIIEHHOTO) MTPOU3BOIUTCS 3a00p KPOBU Ha TECT-OJIAHK C TIOCIIEAYIONTUM aHAITU30M.
MeTo10M TaHAEMHOM MacC-CIIEKTPOMETPHUU B KPOBH ONPEACISIOT aMHHOKHUCIIOT. B ciyuae BhIsSBICHUS
MOBBINICHHON KOHIICHTPAIMH JICHIIMHA, U30JICHIIMHA W BAIMHA TPOBOIUTCS TIOATBEPIKAAIOIIAS
JIMarHOCTHKA, BKITIOYAOIIAsl TAHIEMHYIO MaCcC-CIIEKTPOMETPHIO KPOBH, Ta30BYIO0 XpOMATOTpapuio
opraamyeckux kuciaot Mmoun u JIHK-muarnoctuky. [Ipu «0one3Hu ¢ 3amaxoM KJICHOBOTO CHPOTIA MOYM»
HaOJIFOIaeTCs TIOBBINICHNE B KPOBU KOHIIEHTPAIINY JICHIIUHA, N30JICHIINHA U BalKHA. B MOUe BBISBISIOT
MOBBIIICHHE KOHIICHTPALNU 2-0KCO-H30KAIPOHOBOH, 2-THAPOKCH-U30KAIIPOHOBOM, 2-0KC0-3-
METHJIBAJICPUAHOBOH, 2-0KCO-U30BaJICPUAHOBOM, 2-THAPOKCU-U30BAJICPUAHOBOMN U 2-THIPOKCH-3-
METHIIBAJICPUAHOBOW KUCIOT. IarmeHTaM ¢ BBISBICHHBIMH OHOXUMHYECKIMU U3MECHEHHSIMU,
XapaKTePHBIMH TS «OOJIE3HU € 3aMaXOM KJICHOBOT'O CHPOIa MOYH», JIs TIOATBEPIKACHUS TUarHo3a
MIPOBOJIAT MOJIEKYJIIPHO-TEHETHUECKOE HCCIICIOBAHKE C IICJIbI0 BISBICHUS MyTaluu B TeHax BCKDHA,
BCKDHB, DBT wiu DLD. O6bI4HO AJ1s 3TOr0 MPUMEHSIFOT HUCCIICIOBAHUE C TIOMOIIBIO TapTeTHBIX
TeHETUYECKUX TaHeseH.

Kak jieyaTt «00/1€3Hb € 3a1aX0M KJIEHOBOI'0 CHPOIIa MOYID»?

OCHOBHOI1 IPUHIIMIT TEPATTHH «OOJIE3HH C 3aMIaXOM KJICHOBOTO CHPOTIa MOYU»— CHU3UTh
IMOCTYIJICHUEC B OpTaHU3M aMUHOKHUCIIOT HCfIIH/IHﬂ, PI3OJ'I€I7HIHHEI, BaJIMHA JJI MIPEAOTBPAILLICHUSA
IMMOBPCKAAOIICTO BO3)Z[CI71CTBI/I$1 JaHHBIX BEHICCTB HA OpPraHu3M. I[J'Iﬂ OTOI'0O B [IMTAHUU OI'PaHNYNBACTCA
HATYpaJILHBINA OEJIOK, HCKITIOYAFOTCSI IPOYKTHI C BEICOKHM COJIEpyKaHHEeM Oellka, TaKue Kak Msco, pbi0a,
A2, MOJIOYHBIE IPOTYKTHI, 6000BBIe 1 Ap. KomneHcanus aedunmra Oenka NpOUCXOAUT 32 CHET
UCIIOJIb30BaHUS CIICIIUAIM3UPOBAHHBIX CMECEH HAa OCHOBE aMUHOKHCIIOT 0€3 JICHIIMHA, U30JICHITNHA,
BaJIMHA, COOTBETCTBYIOIIMX BO3PACTHHIM MOTPEOHOCTSAM peOeHKa B OCHOBHBIX IHUIIEBIX BEIIECTBAX U
SHEPTHH.

[Tpu OTCYTCTBUH COOTBETCTBYIOILEH TEPAITUK COCTOSIHUE MAMEHTa MOXKET PE3KO YXyIIUTHCS,
MIPUBECTH K Pa3BUTHIO META0OJIMUECKOTO Kpr3a, HEOOPaTUMBIM MOCIECTBHSAM BILIOTH JIO JICTATBHOTO
ucxojia. Metabonn4ecknii Kpu3 TaKKe MOJKET OBITh CIIPOBOIUPOBAH HEOIArONPUSATHBIMU (haKTOpaMH,
TaKMMH KaK HapylIeHHE TUeThl, IpeHeOpe)KeHne Ha3HAYeHUSMH Bpada, BUPYCHBIMU U OaKTepHaIbHBIMU
WHQEKIHUIMH, CTPECCOBBIMHU CUTYAIMSAMH, TPABMAMH U XUPYPTHIECKHMHU BMEIIATEILCTBAMH,
SMOIMOHALHBIMU U PU3MUECKUMH Harpy3KaMH WM BOSHUKHYTH Ha (DOHE ITOJIHOTO OJIaromnomyyus.
[IpenBeCTHUKAMU KpH3a SBISETCS CHIDKEHUE SIMOIIMOHAIBHOTO TOHYCA, BSJIOCTh, COHJIIMBOCTb, OTKA3 OT
€/1b1, MOXET OBITh PBOTA, BO3MOKEH MOJIBEM TEMIIEPATYPbl, 0COOEHHO NpH Ae0I0Te HHPEKITMOHHOTO
3a00JIeBaHNSL.

[Ipu mepBBIX cUMITTOMaX META00IMYECKOTO Kpr3a HE0OX0ANMO CPOYHO TOCITUTAITU3NPOBATh
MAIMEeNTa, 10 MpUe3/ia Bpaya CKOpOil MOMOIIY HE3aMeNINTENBHO HayaTh TEPAIINIO Ha JIOMY.

VY nanuenTa npu cede Bceraa 0/HKHA HaXOAUTHCS aMsITKa ¢ YKa3aHUEM HEOTJIOKHBIX
MEPOIPUATHH B IIEPUO]] HAUMHAIOIIETOCS META0OINIECKOTO KpH3a

Kak JieyaT manueHToB B Nepuox MeTradoIu4ecKoro kpusa?

Crnenyet BpeMEHHO IpeKpaTUTh notpednenne Oenka (Ha 24—48 vacos). [I0JTHOCTHIO OTMEHUTH
0eJloK HEBO3MOXKHO, TaK KaK OPTaHU3M HYXJaeTcsl B TIOCTYIUICHHH Oeka U, eCIH ero OyAeT MocTynaTh
HEJOCTAaTOYHO aKTHBHPYIOTCA MPOIECCH KaTaboim3Mma.



Jloma mpu TIepBBIX IpU3HAKax 3a00JIeBaHMsI, 0COOEHHO KOTJa Y peOCHKa CHIDKEH aIllleTHT
(Hammpumep, IpY TPOCTY/AE, TPUIIIONOIO0OHBIX CHMITTOMAaX, BUPYCHBIX HH(EKITUIX, JTFOOBIX
3a00JIeBaHUSX, COMPSDKEHHBIX ¢ TeMnepaTypoi >37 °C, TOH3WUINTE, TACTPO3HTEPHUTE) CICAYyEST HaYaTh
TEPAIHIO 0 MPEIOTBPAIICHUIO Pa3BUTHS Kpu3a. Eciiu pouTenu He yBEpEHBI B MTOSBJICHUN Y peOcHKA
MIEPBBIX MTPU3HAKOB MPUOIIIDKAIONIETOCs 3a00eBaHus (01€THOCTh, COHJTUBOCTD, Pa3IpakKUTEILHOCTD,
MOTEPS aNmeTuTa, JNX0paaKa, TOJIOBHAsA 00, TOMOTa U 00111ast 60JIb, Kallens, 00k B TOpJIe WK YIIax),
TO B KQUECTBE MEPBI MPEIOCTOPOKHOCTU PEOCHKY CIIEyeT AaTh BEIIUTH PacTBOp oJuH pa3. CambIMu
PaHHUMH MPU3HAKAMH OOBIYHO SIBIISIOTCS] HE3HAYUTEIbHBIC H3MEHEHUS B TOBEJICHUU, KOTOPbIC OOBIYHO
JIETKO 3aMEYaloT poauTein. Eciu peOeHOK OTHOCUTENBEHO 3/I0POB M Y HETO HET PBOTHI, & TOJIBKO
¢1ab0CTh U HEOOJIBIIIAs COHJTUBOCTH MOKHO ITOUTH €r0 Yepe3 POT PACTBOPOM MOJIMMEPa TITFOKO3bI
YaCTBIMU JIPOOHBIMH MopusaMu (Tadnuna 1). TouHbIl perenT/KOHIIEHTPANUS OJIMMEepa TITFOKO3bI,
PEKOMEHTOBaHHAS JUTS K&XKJOT0 peOeHKa, OTIHYACTCs, Hy)KHO Y3HATH Y JIeUalllero Bpada 4To HMEHHO
MOJIXOJUT BalieMy peOeHKY. HEeKOTOPBIM IETSM He HPaBUTCS BKYC ITOJIMMEPA TIIFOKO3bI, K OHH
MPEIMIOYUTAOT HAITUTKH, KOTOPBIC MTPOAAIOTCS B CyIIePMapKeTaxX, HO KOHIICHTPAIIMH YTJICBOJIOB B TAKUX
HamuTKax Hke. [TokynaeMble HAMMUTKU HYKHO MPUMEHSATh ¢ OCTOPOXKHOCTBI0. Hu3kokanopuiinbie
HAIKUTKU, HAMUTKH 0e3 J0OaBICHHUS caxapa CoJIepKaT OYeHb MaJlo WIIM BOBCE HE COJCPIKAT YIIICBOJIOB,
MO3TOMY MX HE CJIEIYeT UCIOIb30BaTh.

Ecnu y pebeHka MoCTOSTHHAS PBOTA M €My He CTAHOBHTCS JIyUIIle, POIUTENSIM CIIIyeT
HE3aMeJIUTENIbHO 00PaTUTHCS B OOJBHHMILY JUIsl 00CICIOBAHMS.

Bpauam ckopoii momoIy Heo0X0IUMO epeaTh BRIMUCKY C 3aKII0YCHUEM U PEKOMEHIAIUSIMHU
Bpada 1o TepaIuy B IEPUO METa00TMYECKOTO KpH3a.

Popurensim Hy:XHO B35Th ¢ c000#1 B OOTBHUITY BCIO HHPOPMAIIHIO 00 NCTIOIB30BaHHBIX
pacTBOpax M XKelnaTeIbHO CaMU PaCTBOPBI.

Kakoii Hy:KHO IPOBOAUTH MOHUTOPHHT /IJIA MALMEHTOB C 00/1€3HBIO C 3al1aX0M KJIEHOBOTI'0
CHpoONa MOYM»?

Heo6xonum MynbTHANCUMIUTMHAPHBIHN [T0IX0/ K HAOIIOJEHUIO U JICUCHHIO AlEHTOB C
00JIE3HBIO C 3a1axoM KJICHOBOI'O CHPOIIa MOYM» CIIEUATUCTaMH pa3HbIX IpoQuiIe ¢ Lenbio
obecrieyeHns1 KOMIUIEKCHON TepaIiuy ¥ CBOEBPEMEHHOM €€ KOPPEKIMU PH He0O0X0IuMocTH. J{is
MAIMEHTOB ¢ OO0JIE3HB C 3aaxoM KJICHOBOTO CHPOIIa MOYM» HEOOXOAMMBI PEryJIsIpHbIE 00CIeJ0BaHMS.

Kak naumenTsl mosy4aror jJeyenue B Poccuniickoii @enepanuu?

«boJe3Hb ¢ 3a1axoM KJICHOBOTO CHPOIIa MOYM» OTHOCUTCS K YHCITY PEKHX HACIEICTBEHHBIX
Oone3Hei 0OMeHa BelIeCcTB M BXOJUT B TIepeveHb peakux (ophaHHbIx) 3a0oneBanuii. [locne
YCTaHOBJICHUS TIMarHo3a He0OX0JUMO BKJIFOUCHHUE MAIIEHTa B PETHOHAIIBHBIN CETMEHT PEerucTpa 1o
KU3HEYTPOKAIOLIMM PeAKUM (OpdaHHBIM) 32001€BaHUSIM, C LEJIbIO AaIbHEHIIEro odecneueHns
HEOOXOIUMBIM JieyeOHBIM MMUTAHUEM H JIEKaPCTBEHHBIMH IpenapaTaMu.

Kak moryr nomorarts poaHbie u 0s1u3kue?

He 3a0bIBaiiTe — OT CEMBH TAKXKE 3aBUCUT ycex JICUCHUH. HYDKHO CO6J'IIO,I[aTI> PCKOMCHAAINHU, HU
IIPpU KaKUX YCJIOBUAX HE NOIMYCKATh «CPBIBOB» B AUETOTEPAIIUH, CICAYET YACIIATH BHUMAHUC
pea6I/IJ'II/ITaLII/II/I 1 IJIAaHOBBIM 06CJ'I€)_'[OBaHI/I}IM. Bce uineHsl ceMbu JOJIDKHBI 3HATh, 4TO pC6GHOK HYXJAaCTCA
B 0COOOM ITUTAHHUH U OJIU3KHE POACTBCHHUKHU JOJDKHBI OCBOUTH HABBIKU PACUCTa JUCTHI.

PonuTenu nanuenTa ¢ «00JIe3HBIO C 3a11aXOM KJICHOBOT'O CHPOIa MOYM», a B JANbHEHIIEM U caM
MAIMEeHT JOJDKHBI OBITh 00y4YeHBI TPaBUjIaM OpTaHU3aMH TEPANTUU B MEKITPUCTYITHBIA TEPHOA U B
HEepUOJ] YTPO3bl METa00IMUECKOTO KpHU3a.

VY pebenka npu cebe Bceraa Jo/bKHA HaXOAUTHCS IaMATKa ¢ YKa3aHHEM HEOTI0MXKHBIX
MEPOMPUATUH B IIEPUO]] HAUMHAFOIIECTOCS METa00INYECKOTO KpH3a.



[Iporuo3 3aBucHUT OT (hopMbl 3200IeBaHUS U Tepanuu. [I[py CBOeBPEMEHHOM Havalle JICUeHUs
MPOTHO3, KaK MPaBHIIO, OJIAaronpuATHBRINA. J{neTy 601pHOMY HEOOXOAMMO COOIIOIaTh B TEUCHUH BCEH
JKU3HHU.

Pernonansuelii Mmenuko-renernyeckuii nentp 'AY3 HOAKb
Anpec: . YUensbunck, yi. bimoxepa 42a, 1 xopmyc
Tenedon: +7 (351) 232 79 94

Dnexrponnas moura: Mgk@odkb74.ru



