3anauu HacnencrBeHHble HapylIeHUs 0OMEHa BEIIECTB

1. Bawm mocrtynui 3BOHOK U3 J1a00OpaTOpUU HEOHATAILHOTO CKPUHMIAa HOBOPOXAEHHBIX, IO
MOBOJY A€BOYKH A., 12 nHell, B CBSI3U ¢ OOHApY)KEHHEM MOBBIIIEHHOTO COJEPKAHHS
(eHnnanaHHa B MATHE KPOBU. BBI CBA3aMMCh ¢ pOIUTESIMH JA€BOYKH U MPUTIIACHIIN UX
Ha MOBTOPHBIM aHaAJIW3 KPOBU, U KOHCyJAbTauuio. Poaurenu npuexanu yepes 1 Henemro
nociie Bamrero 3BoHka, peO&HKY — 19 nmHel, xanmoObl — OOMIBHOE CPHITHBAHKE, HHOTIA
PaBHOLIEHHOE PBOTE, HEMPHUATHBIA CTICHU(PHUECKH 3amax oT mammepcoB. [Ipu ocmoTpe —
OJIEAHOCTh KOJKHBIX IIOKPOBOB, CBETJIbIE PAAYKKH M BOJIOCHI, TMIEPTOHYC MBIIIIL,
crerpuIeckuii (MBIITUHBIN) 3amax.
W3 anamHe3a TakKe H3BECTHO, Y pOJuUTENell Opak IEpBblil, HEPOJCTBEHHBINH, €CTh
CTapIIMi 3I0POBBIM CHIH 5 I5eT, neBouka oT Il OGepeMeHHOCTH, TpoTeKaBmIeH Oe3
narosoruy, II cpouHsIX poioB.

Bonpocsr:

1. YcraHoBuTe NpeIBapUTENbHBIN TUarHo3, 000CHYHTE €ro.

2. Kakwme wMeronwsl oO0cienoBaHHsI HMCHOJB3YIOTCS JUIsl TOATBEpXKIeHUs nuarHo3a? Kakoi
HauOoJiee 1enecooOpasen?

3. TlopekoMeHIyiiTe METO bl pEAOMITUTAIIHH.

2. B Memuko-TeHeTHYEeCKYyI0 KOHCYJIbTAIlMIO oOpaTwics MyxkuuHa, 41 rtoxm, mocie
oOcrenoBanusi y He(pojora W HEBPOMATOJOTa C IETbI0 BEpU(PHUKAIMH UAarHO3a,
YTOYHEHHS BO3MOKHOCTH JICUEHHUS W TIpOTHO3a s aereid. [Ipumepno ¢ 32-x et y Hero
BHE3AITHO TOSIBUJIUCH CITA00CTh B JIEBBIX KOHEUHOCTSIX W JAWIUIONHUS (IBOCHHE B TJia3ax),
MpU 3TOM Yy HEro ObUT JAWAarHOCTUPOBAH MUKPOMHCYILT. Kpome Toro, y Hero Ttaxxke
OTMEUAIM YMEPEHHYIO MpoTeuHypHio. Ha mpoTskeHnH HECKOJBbKUX MOCIEIYIOMUX JIEeT
MAaUeHT 3aMeyvall, YTO OH HE MOTEET U YTO B KapKyIo MOT0ly CTPaaeT OT MeperpeBaHusl.
DTO 3aCTaBUJIO €T0 CHIDKATh (PM3MYECKYIO aKTUBHOCTH B JKapKue JHU. B oceHHe-3uMHMIA
nepuoj OSCHOKOST MOKAIBIBAIOIINE OOJM B KUCTSAX M CTOMaX, OCOOEHHO Ha MOPO3E.
Bpemsi or BpemeHHM BO3HMKaeT CUJIbHOE cepileOueHue, OJHako OOJu B TpyAd OH
HUKorjna He 3amedain. Kaxaple 6-8 Henenb y HEro BO3HUKAIOT IPUCTYNBI PBOTHI U
Iaped, KOTOpble MPOXOJAT Ha cienyromui neHb. Kpome Toro, B mocienHee BpeMs
OecrokouT 00JIb U OHEMEHHUE B AJIbLIAX HOT U PYK.

Koncynbetupyemsiili >xkeHat, y HEro JBoe Jereid: aoub, 15 ner, u cbiH, 13 mer. Y
KOHCYJIbTHPYEMOTO €CTh pojHas cectpa (38 ner) m Opar (28 mer, oT BTOporo Opaka
MaTepH), y CecTpbl — ABa cbhiHa B Bo3pacte 12 m 10 jet, Opar He >XKEHAT - CO CJIOB
KOHCYJIBTUPYEMOTO BCE 3/I0pPOBBI, HO CECTpa HWHOTAA JKAIyeTcs Ha TMOKaJIbIBaHUS,
«MYpALIKU» B KHCTSX B XOJOJHYIO MOToAy. MaTepu KOHCYIBTUPYEMOI'O MYKYUHBI 65
JIET, JKalyeTcs Ha TOJOBHbIE 00JM, MHOT/AA OECTIOKOUT apUTMUSs, HEOObIINE MPOOIEMbI
CO CIYXOM, HO CIyXOBBIM ammapatoM He moJib3yercs. Ero oten ymep ot uHdapkra
MHUOKap/a B Bo3pacTe 58 net, Opar oTia u ero IeTH (I04Yb U ChIH) 30POBBL. Y MaTepu
KOHCYJIBTUPYEMOTO MYKYHUHBI ObUT pOJHOM OpaT (yMep OT MHCYNbTa B Bo3pacTe 51 roaa)
U JIBE€ cecTphbl 0e3 0CoOBIX MpoOiieM cO 3M0pOBBEM, Yy OpaTa — ChIH, Y CECTEpP — MO JBE
J0YEpH, CO CJIOB KOHCYIBTHPYEMOTO 3/I0POBBL. Takke M3BECTHO, UTO Baiia 6adymika co
CTOPOHBI MaTepu >ajloBalach Ha OONM B CyCTaBax, JICUWIH apTPUT, HO yMmepiia OT
IOYEYHOM HENOCTAaTOYHOCTU B Bo3pacte 57 iyer. Jlemymka mo MarepuHCKOW JIMHUM U
POAMTENHN OTIA KOHCYJABTUPYEMOTO YMEPJIH PUMEPHO B 85-87 JieT.

Bomnpocsr:

1. YcraHoBuTe mIpeBapUTENbHBIN TUAarHo3, 000CHYHUTE €ro.

2. Kakue Meronpl oOCIeIOBaHHS HCIOIB3YIOTCS s TMOATBEpkIeHus auarHo3a? Kakoi

Haubonee nenecoobpasen?

3. [lopekoMeHayiTE METOIBI PEAOUITUTALINH.



3. Jleeouka 8 ner HampaBieHa MEIUATPOM HA KOHCYJBTALMIO TEHETHKA IO TOBOIY
renaTroCIVICHOMETalluM HEYTOYHEHHOro reHesa. IIpu ompoce Marepu BBIICHUIIOCH, YTO
OKOJIO 3 Mec Ha3aJ pPOJUTENM CTadd OTMEYaThb Y JEBOYKHM YBEJIWYEHHE YKUBOTA,
MOBBILIEHHYIO YTOMJISIEMOCTb.

JleBouka poauiach y 370POBBIX POJUTENCH, COCTOSIIMX B HEPOJACTBEHHOM Opake. B
CeMbE €CTh MJIAAIUN peOEHOK — 310pOBbIM Manbuuk 5 neT. [lepuon paHHero pa3BUTHS
HE OTMEUYEH KaKUMHU-TH00 0COOEHHOCTSAMH.

IIpu ocmoTpe pebeHka BBIsIBIEHA TrenarociuieHoMeranus. Ko)KHbIe TOKpPOBBI H
CIIM3UCTBIE O0OJOYKH OOBIYHOW OKpacku, B 00JacTH JKMBOTa M Oemep OTMEYaeTcs
paciivpeHHasi CoCyiucTasi ceTb. Pe3ynpTaThl OMOXMMHMUECKOTO aHaJIM3a KPOBU MOKA3aIU
noBbIIeHNe akTuBHOCTH amuHOTpancdepas: ALT - 80 Ex/n, AST - 50 En/n; noBeimenue
xonectepuHa 10 8,4 mMmonb/n (Hopma 0.98 - 5.04); muCAMNUIAEMUIO: TOBBIIICHUE
nokazareneit JITHIT no 6,31 mMonb/n (Hopma 0-2,6) u cHmxkenue nokaszateneit JITIBIT
1o 0,41 mmons/a (Hopma 1,04-1,55); noseiienue tpuraunepuaos 4,81 MMois/a (HopMa
0,21-1,97); ocranpHble OHMOXMMHYECKHE TIOKazaTenu (0Omuil OmmupyOuH, ¢Gpakuuu
OunupyOMHa, TIJIIOKO3a) B  TIpeAenax  HOpMbl.  JleBouka  KOHCYJIbTHpOBaHa
MH()EKIMOHUCTOM: HUCKIIIOYEHBbl MH(EKIMOHHbIE 3a00JIeBaHUs, B TOM 4YHCII€ BHUPYCHbBIE
renatutel A, B wu C. JlanpHeimee o0cienoBaHue BKIIOYAIO YIBTPa3ByKOBOE
UCCIIEIOBAaHUE OPraHoB OpIOIIHOM MOJIOCTH, OOHApY)KHBIIEE TIeMaTOCIIEHOMETaINIO,
O9XO - mnpusHakd Ju(d@yY3HBIX HW3MEHEHHUH MapeHXuMbl mnedeHu. [lo naHHBIM
0 TaTIbLMOJIOTMYECKOTO OCMOTPa NATOJIOTMYECKUX U3MEHEHUH HE BBISBIICHO.

B nanbheiimeM peOeHOK ObUT TOCIHUTAIU3UPOBAH B OTNEIEHHE TacCTPOIHTEPOJIOTUU
JETCKOM KIMHUYECKOW OosbHHIBL. OOciaenoBaHHE BKIIOYAIO IMPOBEAECHHUE OWUOTICHUU
NI€YEHH, KOTOpast oKa3ajla THCTOJOIMUECKOE HAIMYHE «IIEHUCTBIX» KIIETOK.

Bomnpocsi:

1. YcraHoBuTe peBapUTENBHBIA TUArHO3, 000CHYHTE €TO.

2. Kakme w™eronsl oOcnenoBaHHs HCIHOJB3YIOTCS Ui TOATBEpXKIeHUs nuarHo3a? Kakou
HauOoJtee menecoodpasen?

3. IlopekoMeHIyiiTe METO bl pEaOMITUTALINH.

4. B MeauKo-reHeTHYeCKYI0 KOHCYNIbTAllMI0 0OpaTHiach MaTh ¢ MalbyukoM (16 mnet), mo
HaIlpaBJICHUIO NeAMaTpa W Kapauoyiora C UENbK YTOYHEHMS JAMAarHo3a, IPOrHO3a
3/10pOBbsI, BEIOOpA TAKTUKU JI€UCHUSI U HAOIIOICHUS.

AnamHe3 3a00J1€BaHUs: MAIBUUK OT 1-ro Opaka, 1-oif 6epeMEeHHOCTH, POC C 3aJCPIKKOM B
MICUXOMOTOPHOM pa3BUTUHU. B paHHeM AeTcTBe HaOMIOJANICAd YYacTKOBBIM IETUATPOM:
W3MEHEHUWU CO CTOPOHBI CEpJACYHO-COCYIUCTONW CHCTEMBbl Yy MAallM€HTa HE BBISBIICHO,
MPU3HAKOB HEJIOCTATOYHOCTH KPOBOOOpaIleHus: He OBLIO.

VY nanuenTa B Bo3pacte 6 JeT ObUT BBISBIICH MOJIBBIBUX XPYCTANIMKA, B 7 JIET, MO JaHHBIM
sxoKapauorpaduu cepima, - MPOJAnC MUTPAIbHOIO KJamaHa, HSKCIEHTPUYHOE
pacmojio’)KeHHue aopTalbHOTO KiamaHa, TpaOekymna B JieBoMm kenynouke. C 8 et
NEPUONYECKH CTaIN OECIIOKOUTH HOMIIMe 00U B cepiue Mpu (pU3NYecKol Harpyske,
cepALeOMeHne, YTO TMOCIYKWJIO MOBOJAOM Jjsi OOCIEeI0BaHMs MAlMEHTa B YCIOBHSX
CTallMOHapa.

®enotun: poct 166 cMm, Bec 36 Kr, aCTEHMYECKOTO TEIOCIOKEHUS, apaXxHOJAKTUIIUA
KACTe M CTON, acUMMETpUyHass KWwieBHIHas Jedopmanus TpyJHOH KIETKH,
Ku(doTHUecKasi OCaHKa, IPaBOCTOPOHHUM TpyAHOH, JEBOCTOPOHHHH MMOSICHUYHBIHI
ckonmo3. B obnactu cepaua ormeuaercs nmynbcanus Bo [I-IV mexpebepbe (M/p) cresa.
AyckynbraTuBHO: | TOH Ha Bepxymke ociabiieH, Haj Bced o00macTbio cepaua,
MaKCHUMaJIbHO Ha BEpPXYILKE, BBICHYIIMBAETCS TpyOblid cuctonmmyeckuid mym, B I m/p -
KOPOTKHUI JUACTOJINYECKUI LTyM.



CemeiiHbIil aHAMHE3: OTATOMICH 0 CEPACYHO-COCYANCTHIM 3a00JICBAaHHSIM, AETYIIKa 110
JMHUM OTLA yMep B Bo3pacTe 28 JieT, IpUYrMHaA HE ycTaHOBJIEHA. B Bo3pacre okoiso 35
JeT yMmMep OTel, NPUYMHA CMEPTU - PACCIAaWBAaIOIIAsACAd aHEBPU3Ma aOpTHL. Y MaTepu B
HACTOSIIUNA MOMEHT BTOPOH Opak, OT KOTOPOTO €CTh 3/I0pOBast 104b (8 JIeT).

Bomnpocsr:

1. YcranoBuTe npeaBapuTeIbHbIA 1UarHo3, 000CHYHTE ero.

2. Kakume wMeronpl oO0cienoBaHMs HMCHOJB3YIOTCS [UIsl TOATBEpXKIeHus nuarHo3a? Kakoi
HauOoee menecoodpaseH?

3. IlopekoMeHIyiiTe METO bl pEaOMIUTALINH.

5. B Menuko-reHeTHyecKkyro KOHCYNIbTallMIO oOparuiach jAeBouka 5 ser. KanoOwl Ha
OTCYTCTBHE pe€4M, NpoOseMbl B OOIIEHMM MU OOY4YEHHMM, arpecCUBHOE IOBEJICHUE.
['eneanoruyeckuii aHaMHe3: 3TO BTOPOM PEOCHOK B CEMbe, CTaplias CecTpa MU pOJAUTENN
3nopoBel. Ha MoMeHT HacTymieHus OepemeHHOoCcTH Marepu Obuto 33 roma. Pompr
CpouHble, IyTeM KecapeBa ceueHus. Bec npu poxnaenun 2840 rp, anuna tena 47 cw,
OKpY)XHOCTb ToJIoBbI 33 cM. Omenka mno mkane Amnrap 6/8. B pommome ObLi
JIMarHOCTUPOBAH BPOXKJIEHHBI MOPOK Cep/la: HaJIKIalaHHBIH CTEHO3 JIETOYHOM
aprepuun. HepBHOIICHXWYECKOE Pa3BUTHE: CAMOCTOSTEILHO XOAUT C 27 MECAIEB, IEPBbIE
ClIOBa MPOM3HOCHT ¢ 42 MecsauneB. B mepBele 2 roga OTMedYanuch TPYAHOCTH IpHU
kopmiieHuu. B 4 rona Obliia onepupoBaHa o MOBOY COJIPYKECTBEHHOTO KOCOTJIa3usl.
deHoTUMYecKue OCOOEHHOCTH: HapyIIEHUsl CTPOEHHS KOCTHOTO CKejleTa B BHUJE
WCKPUBJICHUS MO3BOHOYHMKA, Je(OpMallii CYyCTaBOB, BBICTYMAIOMIMX JIOOHBIX OYyrpoB,
MUKpoIiedaus, 3anaBilias MepeHOCHIIa, BBIBEPHYThIE HO3ApPHU, OOJBIION POT, MOIHBIE
ryObl, MaJICHbKHE 3YObl, TyIIOYHAs TPhIXKa.
®dusnueckoe pazsutue: Bec 13,5 kr (menee 3 mepuentwis), poct 101 ecm (3 - 10
TIEPIIEHTHUIIB).

WHTennekT: BEIpaXKEHHOE CHIKEHHUE.
Oco0OeHHOCTH TOBENIEHUS: arpecCUBHOCTb, OTMEUAETCsl ayToarpeccusi, MpoOieMbl B
KOMMYHHKAIIUH, Pa3IpaKUTEIbHOCTD.

Bomnpocsi:

1. YcraHoBuTE peBApUTENBHBINA TUArHO3, 000CHYHTE €ro.

2. Kakme Meroapl oO0ciemoBaHMs HMCHOJB3YIOTCS JUIsl TOATBEpXKIeHUs nuarHo3a? Kakoi
HauOoJiee menecooopasen?

3. [lopekoMeHayiiTe METOIbI PEAOUIUTALINH.



