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B uHCTpyKIIMM TIpeacTaBiI€H METOJ KIMHUKO-TEHETUYECKON JAUArHOCTUKHU
JO®A-He3aBUCUMON TUCTOHMM W IOBEHWIBHOTO MApPKUHCOHU3MA C IEJbIO
nuddepeHuanbHOW  AUArHOCTUKW, BBISIBJICHUS MyTaluid Yy MaIllUEHTOB W
KIIMHUYECKU 3JI0POBBIX JIMI[ W3 TPYINIBl PUCKA, CBOEBPEMEHHOIO JICYEHUS H
MEJIMKO-T€HETUYECKOT0 KOHCYJIbTUPOBaHMA. MHCTpyKIMa mpeaHa3HadyeHa s
HEBPOJIOTOB aMOyJIaTOPHO-TIOJIMKIMHIUYECKOTO 3BEHA, CTAallMOHAPHBIX CIYXKO U
MEJIMKO-T€HETUYECKUX LIEHTPOB.

INEPEYEHb HEOBXOAUMOI'O ObOPYJAOBAHUSA, PEAKTUBOB,
IMPENAPATOB, U3JIEJINII MEJUIIMHCKON TEXHUKHU

1. [TnactukoBbie mpobupku 9 mn ¢ EDTA wmm FTA-kapter (mpu wux
OTCYTCTBHM BO3MOXHO HCIOJB30BaHUE CTEKJISIHHBIX MPOOUPOK, COJEpKaIINX
100 mxn 0,2M Na,EDTA wnu 300 mxn 3% mutpara Na. Mcnons30BaHue renapuHa
3anpeieHo!)

2. Mopo3wuiibHBIE YCTAaHOBKM C TeMIlepaTypHblM pexumoM -20°C  ms
XpaHeHHs 00pa3LOB KPOBHU.

INOKA3AHUS K IPUMEHEHUIO

[IpeasioxkeHHBI METOJ| TMOKa3aH NalUMeHTaM C pa3IuyHbIMH (GOopMaMU
MBIIIEYHBIX JUCTOHUM W IOBEHWJIbHBIM NapKUHCOHU3MOM, a Takke O0JIe3HBIO
[TapkuHCOHA ¢ paHHUM HayajaoM 3a0oJieBaHus 110 45 Jer.

MPOTUBOIIOKA3AHUS 1JIsA IPUMEHEHUWSA
OTCyTCTBYIOT.



Kaunnuko-reHernueckoe oocjie1oBanue 00JbHBIX
MBIIICYHLIMH JUCTOHUSAMHY U 4JICHOB UX CeMei.
7KaJj10061 00JILHOI0

HAa JIOKAJIM30BaHHBIC JTUOO PacIpOCTPaHEHHBIC HEITPOU3BOIHHBIE CTEPEOTUITHO
MOBTOPSIOIINECS ABUKEHHUSI, BBI3BIBAIOIINE U3MEHEHHUE MOJ0KEHUS OTACIbHBIX
yacTeil Tena, GopMHpPOBAHUE MATOJIOTUYECKUX 1103

v

AHaMHe3

BO3/ICHCTBHE SK30TEHHBIX BHEIIHUX (PAKTOPOB (TOKCHYECKHX, JICKAPCTBEHHBIX );
nepuHaTaIbHbBIC IIepeOpatbHbIe MOBPEKIACHHUS; 1IEpeOpPOBACKYIISIPHAS TATOJIOTHS;
nepeOpanbHbie MHPEKITNN; YEPETHO-MO3T0Basi TpaBMa; OITyXOJIH,
napaHeoIIaCTHIECKHE CUHAPOMBI;, CTpyKTypHbIe anomanuu [THC u ap.

He oTaromen

v
HacaencrBeHHbIN aHAMHE3 —,
v
HE OTSTOIICH JINOO OTATOIIEH: 10 (POKATHHBIM HE OTATOLICH
dbopmaM TUCTOHUU, CTATOKMHETUYECKOMY TPEMOPY 1160
PYK, 3aUKaHUIO BCJIEJACTBUE JUCTOHUU OPaIbHOU OTATOLLICH
MYCKYJIaTypbl, IOCTYPAIbHOMY TPEMOPY PYK, 10 APYTUM
MapKUHCOHU3MY, aTeTOUTHOMY IIepeOpaibHOMY HACJICICTBEHHBIM
Mapajinyy, ClIaCTUYECKOM Maparieruu, 3a00JIeBaHHUAM
HETOCTOSIHHOM KBUHOBAPYCHOM 1M03€ CTOM MPHU
X0ab0€e

v v

Onpe)le.ueHne nmaToJOrut4eCKux IlBI/I)KeHI/Iﬁ KaK TMCTOHHYCCKHX

MOJIOKUTEIIbHBIA ~ KOPPUTUPYIOIIUA  KECT;  JUCTOHUYECKUH  TpeMop
XapakTepuzyeTcs mpeolsagaHueM IBIKCHHUS ONPEICICHHOTO HampaBiICHUs,
CMEHsomerocss 0ojee MEIICHHBIM IBWKCHHEM B OOpPaTHOM HaIpaBJICHUH,
yBEJIMYEHHE (MOSBJICHUE) HACUILCTBEHHBIX JIBUKCHHUH B TMOJIOKEHUU CTOS, BO
BpeMsl XOJbObI, YMOIIMOHAIBHBIX HArpy30K, MUChMa (U1l TUCYETO CIia3Ma),
yMeHblIeHUE (MCUE3HOBEHNE) HACUIILCTBEHHBIX JBM>KEHHI MPH pacciaadlieHuH,
B TIOJIOKEHUU JIeKa, BO CHE, MPU MaPAJOKCATBHBIX KWHE3USIX (HEOOBIYHBIX
JEUCTBUSX, 1M03aX: XOAp0€ CIMHOW BIiepel]l, BO BpeMs TaHIIeB, Oere, U T. 1.),
BO3MOXXHBI ~ MHBEpCHM  (CMEHa  JIOKalu3aluu  Ju0O  HalpaBlICHUS
JIUCTOHUYECKOI'O TUIIEPKUHE3a) U PEMUCCHH B TEUEHHE 3a00JIEBAaHUS




HeBposornyeckuii craryc

' '
M3MeHeHns He BBIABICHBI — U3MEHEHMS BLISBIICHEL
JIMCTOHMUS SBJISICTCS
€IMHCTBEHHBIM ITaTOJOTHYCCKUM v
CHMIITOMOM OO6caenoBaHus (10 MOKA3aHUAM):

MPT (KT) ronoBHOro Mo3ra, MeiHHOro OT/ea MO3BOHOYHUKA; aHTHoTpadus,
peHTreHorpadus meHoro otaena nmo3ponoynuka; 230, DHMI', Y31
OpaxuonedanbHbIX COCYJ0B, OPraHOB OPIOLIHOM MOJIOCTH U JIP.;
KOHCYJIbTAIMH: 0(PTaIbMOJIOTa, OTOHEBPOJIOTA, HEHPOXUPYpra, ICUXuaTpa,
IICUXO0JIOra, PEBMATOJIOra, OpPTONEAa, SHAOKPUHOJIOTA U Jp.;
uccinenoBanus: LICXK, kpoBu Ha conepkaHue 1epyIoIia3MUHa, MEJIU,
KaJIbITUS, MarHus, KUCJIOTHO-IIEIOYHOTO COCTOSIHUS U JIP., MOYH Ha
COJIep>)KaHUE MEIH U .

JleBogoma-TecT

v

Hanuuyue u3mMeHeHUd, HEOOXOAMMO UCKJIIYHUTD:

sHIIeQaUT, YEPEITHO-MO3roBasi TpaBMa, cAaBiieHue kopemka XI uepemHoro
HEpPBAa COCYJIUCTOM WM KpaHUOBEPTEOPAIbHOW aHOMaIued, aTJaHTo-
AKCHQJIbHBIM  TOJBBIBUXOM, OIIyXOJbIO WJIM  CIAWKON; BpOXKIACHHAs
KOHTpakTypa kuBaTeiabHOW Mbiiel, LI, BepTeOporeHHas nepBUKaITUs;
TOKCHUYECKHUE W JIEKAPCTBEHHBIE MOPAKEHUS MO3Ta (Mpemnaparsl JIEBOJOINA,
HEHUPOJENTUKN); TOHUYECKUE SIUMPHUNAAKU, PACCESHHBIA CKIIEpPO3; IPYyrue
HACJIeICTBEHHbIE 3a00JieBaHMA M  HapylieHuss Merabonu3ma (Xopes
['entuarroHa, 6one3nr Buibcona—KoHoBanoBa u 1p.); BecTUOyIOmaTHs,
nape3 OJIOKOBOTO HEpBa INpU BO3ACUCTBUM OOBEMHOIO Ipolecca 3aaHeil
YEpEenHOM  SMKHM; CHHAPOM pPUTMIHOTO 4YE€JIOBEKa, HEUPOMHOTOHUS;

OHAOKPHUHOIIATHUH, KOHBCPCHOHHOC paCCTpOﬁCTBO, BOCITAJINTCIIBHBIC
MHOIIATHH, KaprorneaaJbHbIC CIIa3MBbI BCICACTBUEC TCTaHUU (HpI/I
THUITOKAJIbITMCMHU, T'MIIOMaroHucMuu, AbIXaTCIIbHOM aJ'IKaJ'IO3e);

OpTOIIEIUYECKHE, PEeBMATOJIOTHYECKUE 3a00IeBaHMs C TOPAXKEHUEM KOCTEH,
CBA30K, CYCTaBOB, IMpuUBOAAIIME K  (OPMHPOBAHUIO  KOHTPAKTYP,
NATOJIOTMYECKUX T103 U JIP.

HM3MeHeHus HE BBISIBIICHBI —
AUCTOHUA ABJIACTCA CIMHCTBCHHBIM ITATOJIOTHYCCKHUM CUMIITOMOM

v

v

JleBogoma-TecT MOJI0KUTEILHBIN

v

JleBojioma-TeCcT OTPUIIATEIbHBIN




JTOD®A-He3aBUCHMAA TUCTOHUSA JTODA- FOBenmnbHbBII
(DYT-1) (runepkunerudeckas popma): 3aBHCUMAs IIapKUHCOHU3M
TOPCUOHHAsSI TUCTOHUS C PAHHUM HA4yaJioM; JTUCTOHUS (penotun
B OOJIBIIMHCTBE CIIy4aeB 3a00IeBaHNe IE€HEPAIN30BAHHOU
HAYMHAETCS C MOPAKEHUS] KOHEYHOCTH JTMCTOHUU )
C HOCIEAYIOIIHUM MPOTPECCUPOBAHUEM

B FeHepaIn30BaHHY10 (popMy, pexe
coxpaHnseTcs (pokanbHas (CerMeHTapHasl,
MyJIbTU(OKAIbHAS) JUCTOHUS

v

Bo03MO:KHBI «cTEpTHIE» JIHO0 AaTUNMYHbIE MPOSBJICHUS 3200/ IeBaHUA
Y POACTBEHHUKOB 00JIbHBIX B (popme:

v
(dhokanbHBIX (TUCYMI cTIa3M), (dhoKaIbHOU TUCTOHUU
MYJIBTH(POKATHHBIX CHACTUYECKOM Naparieruu
Y CETMEHTAPHBIX JUCTOHHIM MapKUHCOHU3MA
JIETKOT0 CTATOKMHETHYECKOTO aTEeTOUHOTO LepeOpabHOro Mapainya
Tpemopa pyk U30JIMPOBAHHOIO MTOCTYPaIbHOTO TPEMOPA PYK
3aMKaHUs BCIEACTBUE HENOCTOSIHHOM SKBUHOBAPYCHOM MO3bI CTOM
JUCTOHUH OpaJIbHOU pH X0ab0e
MYCKYJIaTyphbl

I'eneTn4ueckoe TectupoBanue Ha Haan4une DYT-1 pekomengoBano:

- MALIMEHTaM C T'e€HEPATM30BAHHOW JMOO (HOKaTbHON NUCTOHMEH KOHEYHOCTEU
(BeposiTHOCTH HanboJiee BbICOKA MPU 1€0I0TE Ha MIEPBOM JIECATUIIETUH KU3HH);
- maIMeHTaMm ¢ Jiro0oi popMoii TMCTOHUM U J1e0r0Te 3a00eBaHus 10 26 JieT;

- alMeHTaM ¢ J000i (OopMONM AMCTOHMM U OTSITOIIEHHBIM aHAMHE30M IIO
T00BIM (popMaM TUCTOHUN M ATUIIMYHBIM MPOSIBICHUSAM 3a00JieBaHus B (hopme
M30JIMPOBAHHOIO CTATOKMHETHUYECKOTO TPEMOpa PYK, 3aWKaHUS BCIIEICTBUE
JUCTOHUH OPAJIBHOM MYCKYJIATypBL;

- MallMeHTaM C AaTUIWYHBIMUA MPOSBICHUSMHU 3a00JIeBaHUSI TPH HATUYUU
pPOJACTBEHHHKAa C reHetnuecku BepuduupoBanHod JODA-He3aBUCHMOI
dopmoii quctonnu (DYT-1);

- KJIMHUYECKH 3J0POBBIM MalMEHTaM (rpynna pucka) B OTATOLIEHHBIX CEMbAX
NPy HAJIWYUU POJCTBEHHUKOB C reHeTudyecku BepupuumpoBanHor J[ODA-
He3aBucuMoil popmoit auctonnu (DY T-1)




Kannuko-reHernueckoe oocjieoBanue 00JbHBIX
IOBEeHUWJILHBbIM MAPKUHCOHU3MOM H YJIEHOB UX cemMeil

Kaunudyeckue 0COOEHHOCTH

B ne0Orote 3a001eBanus

\

B Tteuenue 3a001eBaHus

v

Hayajo 0oJie3HU Ha 2—4-M
JECATHIIETUH JKU3HH,
pexe — Oosiee paHHUI
BO3pACT; JBYXCTOPOHHEE
MIPOSIBJICHHE CHMIITOMOB,
4acToe CoOYeTaHue
AKWHETUKO-PUTHIHOTO U
JUCTOHUYECKOTO CHHIPOMOB

\

4acTO MOCTYpPaIbHO-KUHETUYECKUU TPEMOP
BMECTO TPEMOpPaA IOKOS;
4acTOE ONPEIEICHNE MUPAMUIHBIX 3HAKOB;
OTCYTCTBHE KOTHUTUBHBIX U BEI€TaTUBHBIX
HapyILICHNH;
cyTo4Has (hIIOKTyalusi CAMITOMOB; ITUTEIbHO
BBICOKAsl YyBCTBUTEIBHOCTD K HU3KUM HJIH
CPEIHHUM [103aM JIEBOJOIIBI; YaCTOE U PaHHEE
pa3BUTHE TUCKUHE3UI; MEIJICHHOE
IIPOrPECCUPOBAHUE

v

Bo3M0:KHbI aTUITHYHbIE NMPU3HAKN 3a00J1eBaHus

OCTpO€ Hayajo, 10T C JUCTOHUYECKOTO CUHIPOMA, HAJTUYHUE CTaIuU
reMUnapKuHCOHU3Ma, (heHOoTun reuepann3oBanHol JJODA-uyBCTBUTENEHON
JUCTOHUU uin O6one3Hu [lapkuHCOHA B pa3BEpHYTYIO CTaANIO, BHIPAKEHHBIE

BEIr€TaTUBHBIC IIPOSIBIICHUS, [TI03/IHEE HAYAJIO, HEYKIIOHHOE IIPOTrPECCUPOBAHUE
C TSDKEJIOW MHBaJIUAU3alei

l

HacaeacTBeHHBI aHaAMHe3

HE OTSATOIIEH JIUOO OTSTOIIEH M0 FOBEHUJILHOMY MapKUHCOHU3MY,
JNODA-uyBCcTBUTEIBHON AUCTOHUH, OoJie3HU [lapkuHCcoHa

HeBpoJjiornyeckuii craryc

COYETAHUE AKMHETUKO-PUTHUIHOTO U JUCTOHUYECKOTO CUHIPOMOB,
MOCTYPAJIbHO-KMHETUYECKUH TPEMOP PYK JIMOO TpeMopa MOKOsI, BO3MOKHO
HaJM4yue NUPAMHAIHBIX 3HAKOB WJIM MTOBBIIEHUS CYXO0KWIBHO-TIEPHOCTAIIBHBIX
pedIeKcoB, COXpaHHOCTh KOTHUTUBHBIX (DYHKLUIA, YACTOE U PAaHHEE Pa3BUTHE
JUCKUHE3UH, IOCTYpaJIbHAsI HEYCTOMYUBOCTSD, IIPOIYJILCUN




JAuddepeHunanbHbIil AUATHO3

BTOPUYHBIN NAPKUHCOHU3M (COCYAMCTBIN, IEKaPCTBEHHbIN, TOKCUUYECKUN U JIp.),
JiereHepaTUBHBIC 3a00J1eBaHus: 001e3Hp Bunbcona—KoHoBasioBa, 00J1€3Hb
['eHTHHI TOHA 1O IOBEHUJILHOMY BapUaHTY, CIIMHOLIEPEOCIIIIPHBIC JIeTeHEepalliH,
MYJIBTHCUCTEMHBIC aTpO(HH, MPOTPECCUPYIONINIA HATBAAECPHBIN TTapaIny,
6omne3nn CeraBsl U JIp.

l

OTcyTcTBHE M3MEHEHUH

JInaruo3: BeHWIbHbIN NAPKUHCOHU3M

v

MOJIeKy.]IHpHO-FeHeTI/I‘IECKOe HCCJICA0OBAHUEC PEKOMECHIAOBAHO:

- MAI[MEHTaM C KJIMHUYECKOU KaPTUHOM IOBEHUIIBHOIO IIAPKUHCOHU3MA,

- MaIMeHTaM ¢ KJIMHUYECKOW KapTUHOM O0oJie3Hu [lapkuHCOHA U OTATOIICHHBIM
CEMEWHBIM aHAMHE30M IO JJAHHOMY 3a00JIEBaHUIO, IIPU PaHHEM J1e0I0TE B
BO3pacte 1o 45 Jner;

- MALIMEHTaM C KJIMHMYECKOW KapTUHOM 00se3Hu [lapkrMHCOHA ITPU OTATOILIEHHOM
CEMEWHOM aHaMHE3€ N0 FOBEHWIBHOMY NapKUHCOHU3MY WU aTUITAYHBIM
nposBieHusM B popme JJODA-4yBCTBUTENBHOM TUCTOHUY;

- MalMeHTaMm ¢ reuepannzoBaHHoi popmoit JJODA-uyBCTBUTENBHON TUCTOHUY;

- maruenTaMm c Jro6oi popmoit [JODA-uyBCTBUTEILHON TUCTOHUM TIPU HATUIUHU
POACTBEHHHKA c TE€HETUYECKH BepU(ULIUPOBAHHBIM FOBEHWJIbHBIM
NapKUHCOHU3MOM;

- KIMHUYECKU 3J0pOBBIM MAalMEHTaM U3 TPYNIbl pPUCKA [PU HAIMYUHU
POACTBEHHHKA c TE€HETUYECKH BEPUPHUIPOBAHHBIM FOBCHUIbHBIM
IIapKMHCOHU3MOM

I[I/IaFHO?» «OAUCTOHUA» U «HOBEHUJILHBIN IMAapKUHCOHU3M)» HC MOXCET OBITH
YCTAaHOBJICH KIIMHUYCCKH 3A0pPOBbBIM Junam n3 I'pYIIIIbI pHUCKa Ipu
IMMOJOKUTCIIBHOM PE3YJIbTATC TCHCTUYCCKOTI'O TCCTUPOBAHUA.

IIpaBuiia 3a0opa ¥ TPAaHCHOPTHPOBKHM 00pa3smoB KpPOBU s
HCCJIe0BAHUS

1. I[epen uccnenqoBanueM HEOOXOAMMO MOJIYYUTH COTJIACHE MAIIMECHTA.

2. [lonmucaTth NpoOUpKy, yYKa3aB (haMUIINIO, UMs, OTYECTBO, TOJ POXKICHUS
NAlMEHTA, 1aTy B3SITUS KPOBH.

3. 3a60p nepudepuueckoid BEHO3HOW KPOBH (5—8 MJI) OCYIIECTBISICTCS B
mwiactTukoBele npodupkun 9 min ¢ EDTA. IlpoOupky IUIOTHO 3akpeiTh U




IIEPEBEPHYTH 5—8 pas.

4. OOpa3upl HeoOxoaumo xpaHuTh npu +4 °C He Oonee 4-x cyT; Hpu
XpaHEHUH JOJbIIe 4-X CYT UX CIEIYyEeT MOMECTUTh B MOPO3UJIbHYIO YCTAHOBKY C
temneparypoi -20 °C;

5. 3a6op kpoBu Ha FTA-kaptel. Kapty HeoOxoqumo noanucars. Heckonbko
Karnenb KanmWUIIPHOM KPOBM HAHECTHM Ha OJIaHK B CIELUAIBLHO Hane4YaTaHHBIN
kpyr. OOpasell He HarpeBaTh, HE PaCTUPATh U HE pa3Ma3biBaTh. CyHIUTh B TEUECHUE
1 4, 3aTeM NOMECTUTH B KOHBEPT U XPAHUTh IPU KOMHATHOM TEMIIEpATypE.

6. TpancmopTUpoBKa O0OpPa3OB KPOBU TNPOBOJAUTCS B H30JIUPOBAHHOM
koHTeiHepe win FTA-kaprax B TeueHue 4-x CyT.

7. JHK-tectupoBanue Ha HAIMYME MyTallMi y MNAUUEHTOB C MBILICYHBIMHU
JUCTOHMSIMU Y IOBEHWIBHBIM MMaPKHUHCOHU3MOM OCYILECTBIISIETCSI B TEHETHYECKUX
1ab0paTopusIX.

IHopsiiok HampaBJieHUsI MNALMEHTOB /I KJIMHUKO-TeHeTHYEeCKOIo
o0cJienoBaHus

[TarmeHTsl ¢ MBIIEYHBIMU JUCTOHHUSIMHA U FOBEHUJIbHBIM MAaPKUHCOHU3MOM,
B T.4Y. NApKUHCOHM3MOM C pPAHHUM HAuYaJlOM W HAJIWYMEM T[OKa3aHUW s
TEHETUYECKOr0 TeCTUpoBaHusA, HampaBisitorcs B 'Y «PHIIL HeBpomoruu u
HEHPOXUPYPrUM» JJis1 HEOOXOIMMOI0 00CIeI0BaHUsI, OpraHU3alMKU MOJIEKYJISIPHO-
T€HETHYECKUX UCCICAOBAHUN U MEAUKO-TEHETUYECKOTIO KOHCYJIbTUPOBAHHS.



