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Cnmcok cokpameHui

AJIT/ACT — ananuH-/acriapraraMuHOTpaHCchepassl

AUYTB — akTHBUPOBaHHOE YACTUYHOE TPOMOOIIJIACTHHOBOE BPEMsI

BI' — Gonesns [Nomie

I'l[b — rirokonepedposuaasa, B-D-rmoko3umaza

I'Db — remarosnnedanuyeckuit 6aprep

KT — xommbroTepHas Tomorpadus

JIBH — nu3ocomHble 601€3HU HAKOTIIICHUS

MPT — marHuTHO-pe30HaHCHasE ToMorpadus

VY31 — ynbTpa3ByKOBOE HCCIICIOBAHUE

@®3T — depMeHTHAs 3aMECTUTEIIbHAS TEPATTHS

JIIIBII — nunonpoTeunbl BBICOKOUW MIIOTHOCTH

MIIKT — muHepanbHasi IJIOTHOCTh KOCTHOM TKaHU

HIIBII - mnpenaparsl rpynn «/Ipyrue ananereruku u a"tunuperukun» u «Hecrepouansie
MPOTUBOBOCTIAIUTENLHBIE U IPOTUBOPEBMATUUYECCKUE TTPENapaThI»
OXCC — o06mas »xene30CBsI3bIBaroIIas ClIoCOOHOCTh CHIBOPOTKH KPOBHU
I[1B — npoTrpomMOHHOBOE BpeMs

TMC — TtanemMHast Macc-ClIEKTPOMETPHS

PJIC — pecnipaTopHbIii JUCTPECC-CUHIPOM

XT — xurorpuosugasza

I[THC — nenTpanpHas HEpBHas cCUCTEMA

COD HccnenoBanue CKOPOCTH OCEIaHUs SPUTPOLIUTOB

ARFI (Acoustic Radiation Force Impulse) smactorpadus — akycTudeckas HUMITYJIbCHOBOJHOBAsS
anactorpadus

GBA — reH, KOAUPYIOMIHI TITIOKOIIepedpo3uaa3y

Lyso-Gbl — rimroko3unchuHro3ns
MCH (mean corpuscular hemoglobin) - Omnpenenenrie cpemHero coaepXaHusi U CpeaHEH

KOHIIEHTPAIUK FeMOTJIOONHA B 3PUTPOIIMTAX
MCV (mean corpuscular volume) - Onpenesnenne pasMepoB SPUTPOIIUTOB, OMPEIEICHHE pa3MEpPOB
SPUTPOLIUTOB

OMA — 0KyJOMOTOpHAas anpakcus



TepMuHBI U onIpeaeJeHUs

(I)epMeHTHaH 3aMECTUTE/IbHAA Tepanusd — JICYCHHUE, 3aKII0Yar0IIeCCsa B IOKN3HCHHOM BBCACHUU

npemnapara (peKOMOMHAHTHOTO (PepMEHTA) MALUEHTaM C BPOKICHHBIM Je(PEKTOM MEeTaboImu3Ma.



1. Kparkas nndopmanus no 3a060/1eBaHUI0 WJIH COCTOSIHUIO (TpyIme

3200J1€BaHUI MJIH COCTOSIHUI)

1.1 Onpenejenune 3a00JeBaHNUsI WJIN COCTOSTHUSA (IrPYHILI 32001¢BAHNNA HJIM COCTOSTHMI)

Boje3ns I'ome — penkoe HACIEACTBEHHOE HapylleHHe oOMEHa BEUIECTB, OTHOCALIEECH K
nu30coMHbIM Oone3nsm HakorieHus (JIBH), mpu xotopom B pesynbTaTe MyTtanuu B reHe GBA,
KOJMPYIOIIEM JIM30COMHBIN (epMeHT rimokonepedpo3unasy (I'LlB), BO3HMKAaeT CHIDKEHHE €ro
AKTUBHOCTH, TIPHUBOJAIIEC K HAKOIUICHWIO TIWKOCQOUHTOIWIIHIOB B OpraHax U TKaHsiX,
MPEUMYIIIECTBEHHO B KOCTHOM  MO3T€, CElle3¢HKE W  TICUYeHH, UYTO  MPOSBISETCS
rernaToCIUICHOMETIUEH, aHeMHUeH, TPOMOOIIUTONICHHEH, TTOPAKEHHEM KOCTHOW CHUCTEMbI U B psJie

CJIY4acB HCBPOJIOTHICCKUMU HAPYIICHUSAMU.

1.2 OTHoJ0IrNS M _NATOreHe3 3a001eBAHUSA WJIH COCTOSHHSA (rpynnbl 3a00J1€BAHMNH WJIH

COCTOSIHMH)

bI' Hacnenmyercs mo ayTOCOMHO-pelleCCUBHOMY Tuiy. [IpucyrcTBHe ABYX MYTAaHTHBIX
ameneld rena GBA acconuupyeTrcss co 3HAYMTENbHBIM CHIDKeHHEM akTtuBHOCTH ['1IB, dyHKIuUs
KOTOPOW 3aKJIIOYaeTCss B  PACIICIUICHUH TJIMKOC(UHTOIUNUIOB (UM  TIIOKOIEpeOpO3HUIOB,
IJIIOKO3WILEPAMUJIOB) /10 TJIOKO3bl M Iepamuja. Hakoruenume B nu3ocomMax Makpogaros
HEYTWIN3UPOBAHHBIX JIUIHJIOB MPUBOIUT K 00pa30BaHHUIO XapaKTEPHbIX KJIETOK HAKOMJIEHUS (KIETOK
l'ome). CrnencrtBueM AaHHOrO MeTaboiMdecKoro nedexra SBISIOTCSA: XPOHUYECKash aKTUBaLUs
MakpogaraJbHOH CUCTEMBI, ayTOKPHHHASI CTUMYJISIIIAS MOHOIIMTOII093a M YBEIMYCHHE a0COTIOTHOTO
KOIMYEeCTBa Makpo(haroB, HapylleHHE peryisaTopHbIX (yHKuuii MakpodaroB [1]. Ten GBA,
KOAMPYIOUIMH TIOKoIepeOpo3na3y, pacloyiokeH B XpoMocoMHoW obnactu 1g21. B Hacrosiee
BpeMs onrcano okoj10 600 pa3nuuHbIX MyTanwmii [2, 3, 4].

W3BecTHBI equHWYHBIC citydan BI', cBsi3anHbie ¢ myTanusmu B TeHe PSAP (110 q 22.1.) Bee

3TH Clydan ObLIM OMHUCAHBI y B3POCIBIX MAIMEHTOB [4].

1.3 IDnuaeMuoJ0orug 3200JeBaHUA WJIH COCTOAHMA (rpynnbl 3200J1eBAHUNA WM

COCTOSTHU M

BI' sBnseTcs MaHATHUYCCKUM 3a00JE€BaHUEM M YacTOTa €e BCTPCHACMOCTHU BapbUPYET OT

1:40000 — 1:70000 sxuBBIX HOBOPOXKACHHBIX. BI" HacIeayeTCs M0 ayTOCOMHO-PENECCHBHOMY THITY [5,
7, 8].



Ha ocHoBanuu 49 uccnenoBanuii no oneHke snugemuonoru bI' 3a nepuon ¢ 1990 mo 2015
IT., ObUIO mony4yeHo, yto wyactora bBI' or 0,39 no 5,80 na 100 000 HOBOPOXIEHHBIX, a
pacmpoctpaneHHocTb — ot 0,70 1o 1,75 na 100 000 Hacenenus [9].

VY eBpeeB-amkeHasu dvactora bl sBisieTcss Hanbosiee Bricokor U gocturaer 1:450 — 1:2500
HOBOPOXJICHHBIX [5].

YacToTa reTepo3UroTHOr0 HOCHUTENbCTBA MyTanuil coctaBisger 1:640 — 1:3969 B pasnbix
ATHUYECKUX TpYIIax, y eBpeeB-amkenasu - 1:10 — 1:18 [10, 11, 12, 13]. B psaae crpan ormeuaercs
MpeBaIUPOBaHUE OMpeAeieHHbIX GopMm 3adoneBanus: B EBpome, Kanage, CIIIA u ABcrpanuu
HauboJee pacupocTpaneHHoi sBisiercs bl 1 Tuna, B To Bpems kak B Erunte (manecTuHckue apadsi),
Snonnn, Cesepnoii IIBenmu (pernon HoppOGorren) u Ilonpmie, oTMedaeTcst BBICOKas 4YacToTa
XpOHUYECKO HelpoHonaTtuiecko opmel bI' ¢ wacroroii B cpemrem 1:50 000 [6, 8, 9, 14].

[To maHHBIM meAMATpUYECKOro peructpa 6one3nu ome y nereit B PO pacnpocTpaneHHOCTH

3aboseBanus cocrasiseT 0,32 ma 100 000 gerckoro Hacenenus [15].

1.4 Oco0eHHOCTH KOAMPOBAHHS 3a00JIeBAHHUS MJIM _COCTOSIHMS (IPVIIbLI_3a00J1eBAHUIA WU

cocTosinnii) 1o MekIYHAPOJHOH CTAaTHCTHYeCKOH kJjaccupukannu 0oje3Heil M mnpodJiem,

CBSI3AHHBIX CO 310POBbHEM

E75.2 — Jlpyrue cuHrOIMIHI03BI

1.5 Kaaccuduranus 3a001eBaHNA WJIH COCTOAHUSA (IPynnbl 3200J€BAHUNA UJIM COCTOSTHHI).

bonesnp ['ome — XxpoHHueckoe mporpeccupyromiee 3a00jeBaHNe C BapbUPYIOLIUM CPOKOM
MaHu(peCTallMl ¥ TE€TEPOreHHOCThI0 KIMHUYECKUX TMPOSIBICHUH OT OECCHUMITOMHBIX /10
NepUHATAIBHO-TIETANBHBIX (hopm [3, 18, 19].
B 3aBUCHMMOCTH OT KIIMHMYECKOTO T€UEHHsI BBIICIAIOT 3 TUna Oone3nu [ ome:
e | TN — HeHeNHpOHONATUYECKUH (CaMblif YacTbIN);
e 2 Tun — MH(AHTUIBHBIN UM OCTPBIN HEHPOHOIIATUYECKHIL;
e 3 TUN — MOJOCTPHIN UM XPOHUYECKUN HEMPOHOIIATHUECKHH.
IIpu 2 u 3 Tunax bI' B maTonornyeckuii mpouecc BOBJIEKAETCS HEPBHASI CUCTEMA, ITOATOMY HUX

Ha3bIBAIOT HelipoHonatnyeckumu [3, 16, 17, 18, 19].

1.6 Kiampudeckass KAapTHHA 3200J€BAaHUA HWJIH CcOCTOSAHUA (rpvnnbl 3a00J€BAHUH MM

COCTOSIHUM

Knuanueckue nposiBinenus bI' 1 Tuna pazHooOpas3Hbl, a BO3pacT MaHU(pECTalluU BapbUpYeT.



BI' 1 Tuna (HeHeiipoHomaTuyeckuidi TuUm) — Hambosee pacnpocTpaHeHHas (opma
3a00JIeBaHUsA, XAPAKTEPUIYIOIIASCS CHIIBHO BaphbUPYIOIIUM CPOKOM MaHU(ECTaluu B JIIOOOM
BO3pacTe, pa3Iu4yHOM CKOPOCTBIO HPOTPECCUPOBAHMS, HEOJHOPOJHON CTENEHbIO BOBJICUEHUS
OpPraHOB U BBIPAXEHHOCTHIO KIIMHUYECKUX IMPOSBICHUN OT MPAKTUYECKH OECCUMITOMHBIX (OpM 110
MPU3HAKOB TSDKEJIOTO TOPaKEHUS BHYTPEHHUX OPraHoB (TeNaTOCIUIEHOMETANNs), CHCTEMBbI
KPOBETBOPEHUsI (LIMTOIEHHUS) U OMOPHO-ABUTATENILHOIO amnmapara (XpOHHUYECKHE KOCTHbIE 00,
KOCTHBIE KpHU3bl, OCTEOHEKPO3bl, OCTEONEHHs, OCTEONOpPO3, IATOJOTHUECKUE TIepeNioMbl) 0Oe3
BBISIBIICHHS CIIEIU(PHUECKUX HEBPOJIOTHYECKHX cuMiToMoB [16, 18, 19].

BI' 1 Tuna B mpouIIOM TPaKTOBANIACh UCKIFOUUTEIBHO KAK B3POCIbIM KIMHUYECKUA BapHaHT.
OpnHako y OONBIIMHCTBA MAIIMEHTOB MPOSBICHUS 3a00J€BaHUS UMEIOTCS YK€ Ha TMEPBOM U BTOPOM
JECATUIICTUH KU3HHU. PaHHMI 00T KOppenupyeT ¢ Oosiee TSHKEIbIM TEYCHHEM H BBICOKUM PHCKOM
pasBUTHS OCIIOKHEHHMIA 0e3 mpoBeacHus cuenuduyeckoro neuenus [8, 20].

BbI' 1 Tuna otnuyaercs oT HeHpOHOMATHYECKUX (DOPM OTCYTCTBHEM PAHHErO CIElU(UYECKOTO
nopaxxenus LITHC. HeBponoruyeckue nposiBieHus B BUe nepudeprudeckoid HeMponaTiHu U CHHIpOMa
MIApKUHCOHM3MA HaONIOal0TCAd y MAlUEeHTOB cTapuieil Bo3pacTHoW rpymmbl ¢ Bl 1 tuma u
3HAYMTEIBHO CHUYKAIOT UX Ka4eCTBO Ku3HH [21, 22].

[IporHo3 3a0oneBaHusi ONArONMPUATHBIA MPU JIETKOM TEYEHHMM M CBOEBPEMEHHOM Hauaje
[aTOreHeTHYecKor Tepanuu. [Ipy HEOOpaTUMBIX KOCTHBIX MOPAXKEHMSIX IMMOKA3aHO XUPYPrHUECKOe
OpTOIIEINYECKOE JICUEHHUE, T03BOJISIOIIEE COLIMATU3UPOBATh MallUEHTOB.

BI' 2 TMna (MHaHTHUIbLHBII/OCTPBIH HelpoHONMaTHYecKHil THN) — HauOosee penkas
¢dopma 3aboneBaHMs, AECOIOTHUPYIOIIAsS B IMEPBOM MOJYIOAMM XH3HH B BHJE TSKEIOW OBICTPO
MIPOTPECCUPYIOIIEH HEBPOJIOTMYECKOM CHUMIITOMAaTHUKH, BBIPA)KECHHOW TIeNaTOCIUVICHOMETAINM C
pa3BUTHEM BTOPUYHBIX MH(DEKIIMOHHBIX OCIOKHEHUH.

Psin aBTOpOB BBIAENSAIOT /1Ba KIMHUYECKUX BapuaHTa bI" 2 tumna. [Ipu nepunaranbHO-1€TaIbHON
¢opme BI' 2 Tuna 6epeMeHHOCTh MaTepH OOBIYHO OCIIOXKHSAETCSI BHYTPUYTPOOHON BOJISHKOM miiofa u
€ro aHTEeHaTaJIbHOW CMEPThIO, JHOO0 MPEekIAEBPEMEHHBIMU POJAMH U CMEPTHhIO HOBOPOXKIEHHOTO B
Onmxailiie cyTku mocie poxaeHusa. Yacto y HOBOPOXKACHHBIX BBISBISAETCS MXTHO3. [ maHHOTO
(eHoTUNa XapaKTepHbl HEBPOJIOTUYECKHE M BHCLEPAJIbHBbIE HApYIIECHHs, JUCMOPQOIOrHYECcKHe
u3MeHeHus jauna [ 3, 23, 24].

Pannsa mnanendeckast opma 1eGI0TUPYET B NEpBbIe 6 MECAIEB KU3HU B BUJE KIIMHUYECKOTO
CUMITOMOKOMIUIEKCA, BKIOUHaroniero mnpusHaku mnopaxenus [[HC u BHyTpeHHHX OpraHos:
3HAa4YMTENbHAs TenaTrocIyieHoMeranus; OynbOapHbld cHMHApOM (nucdoHus, aucdarus, Au3apTpus);
TpU3M; OuatepaibHOE (PUKCHPOBAHHOE KOCOTJa3He; MPOTrpecCUpyroline NMUpaMUIHbIe HapYIIEHUS
(Terpanapes, runeppediaekcus, CIaCTUYHOCTh MBIIII C PETPAKIMEN IIeH, MOJO0KUTEIbHBI CUMIITOM

babunckoro u npyrue narosoruyeckue pedaekchl); Mporpeccupyronas 3ajiepxka ICUXOMOTOPHOTO



pa3BUTHUS U perpecc paHee MPHUOOPETEHHBIX HABBIKOB, TOHMKO-KIIOHHMYECKHE M JPYrHe THIIBI
CYJIOPOXHBIX MPUCTYIOB, PE3UCTEHTHBIX K TEPANUU MPOTUBOAMUICHTHUYECKUMU MpernapaTtamu [ 15,
23, 24].

[Iporunos npu BI' 2 Tuna kpaitHe HEOIAroNPUATHBINA, CMEPTh MAIMEHTOB HACTYIACT 110 MPUINHE
JIBIXaTeNIbHOM HEIOCTaTOYHOCTH BCJIEJCTBUE ACMHUPAMOHHON NHEBMOHUU WM PECIUPATOPHOIO
muctpecc-cuaapoma (PIIC) Ha done OympOapHBIX HEBPOJOTHUECKUX PACCTPOUCTB (HApyIIECHUE
[JIOTaHUs, TOMNEepXuBaHKHE). Bo3pacT JeTaJbHOrO0 HCXO0/a IMAalKUEHTOB BapbUPYET OT PAHHETrO
HEOHATAJILHOTO IIepro/a 10 4 JIeT, B CpeHeM cocTaBisieT 9 Mecsies [25, 26].

BI' 3 Tuma (IOHOLIECKHI/XPOHMYECKMA/TIONOCTPbIH HEeHPOHONATHYECKMA THI) —
npoMexyrouHass gopma mexay bBIT 1 m 2 TUMOB, XapakTepH3ymOIIascs HAPSAY C MOPAKESHUEM
MapeHXMMATO3HBIX OPraHOB HAJIMYHUEM HEBPOJIOTHYECKUX MPOSBICHUN, CXOIHBIX C TAaKOBBIMU IPHU
BI' 2 tunma, HO MeHee BbIpaxkeHHbIX. B omimume or BI' 1 Tuma cremneHbp renaTocCruieHOMEralauu
BBIpaXKeHa OOJIIblIIe, a MOPakKeHUE OCEBOT0 CKelleTa XapakTepusyeTcs 00ukooOpa3zHoil nedopmariueit
IPYIAHOM KJIETKH M KU(OCKOINO30M MTO3BOHOYHUKA [23, 24].

B 6osnpmuHCTBE citydaeB bI' 3 Tuma xapakrepusyeTcs IMUPOKO BApUPYIOMIUM CPOKOM JeOr0Ta
or 1 mec go 14 ner, Oonee MEIJICHHBIM XapaKTEPOM MPOTPECCHUPOBAHUS U TOSBICHUEM
HEBPOJIOTHYECKON CHMIITOMATHKH, B CpeAHEM, B Bo3pacte 6-15 et [5, 8, 15].

OCHOBHBIMH M PpPaHHMMH HEBPOJIOTMYECKUMHU TmposiBieHusmMu bl 3 Tuna sBistorcs:
IJIa30/IBUTATENIbHBIE PACCTPOMCTBA — OKyJoMoTopHas ampakcuss (OMA) wu/unm  Kocoriazue
(cTpabu3m), KOTOpBIE MJIUTENBHOE BpEeMs MOTYT OCTaBaThCS EAMHCTBEHHBIM MPOSBICHUEM
3a005eBaHUs; MHOKIOHHH, TOCTENEHHO HapacTalollue M TepexoJsllre B TIeHepaTu30BaHHBIC
TOHUKO-KJIOHUYEeCKUE cynopord. Co BpEMEHEM MPOTrpecCUpPYET SKCTpAMUpPAMHUIHAS PUTHIHOCTb,
WHTEJUICKTyaJIbHbIE HapylieHus (OT HE3HAYUTENbHBIX HW3MEHEHUN [0 TSKEIOW JIeMEHIINH),
pacctpoiicTBa muchMa U pedd, AudQy3Has MbIIIEUYHAs THIOTOHHUS CMEHSETCS CIIAaCTUYHOCTHIO.
Bo3MokHBI H3MEHEHHS TIOBEAECHHS, SMTU30/bI IIcuxo3a [5, 8, 23, 24, 27].

Buvioenaom neckonvko eapuanmoe bI' 3 muna:

34 mun XapaKTepU3yeTCst npeoOIagaHueM HEBPOJIOTHYECKUX MIPOSIBJICHU I
(reHepann30BaHHbIE MUOKJIOHUYECKHE MPUCTYMbI, aTakcus, OMA, KOTHUTUBHBIE PacCTpOMCTBA) U
00BIYHO MaHU(DECTHPYET B IETCKOM WJIA TIOJJPOCTKOBOM Bo3pacte [23, 24].

VY nauuentoB ¢ 3B munom BI' mpeobnamaer mopakeHHe BHYTPEHHHMX OPraHOB M KOCTHO-
CYyCTaBHOM CHCTEMBbI, BOBJIedeHHE B maTtosormdeckuil nporecc [[HC MoxeT mposBiasTbCA TOJIBKO
I71a30/IBUTaTeNbHBIME  paccTpoiictBamu B Buge OMA u crtpabusma. OO6bruno 3B Ttunm BI'
MaHU(DECTUPYET B paHHEM BO3pacTe renaToCIJeHOMEeralueld, a KOCTHAs MaTOJIOTUS MPOSBISIETCS B

BUJE ehopMaliuii TPYJHOU KIJIETKH U BBIpaXXEHHOr0 KH(ockonno3a 06e3 KOCTHBIX 0oJiell M KOCTHBIX

Kpu30B [23, 24].



3C mun BI' (cepneuno-cocymucras (opma) penkuil  BapuaHT  XPOHUYECKUU
HEHPOHOMATUYECKON (POPMBI, MPOSIBISIONIUNICS TeNaTOCIUICHOMETAINEH; HEaTepOCKICPOTUYECKUM
MOpaKEHUEM CepJilla U KPYIMHBIX COCYIOB B BUJE KaTbIU(PHUKAIMH CEPICUYHBIX KIANAHOB, aOPThHI U
KOPOHAPHBIX apTEepUi W Pa3BUTHEM 3aCTOMHOMN cepAedHO HemocTaTodHOCTH; OMA; moMyTHEHUEM
POTOBUIIBL; 33JIEP>KKOM YMCTBEHHOTO pa3BUTHs, Tuapouedanueil u snuiencueii, He oTBevaroniei Ha
CTaH/IapPTHYIO TEPAIUIO MPOTHBOAMWICHTUYCCKUMHE TTpenaparamu [23, 24, 27].

[IpopomxurenpsHOCTh KU3HU IIpy BI' 3 Tuma B 3aBUCMMOCTH OT KJIMHHUYECKUX BapHUaHTOB
BapbupyeT oT 4 10 60 set [25, 26].

Penxue xnuHuueckue mnposiBieHus bIT mpencraBiieHbl NOpakKeHHEM JIETKUX, Pa3BUTHEM
rormrepoM (ICeBA00MyX0JIeH) U MOHOKJIOHAIbHOM rammanatuu [1, 15, 28, 29].

[lopaxeHnue JIerkux ¢ pa3BUTUEM JIETOYHOHN TIunepTeH3uu Habmoxaercs B 1% ciydaeB u
MPEUMYIIECTBEHHO Yy TMAIMEHTOB IIOCIe TPOBEACHHON CIUIEHIKTOMHHU. ['€He3 BOBIEUEHUS
JBIXaTeNIbHOM CHCTEMBI 0 KOHIIA HE SICEH, BO3MOXHO, MOpa)XeHHE O0O0YCIOBICHO WMHOUIbTpalueit
M3MCHEHHBIMH Makpodaramu (kietkamu ['o1iie) JIerouHbIX COCY/I0B U anbBeod [29].

['omepomsl npeacTaBisioT cO00N OMyXO0JIENOA00HbIE CTPYKTYPhI, XOPOLIO BU3YaJIU3UPYEMbIE
IpH  yIAbTPA3BYKOBOM IMArHOCTHKE U KOMIBIOTEPHOW (MarHUTHO-PE30HAHCHOW) Tomorpaduu ¢
KOHTpacTUpoBaHUEeM. [laHHbIE CTPYKTYPHI BBISBISIOTCS MPEUMYILIECTBEHHO B CENIE3€HKE WIH MEUCHU
Y TIPECTABIIIOT CO00# CKOTUICHHMSI KJIeTOK ['omme uiu 3amecTuBIIUNA MX GUOPO3, KOTOPHIH TPeOYIOT
JTMHAMUYeCKOro HaomoaeHus [28].

YacToTa MOHOKJIOHAIBbHOM TraMMamaThd C pPa3BUTHEM MHUEIOMHOM OOJE3HH IO JaHHBIM
CTaTHUCTUKHM Yy NanueHToB ¢ bI' BbIle, OlHAaKo, JaHHOE KIMHUYECKOE IPOSBIECHUE BCTPEUYAETCS
TOJILKO Y B3POCIIBIX MaueHToB [1].

IIpu BI' ycraHOBieHBI ompenereHHble T'eHO-(eHoTunuyeckue koppemnsuuu. [lokazano, 4to
mytamus ¢.1226A>G, p.Asn409Ser (p.Asn370Ser mo crapoil HOMEHKJIAaType) B TOMO3UTOTHOM
COCTOSHMM MJIM B KOMOMHAIMM C JIOOBIM JpyruM aienem mnpuBogur kK bBI' 1 Tuma, a
WHAaKTUBUPYIOIIME TOYEYHBbIE MYTAllUM, PEKOMOWHAHTHBIE AUl U  KPYIHbIE JeJIeluu
acCOLMMPOBAaHbl ¢ HelpoHomatuyeckuMu (opmamu 3aboneBanud. Myramus c¢.1448T>C,
p.Leud83Pro (p.Leud44Pro mo crapoii HOMEHKIIAaType), OJIHA U3 CaMBIX YacCThIX, omucana npu bl 2-

ro tumna [3].

2. JlmarHocruka 3a00j1eBaHUS WJIH COCTOSIHMS (rpynmnbl 3a00/ieBaHUl MM
COCTOSIHMM), MEQULUHCKHE NOKA3aHUA U NPOTHUBONOKA3AHUA K IPUMEHEHHUIO

METOA0B JTUATHOCTHKH

ﬂuaZHocmuKa oonesznu Iowe 6a3upyemc;z Ha KOM61/IH(11/;MM KIUHUYECKUX CUMNIMOMOS, OaHHBIX



aHamuesqa,  KIUHUKO-TA00OpamopHoco  00C1e008anus,  NOOMBEPHCOCHHBIX  Pe3yabmamamu
pepmenmHnou OuazHOCMuKYU U MOJIeKYIsApHO-2eHemuyeckoeo ananusa [6, 30].

OL;@HKy msicecmu 3a0071e8aHUS 0OOLIYHO npoeodﬂm no wKane oyeHKku msasxcecmu nayuenma c

BI" PGS3 (Ilpunosicenue I'l).

2.1 Ka100bI M aHAMHE3

Ilpu coope anammnesa u xnanob ciedyem obpamumes BHUMAHUE HA Ce0YIoujue NPUHAKU.

® ceMeliHbll aHaAMHe3 (Hanuyue CHIAEHIKMOMUU UTU NEPeyUCTIeHHbIX 6blile CUMNIMOMOE Y
POOHBIX Opambves u cecmep, NOOMEePAHCOeHHbII OuasHo3 y poocmeennuxa) [2,3,16,17,18,19];

®  3a0epiHcKa PU3UUECKo20 U NOJI0B020 PA3GUMUSL;

® cnabocmv, NOBLIUEHHAS YINOMAAEMOCHb, YACMble PeCRUpPamopHble UH@eKyuu;

®  POAGIEHUS CHOHMAHHO20 2eMOpPPASUYEcKo20 CUHOpOMA (8 6ude NOOKONCHBIX 2eMAmoM,
KPOBOMOYUBOCU  CIUBUCIIBIX  000104eK) unu Oaumenvhvle KpPOBOmMedeHUs Nnpu Maaiblx
ONEPAMUBHBIX BMEUAMENbCIEAX;

® ygenuyeHue Hcugoma 8 pamepe;

® 00U 8 KOCMAX U CYCMABAX; 0ABHOCMb, XAPAKmMep U 1oKaiuzayus Ooetl, nepeiomvl Kocmel 6
anammese,

®  npeduecmeyiowas CieHIKMomMus (ROJIHAsL UTU YACMUYHAS),

o negponoeuveckas cumnmomamuka (OMA unu Kocoenasue, amaxcusi, KOSHUMUGHbLE
paccmpoiicmea, HapyuweHus 4y8CmeumenbHoCmu u op.);

® Oegopmayuu ckerema (CKOIUO3, UBMEHEHUs. 2PYOHOU KIemKU NO MUny KUIe8UOHOU UU

boukoobpazHoll) 6 couemaHnuu ¢ Hespoaocudeckou cumnmomamurou (OMA, xocoenazue)

2.2 duzukajabHoe 00cae10BAHHE

B xiamHMYECKHE OCMOTp ClelyeT BKIIOYaTh W3MEPEHHE POCTa W MAacChl Tela, TeMIepaTyphl Teja,
OIICHKY COCTOSTHUSI KOCTHO-CYCTaBHOM CHCTEMBI, BBISBICHHE IPU3HAKOB T'€MOPPATHYECKOTO CHHAPOMA,
oOpamasi ocoboe BHHMaHHE Ha MaJbIATOPHOE M TIEPKYTOPHOE WCCIIEOBAHWE NEYEHW W CENE3CeHKH,

HeBponornueckuii ocmotp [2,3,18,19].

BI' 1 muna xapakxmepusyemcs ciedyrouumu npusHaKamu.:

3a0eparcKa uzuvecKo2o pazeumus,

cnneno-/ cenamocnjlieHomezanusl,

eemoppazuyeckuii CUHOPOM;

— KocmHvle 6onu (Kocmubvie Kpusvl);
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— HapyuieHue NOOBUNCHOCTIU 8 cycmaeax,
— namojio2u4decKue nepeiomul,
- 3a()ep9fa<a noJjl08020 pa36uUmusl,

—  acmeHuyecKull CUHOPOM.
BI' 2 u 3 munoe xapakxmepuzyemcs ciedyrouumu NPUSHaAKamu.

—  3a0epicKa PuzuvecKoeo pazeumus;

—  3A0epaHcKa NCUXOMOMOPHO20 PA36UMUSL, PACCMPOLICMBA pedu, NUCbMA,

— eeMoppazudecKuti CUHOPOM,

—  CHIeHO-/ 2enamoCnieHoMe2anusi;

—  Oegopmayuu ckerema (ckoauo3, degpopmayuu 2pyoHouU KiemKu);

- OMA4;

— Kocoenasue,

— cyoopoeu;

— acmeHuyeckull CUHOpOM,;

—  CHUDICEHUe UHMELIeKMA (OM He3HAYUMETbHbIX USMEHEHUL 00 MAICENOl OeMeHYulL);
—  IKCMpPanupamuoHast pUeUOHOCMb,

—  MO32iCeuKo8ble HapYULeHUs,

— nogedeHuecKue UsMeHeHUs, INU300bl NCUXO03A;

—  MUOKJIOHUU, NOCMENeHHO Hapacmarnwue u nepexoosuue 8 2eHepalu308aHHble MOHUKO-

KIOHUYECKUe cyoopozu

2.3 JlaGopaTopHbIe IMATHOCTHYECKHE UCCJIET0BAHNUSA

J Pexomenyercsi BceM NalMeHTaM ¢ KIMHHYECKUMU MposiBieHusiMU BI' mpoBenenue obmero
(KTMHUYECKOT0) aHajdn3a KpPOBH pa3BEpHYTOro (UCClEJOBaHME YpPOBHSA OOIIEro reMorioOnHa,
IPUTPOIIUTOB, JCUKOIIMTOB, TPOMOOIIMTOB B KPOBH, IU(PPEPCHIUATBHBIA MOJICYCT JICUKOIIUTOB
(nmeiikorurapHast (hopmyIa), OIpEICICHUE CPEJHEr0 COJIEpXKaHUS M CpeIHEeH KOHIIEHTpaluu
remorsiioouna B spurporurax (MCH — mean corpuscular hemoglobin), onpenenenue pasmepon
sputpormroB  (MCV — mean corpuscular volume), wucciaemoBaHue CKOPOCTH —OCEHAHUS
SPUTPOIIUTOB) JUIS OIICHKA OCHOBHBIX IaPaMETPOB KPOBETBOPEHHUS C IIETbI0 CBOEBPEMEHHOI'O
BBIIBIICHUSI aHEMHUH, TPOMOOIUTONCHUH, JICHKONMCHHH, HAIUYUS BOCHAIUTEIBHBIX MPOIECCOB H

KOHTPOJIA TCPAIICBTHUYCCKOT'O 3(1)(I)CKT3.. HEC PCIKEC, HEM 1 pa3 B 3-6 MCECALICB UJIM YallC 110 IOKa3aHHuAM

[2, 18].
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YpoBenb yoenuteabHocTH pekoMenaanun C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeILCTB — 5)

Kommentapuu: Yacmoma nposedenus ucciedosanus e pece, uem 1 pas 6 3-6 mecayes unu uauje
no NOKA3aHUuAM (HedaghgpexmusHocms mepanuu, npu UsmMeHeHUuu 00306020 pedxcuma P3T u/unu cmene
npenapama). Y oonvuwuncmea nayuenmog ¢ bI' 1 muna evisgnsemcs anemus, mpomoOOyumonerus,
peoice NetikoneHus KaxK Nposiglenus 2UnepcnieHusmMa U UHQUIbmMpayuu KOCMHo20 mMo32d KilemKamu

Towe. Ilpu 60ne3nu I'owe 2 u 3 munos cemamonocuyecKue nposieieHuUs GCmpedaromcs pesice.

J Pexomenayercst BceM ManyeHTaM ¢ KIMHUYeCKUMH nposiBneHussMu bBI™ mpoBeneHune ananuza
KpPOBH OMOXUMHUYECKOTO o0IIeTepaneBTHYECKOTO (ompenenenue AKTUBHOCTH
allaHMHaMUHOTpaHcdepasbl U acnapraTaMUHOTpaHcdepas3bl B KPOBH, ONpeAeTIeHHE YPOBHS 0OIIEro
OunupyOMHa B KPOBH, AaKTHBHOCTU IIEJIOYHOW Qocdara3sl B KpPOBH, HUCCIEJOBAHHE YPOBHS
anbOyMHUHa B KPOBHM, WCCIICOBAaHHUE YPOBHS XOJECTEpUHA B KPOBHU, HCCICAOBAHUE YPOBHS
XOJECTEpUHA JIMIONPOTEMHOB HHU3KOW  IJIOTHOCTH, HCCJIEJOBaHWE YPOBHS  XOJeCTepuHa
JUTIONIPOTENHOB BBICOKOM IJIOTHOCTH B KPOBHU, HCCIEIOBAHHUE YPOBHS TPUTIIMIIEPUAOB B KPOBH,
UCCIIEIOBaHNE YPOBHS HOHM3MPOBAHHOTO M OOIIEro Kalbliug B KpoBW, lcciemoBaHue ypOBHs
Heopranuueckoro d¢ocdopa B KpoBu ¢ uenbio auddepeHnanibHoil TUATHOCTHKU C  IPYTHMH
HACJIC/ICTBEHHBIMH HapyIIeHUsT OOMEHa BEIIECTB MPH IIOCTAaHOBKE JHAarHo3a M Jaiee 110
HeoOxoaumoctu. [lo mokasanusM — ompeneneHne ypoBHs BuTamuHa B12 (mmanokxoOanamuH) B
KpPOBH, UCCIIEJJOBaHHE YPOBHS (DOJIMEBOIN KHUCIOTHI B CHIBOPOTKE KPOBH, HCCIEIOBAHUE YPOBHS 25-
OH BurtamuHa /] ¢ 11€1610 CBOCBPEMEHHOT'O BBISIBJICHHS U Koppekimu nedurnmra. [15, 31, 32, 33].
YpoBeHnb yoenurenbHocTH pekomenanuu C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5)
Kommenrapuu: B ananuze Kposu 6UOXUMUYECKOM 00Uemepanesmuieckom Ommeyarom.: CHUMCeHue
KOHYeHmpayuu Iunonpomeuoos, sxcenesa, sumamurna B2, gonuegoil xuciomol, UOHUBUPOBAHHO2O
Kanbyust;, nogvluerue cooepicanus ummynoznooyiunos [15, 34, 35].

Axmuenocmo «NeYeHOYHbIXY Gepmenmos (ananunamunompancgepasol,
acnapmamamunompancgepaszvl U weaoyHou gocgamasvl) modxcem Oblmb HEZHAYUMENbHO UU
VMepeHHO NOoGblUleHad ¢ Npesaruposanuem 3Havenus acnapmamamurnompacgepaszvt (ACT) nao
ananunamurnompacgepasou (AJIT) y nayuenmos c¢ bI. Hanuuue cunopoma yumonusza He

KOppenupyem co Cmenenvio 2enamome2aiuu uiu msicecmoio nopasxcenus nevenu [15, 31].

. PexomengoBano Bcem nanueHtaMm ¢ bI' mccinenoBaHue ypoBHS JKenne3a ChIBOPOTKH KPOBH,
HCCIIEIOBAaHNE JKETIE30CBS3BIBAIOIICH CIIOCOOHOCTH CBHIBOPOTKH (0OIIel WM HEHACHIIICHHOM
MKEJIe30CBA3BIBAIOIIEH CIOCOOHOCTH CBHIBOPOTKM), HCCIEAOBaHHWE YpPOBHS (eppuTUHA B KPOBH,
UCCIIeIOBaHNE YPOBHS TpaHc(epprHa CHIBOPOTKH KPOBH, HCCIIEI0OBAHUE HACBILICHUS TpaHc(eppruHa

JKEJIE30M JIJIsl OLIEHKU COCTOSIHUSI MeTaboIM3Ma xkese3a B opranusme [31, 36, 37, 38].
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YpoBeHb y0enuTeIbHOCTH peKoMeH1alnu B (YpoBeHb 10CTOBEPHOCTH /I0KA3aTeJILCTB — 3)
Kommenrtapuu: [unepgeppumunemus Ha pone HOpManvHO20 3HAYEHUs oOwel dicere30cesasvléarouyeli
cnocobrocmu cvigopomru kposu (OJKCC) ouens yacmo ecmpeyaemces y nayuenmog ¢ bl (00 87% neneuenvix
cyowvexmog). Codepoicanue eppumuna @ Cbl@OpomKe Kposu Koppeaupyem c¢ msicecmovio BT u nanuuuem
CRIICHIKMOMUY U 3HAYUmMenvHo cHudxcaemcs na poue mepanuu [31, 36].JIpu smom ¢peppumun modzxcem
NOBLIUAMBCA U NPU HATUYUL OCTHPO2O/XPOHUYECKO20 80CNANEHUS BCIeOCMBUE CONYMCBYIoujeli Namoa02ul.
Jlna npasunvbHoll oyeHKu MemaboausMa KHcene3a HeoOX00UMO UCCIe008aHue He MONIbKO (eppumuna, Ho u
mpaucgeppuna,  JHcene30cea3viealouiell  CHOCOOHOCMU  Cbl@OpOmMKU  (00well  umu  HeHACHLIYEHHOU
JHcene3’nceasvleaiouels CnocobOCmu Col8OPOMKUL), HACLIYEHUS MPAHCHEPPUHA HCENe30M, HCene3d CblBOPOMKU
Kkposu. Ilpu onpederenuu HenoaHoOU naHeiu nokasamenel, OCOOEHHO 6 CaydHae BOCHATUMENTbHOU
euneppeppumunemuu, xapakmepuou 01 Ooneznu louwe, JeckO  HPONyCmMUmMb  CONYMCMEYIOUUL

arcenezodepuyum dcene3a uiu nepespysKy Hceie3om.

. PexoMeH10BaHO NAlMEHTaM C KIMHUYECKMMH IposiBieHusMH bI' uccnenoBanume ypoBH:
MapaTUPEOUTHOTO TOPMOHA U OCTEOKAlbLIMHA B KPOBH JJS HWCKIIOYEHUS JPYTUX MPUYUH
3a00JIeBaHMs KOCTEH U I OLIEHKH OCTeoneHuu/ocTeonoposa [32,39].

YpoBeHb yoenutebHocTH pekoMeHaanuu C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — D)

. PexoMenayercsi BceM malMeHTaM C KIMHUYECKMMU MposiBieHusmu Bl mpoBenenue
KOaryJorpaMMbl  (OpUEHTHPOBOYHOTO  HMCCIIEJJOBAaHMSI  CHCTEMbl T€MOCTa3a):  ONpeJelIeHue
MIPOTPOMOMHOBOIO (TPOMOOIIJIACTUHOBOTO) BPEMEHH B KPOBM MM B IUIa3Me, OINpeelieHue
aKTUBUPOBAHHOTO YacCTUYHOro TpomoOomiacTuHoBoro BpemeHn (AUTB) u mexayHapomHoro
HopManu3oBaHHoro otHomeHus (MHO) s oneHkd (yHKIHMOHAJIBHOTO COCTOSIHUSL TMEYEHU U
CBEPTHIBAIOIICH CHCTEMbI KPOBH IPH ITOCTaHOBKE auarHo3a bI™ u nanee npu HanuMuuu mokasanuit [32,
40].

Yposenb yoenuresnbHocTn pekomenaanuu C (ypoBeHb J10CTOBEPHOCTH J0KA3aTeIbCTB — 5)

KommenTapumn: B xoazynoepamme pecucmpupyrom yonunenue AYTB u I1B [15, 41].

o PexomengoBaHo BceM IanueHTaM C KIMHHYECKMMHU HposiBieHusMU bI' mposenenHue
TECTUPOBAaHUS Ha BUPYCHbIE renaTuThl (OmnpeaeneHne cyMMapHbIX aHTuTen kiaccoB M u G (anti-
HCV IgG u anti-HCV IgM) k Bupycy rematutra C (Hepatitis C virus) B kpoBu, OmnpejeneHue
antureHa (HBsAg) Bupyca renaruta B (Hepatitis B virus) B kpoBu). OnpeneneHue aHTUTEN KITaCCOB
M, G (IgM, IgG) x Bupycy ummyHoneduiura uenoeka BUU-1 (Human immunodeficiency virus
HIV 1) B xpoBu, onpenenenue anturen kinaccos M, G (IgM, IgG) x Bupycy ummyHozaedunura
yenoBeka BIIY-2 (Human immunodeficiency virus HIV 2) B kpoBH peKOMEHI0OBaHO MalUEHTaM, Y
KOTOpBIX B aHaMHe3€ ObUIM NepeTuBaHUSl KOMIIOHEHTOB JOHOPCKOW KPOBU C LIEIbI0 CBOEBPEMEHHOMN

nuaraoctuku. [17, 32].
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YpoBenb yoenuteabHocTH pekoMenaanun C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeILCTB — 5)

o He pexomeHayeTcsi B KauecTBE IEPBOM JIMHUW JAMArHOCTHKH JIETSAM C KIMHHYECKUMHU
nposiBieHussMu bIT Mopdonoruueckoe uccienoBaHUE KOCTHOTO MO3Ta B CBSI3W MHBA3UBHOCTHIO
MPOIEYPHI Il peOCHKA U BBICOKMM PHCKOM JIOKHOOTPHUIATEIBHBIX pe3ynbraToB [2, 3, 15, 16, 18,
19].

Yposenb yoeauteabHocTH pekoMenaanun C (ypoBeHb 10CTOBEPHOCTH 0KA3aTEJILCTB — D).
Kommentapuu: Mopgonozuueckoe uccredoganue KOCMHO20 MO32d CHOCOOCMEYEm BblAGIeHUI0
XapakmepHvlx OUACHOCMUYECKUX 2NeMeHmo8 — Kiemok lowe u 00HO8PEMEHHO UCKIIOYEHUIO
ouacHosa cemodracmosa uiu aumponporugdepamusHoco 3a0601e6aHUs KAk NPULUHbL YUMONEHUU U
eenamocnienomezanuu. OOHaxko npoyedypa 3a60pa Kiemok KOCMHO20 M032a A611emcs 060/1e3HeHHOU
014 nayuewma, a pe3yibmam YUmoi0sU4ecKkoe0 UCCIe008aHUsl He 6ce20d Modcem Oblmb
OOHO3HAUHBIM. 00B0JILHO BbICOK PUCK JONCHOOMPUYAMETbHLIX Pe3YIbmamos npu HeonblmHOCmU
8PAUA-NAMON020AHAMOMA, ONUCHIBAIOW,E20 NPEnapam u npu peokom pacnpeoeienuu kiemox I oue 6
muenoepamme. JloxicHononroxicumenvhvie pe3yibmamsl C813aHbL C GblssleHUeM ncegdo-Kiemox I owe
(anbmepHamusHo aKmusUpPOBAHHBIX MAKpoghacos), onpeodensiemvix npu psoe Opyeux 3a00e8anuil:
MUEOOUCNNIACMUYECKU CUHOPOM, XPOHUYECKUU MUEIOUOHBIL JIeliK03, J1e20UHbll  mybepKyies,
MUKOOAKmMepuo3bl, BDOIHCOCHHASL OU3IPUMPONOIMUYECKAs anemusl. IIpu amom
JIOJICHOOMPUYAMEIbHblE Pe3VIbMAamvl He NO360JSIION NOTHOCIbIO UCKoYUums BI', nockonvky kiemxu
Towe uyscmeumenvhbl K MEXAHUYECKUM NOBPENCOCHUSIM U JIe2KO PaA3PYWAIOMCsi NPU npUeomoeieHuu
u oxpacke maskos. Kpome moeo, xiemku-mapkepvl MO2ym pacnonazamscsi Ha nepugepuu Maska
KOCMHO20 M032a U He 8ce20a nonaoarom 6 nojie 3penus mopgonozca [1, 3, 15].

Mooicem nposooumsbcsi ¢ yeivlo UCKIIOUeHUs TUMPONPOIUGepamuuvix 3a001e8anull U Opyeux

3abonesanuil cucmemol Kpoeu, npomeKkarouwux ¢ Lﬂ/li’l’lOl’l@Hl/l@lj U cnieHomezanue.

o PexoMeHnayercss BceM TManUeHTaM C KIMHUYECKUMM TposiBieHusiMu bBI' ompenenenue
akTuBHOCTH B-D-rimroko3unasel kpoBu (Komruieke nccnenoBanuil aas AuarHoctuku 6onesnu ['ome) ¢
1eNbo Bepudukanuu auaruosa [2,15,16,18,19].

YpoBeHnb yoenuresbHocTH pekoMenaanuu C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeNbCTB — 4)
KommenTapuu: buoxumuueckum Kpumepuem moyHo20 OUACHO3a AGIAEMC s CHUNCEHUe AKMUBHOCIU
pepmenma p-D-entoxosudazvl 6 knemxax kposu [8,11,16]. B nacmosiwee epems onpedeneruem
akmusHocmu hepmenma uyawe NPOGOOUMCs 6 NAMHAX BbICYUWEHHOU KPOBU C UCHONIb30BAHUEM
memooa mandemuou macc-cnekmpomempuu  (TMC).  Ilpeumywecmeamu OaHHOU MemMOOUKU
ABNAIOMCA MUHUMATIbHblE Mpebo8anus K 3a00py Kpo8Uu HA UCCIe008aHue, 00CMAKe U XPAHEeHUO

ouoobpasyos [42].
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o Pexomenayercst BceM MalMeHTaM CO CHUKEHHON aKTUBHOCTHIO epmenTa B-D-rimroko3ugassr
B KPOBHU IIPOBE/ICHUE MOJICKYJIIPHO-TEHETUYECKOT'O UCCIICIOBAaHNS — BBISIBIICHHE MyTaluii rena GBA
(Kommuieke mccnemoBaHuil aiist AMarHoCTUKK Ooie3Hu ['oiie) ¢ menpio MOATBEPKACHUS TUarHo3a u
yTouHeHHsI Tuna 3abonesanus [3, 7, 11, 15].

YpoBenb yoeauteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH J0KA3aTeIbCTB — 4)
Kommenrapumu:  monexynsipno-eenemuueckas — ouacrocmuxa Bl nozeonsem — obuapysicumo
namoeennwlii apuanmol 2ena GBA 6 nooasnsiowem oOonvuwuncmee ciyuaes. Ha nepeom smane
npouUCxXooum nouck Haubonee pacnpoCmMpaHeHHbIX Mymayuil 4mo no3eonsam eviasums 0o 80%
SHAYUMbBIX BAPUAHMOB 2eHA (0COOEHHO 8 NONYIAYUAX C NPeodIA0aHUeM ONPeOeseHHbIX MyMmayutl),.
Ha emopom smane npogodsm nouck pedkux u Hosvlx mymayuii. B paode ciyuaee na ocnosanuu

2CHOMUNA 803MOMNCHO RPOZHO3UPOsaHue maxcecmu mevenusn bI' [11, 12].

. PexoMenayercsi BceM TMalMeHTaM C KIMHUYECKUMH TposiBieHusiMu bl ompenenenue
KOHIIeHTpanuu rmoko3wichunrosuna (Lyso-Gbl) B kpoBu (Komruteke wucciemoBaHuii st
JIUarHOCTHKU OosiesHn [omie) Ha 2JTame JUArHOCTHKH, JJIi MOHHTOPHMHTA TEpalvu U
nporpeccupoBanus 3abonesanus - 1 pa3 B rox [7, 15, 16 , 43, 44].
YpoBeHb yOeqUTEILHOCTH peKOMeHIaluu A (YPOBEeHb J0CTOBEPHOCTH J0KA3aTeIbCTB — 3)
Kommenrapun: buomapkep {Lyso-Gbl} sensiemces npouzeoonvim enoxoyepebposuda u obradaem
8bICOKOU  CREeYUPUUHOCMbIO U YYBCIMEUMENbHOCMbIO U €20 OnpedeiieHue 6aAdXdCHO Kak Ois
ouaznocmuxu, maxk u oas konmpons aevenus BI' [43, 44, 45]. Onpeodenenue konyenmpayuu 5mo2o
buomapkepa yenecoobpasHo npoeoouUms OOHOBPEMEHHO C U3MepeHUueM AKmMueHOCmuU @hepmenmad,
umobOwvl He nponycmums Kpaiine peokue gopmol B ¢ dedhuyumom canosuna, a maxoce cayuau bl ¢

BbICOKOU OCMAMOYHOU AKIMUBHOCLIO qbepMeHma.

2.4 HNHCTpYMEHTAJIbHbIE THATHOCTHYECKHE UCCIEI0BAHUS

. Pexomenayercss BceM TMalMEHTaM C KIMHUYECKUMHU mOposBieHusmu bl mposeneHue
ynbTpa3BykoBoro wuccineaoanus (Y3U) (YapTpa3BykoBoe UCCIEIOBAaHUE OPraHOB OpPIOIIHOMN
moJiocTu (KOMIUIEKCHOe)) u 1o mokazaHusiM MPT meuenu u cenezeHku (MarHUTHO-pe30HAHCHAS
TomMorpadust opraHoB OpIOIIHOW MOJIOCTH) C ILENBI0 OMpEIeNIeHUsT UCXOIHOro pa3zmepa/odbema
OpraHOB W BBISBIICHUSI MX OYaroBBIX MOPaKEHUU MPHU MOCTAHOBKE IMarHo3a W Jajiee, B cpemHem, |
pa3 B 6 MecslIeB Py HavyaJie Teparuu, gaiee — B cpenHeM | pas B rox [2, 3, 16, 18, 19].
YpoBensb yoenuteabHOCTH pekoMeHaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — D)
Kommenrtapuu: /lposeoenue Y3U u MPT neuenu u cenezenku (yiompaseykogoe ucciedo8anue

0p2aHos8 OprowHOU norocmu (KOMNJIEKCHOe)) U MASHUMHO-PE30HAHCHAS MOMOo2pagus opeanHos
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OpIOWHOU norocmu) HeobXooumMo Ol OYeHKU meueHuss 3a0071e6anus U Nociedyruleco KOHmpos
agppexmuenocmu  3amecmumenvrol Gepmenmuou mepanuu.llo Oannvim aumepamypor y 20%
nayuenmos 6 CMpyKmype Op2aHo8 GblAGNAIOMC KPYNHbIE SUNOIXO2EHHbIE YUACMKU HEeNnpasuibHOU
Gopmbl, 0OHOPOOHOU CIMPYKMYPbL, C HEYeMKUM PAZMbIMbIM KOHMYPOM U Oe3 YemKOU JIOKAIU3ayul -
max Hazvieaemvle «y3ivl lowey unu 2ouwiepomvl, npeocmasnsaowue coooi ouazu usdbIMOYHO20
Haxonnenust kiemok I owe [15, 28].

Hapko3 — no nokazanusm.
° Pexkomenayercsas BceM MalMeHTaM C KIMHUYECKMMU NposiBIeHussMu bBIT mpoBeneHne
peHTreHorpaguu TpyOdaThix KocTed ckenera (peHTreHorpadus MOPaXEeHHOW YacTH KOCTHOTO
CKeJeTa) IJs BBISABICHUS M OICHKH TSHKECTH MOPAXEHHS KOCTHO-CYCTaBHOW CHCTEMbI IpHU
MOCTAHOBKE JMAarHO3a U Jajee 1o nokasanusm [2, 3, 15, 16, 18, 19].
YpoBeHb yoenuTeabHocTH pekomenaanuu C (YpoBeHb T0CTOBEPHOCTH 10KA3aTeJIbLCTB — 4)
KommenTapuu: npumensemcs 013 oOHapyscenus: oeghopmayuil cKeniema, nepeiomos u onpeoeseHus
monyunvl Kopkosoeo cros kocmetl [19, 30]. Hszmenenuss xocmmuoti mxanu npu penmeenozpaguu
mpyouamuelx Kocmeti moz2ym Obimb NPeOCmMAasienbl UCTMOHYEHUeM HAOKOCMHUYbL, IHOOCMAILHOU
3Y04amMOCmbl0 U NOHUINCEHHOU MPAOEeKYIAPHOCMbIO, OUDDY3HbIM 0CMeonopo3om, XapaxKmepHou
KOO0006pasHol depopmayueti OUCMATLHLIX O0MOeN08 OCOPEHHbIX U NPOKCUMAILHLIX OMOeN08
bonbutebepyosvix Kocmeti (kKoabvl Oprenmeliepa), NosvlueHUEM PEHMEEHONPO3PAYHOCIIU KOCIHOU
MKAHU, HAIUYuem KUCMOBUOHBIX NPOCBEeMIEHUU, O0Ya2amMu OCMeOoauUsuUcd, OcCmeockiepo3a u

ocmeonekposa, namoao2uueckumu neperomamiu [46, 47, 48].

o Pexomenayercst paccMOTpETh MAallMEHTaM € KJIMHUYECKUMM MposiBiIeHUsIMH bBI' npoBeneHue
MarHuTHO-pe3oHaHcHOW Tomorpapuu (MPT) Oeapennbix kocteil (MarHuTHO-pe30HaHCHas
TomMorpadusi KOCTHOW TkaHM (0JHa 00JacTh) U Ta300€ApPEHHBIX cycTaBoB (MarHUTHO-pe30HaHCHas
TomMorpadust cycTaBoB (OJUH CYCTaB)) C L€JNbI0 OLEHKU CTENEHW MHQWIbTpPAIMM KOCTHOTO MO3Tra,
JMArHOCTUKH KOCTHBIX KPHU30B (IIPU HAJIUYMU XapaKTEPHOM KIMHUYECKOM KapTHHbBI) U BBISBICHUS
OYaroB acenTUYeCKOro HEeKpo3a KOCTU NpH MOCTAHOBKE JMArHo3a M Jlajnee Mo nokasaHusm [2, 18,
48].

YpoBenb yoenureabHocTH pekoMenaanun C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEIbLCTB — 5)

KOMMeHTapI/II/I: HAPKO3 — NO NOKA3aHUAM.

. Pexomenayercst paccCMOTPETh NAMEHTAM C KJIMHUYECKUMH NposiBiIeHUsAMU bl ¢ npu3zHakamu
MOPaXEHUST KPYIHBIX CyCTaBOB M oceBoro ckenera nposeaenue KT (KommeroTepHas Tomorpadus
koctu, KomnbroTepHast Tomorpadusi CycTaBa) ¢ 1eJIbi0 OLIEHKH TshKecTH nopaxenust [50].

Yposenb yoenuteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 4)
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° Pexomenayercsas rmanueHTaM € KIMHMYECKMMM  nposiBieHussMu  bIT  mpoBeneHue
PEHTTEHOIEHCUTOMETPHUH C IEJIbIO BBISIBICHUS CHHKEHHOW MUHEPAIbHOM MIIOTHOCTH KOCTHOW TKaHU
IIpH MTOCTaHOBKe auarHo3a bl u manee mpoBeneHue wccnenoBaHus HE pexe, yeM | pas B rox [2, 18,
19, 48, 49].

VYposeHb yoeauteapHocTn pekomenaanuu C (ypoBeHb 10CTOBEPHOCTH I0KA3ATENBCTB — 4)

KommenTapuu: Konuuecmeenuviv memooom Jnyuesou ouacHocmuku )y oemeu ¢ Bl sensemcsa
PEHMeeHOeHCUMOMempUs. NOACHUYHO20 Omoela NO380HOYHUKA, KOMOpads npedocmasisiem cooou
«3010Motl cmanoapmy Ons BblAGIeHUS CHUNCEHHOU MUHEPANbHOU NIOMHOCMU KOCMHOU MKAHU
(MIIKT). Memoo ocHosvigaemcsa Ha onpeodenenuu npoekyuonnou MIIKT, ycmanasniueaem
usmeHeHuss Ha paunux cmaouax BI u noseonsem npoooumv MOHUMOpPUHZ 3Ppexmuenocmu
mepanuu. Cmenenv crusxcenuss MIIKT y demeti onpedensiemcsi ¢ nomowpio Z-kpumepusi (Z-SCOre) —
Konuuecmea cmanoapmuulx omxionenuil (SD), na komopoe pe3ynibmam uzmepeHus Omiuuaemcs om
cpeonell genuyunsbl 015 OaHHO20 6o3pacma u noia. Heumsasusnocms, wupoxas 00CMyYNHOCHb,
HU3Kas JIyYyesas HAz2py3Ka, Ovicmpoe NONyYeHue pe3yibmamos U — GblCOKAs  MOYHOCHb
KOJIUYECBEHHO20 AHANU3A NO360JISIIOM UCNONIb308AMb DEHM2eHOeHCUmoMempuro y demeu. Ananusz
pe3yibmamos  NpoGOOUMCS € YYemoM  KOCMHO20  803pacma  pebeHKd,  onpeoensiemo2o

npeosapumenvHo no penmeenozpammam kocmeti kucmet [15, 51, 52].

. PexomeH1yeTcsi MaeHTaM ¢ KIMHHYeCKMMU Tpu3HakaMu bl (1o moka3aHusiM) MpOBEACHUE
JOTTUIep-3X0Kapauorpapuu (axokapauorpadus), aJeKTpoKapauorpadumn (peructparius
ANEKTPOKAPAUOTPAMMBI) ISl JTMATHOCTUKH M KOHTPOJIS JIETOYHOW THUIIEPTEH3WH, PEeHTreHorpadun
nerkux (Pentrenorpadus nerkux uudpoBasl) UIM KOMIBIOTEPHOW TOMOTrpaduu OpraHOB TPYIHOM
MOJIOCTH JJISl JUArHOCTUKU M KOHTPOJS COCTOSHUS JETKUX; UCCIeOBaHHE (DYHKIIMU BHEIIHETO
IpIxaHus (MCCIIEJIOBaHUE HECIPOBOIMPOBAHHBIX JIBIXaTEIbHBIX OOBEMOB W IMOTOKOB) JUIS OIICHKH
nerounoit ¢pyuknuu [3, 19, 22, 32, 53].
Yposenb yoenuresnbHocTn pekomenaanuu C (ypoBeHb J10CTOBEPHOCTH 10KA3aTeIbCTB — 5)
KommenTapuu: npu nanuuuu nopasicenus 162Kux uccie008anus nposoosamcs 6 OUHAMUKe, 4acmoma
onpeoensiemcst UHOUBUOYATILHO.

Uccneoosanue  @ynkyuu enewneco owvixanus (Mccnedosanue  HecnposoyupoBaHHblx

O0bIXAMENbHBIX 00BEeMO8 U NOMOKO8) NPOBOOUMCSL OemsM C 5 em.

. PexoMenayercss  manMeHTamM ¢ KJIMHMYECKMMM — npu3sHakamu  BIT  mpoBenenue
930(aroracTpoyoICHOCKONMKY TPH HAJUYUM COOTBETCTBYIOIIMX KajJo0 C IENbI0 BBISBICHUS
MIOPAXCHUST BEPXHUX OTJIENIOB KETYA0YHO-KUIIEYHOTo TpakTa [54, 55, 56].

YpoBeHnb yoenuresbHocTH pekoMenaanuu C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5)
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. PexoMeHnayercsl manueHTaM ¢ IOJO3PEHUEM Ha HeWpoHomarudeckud tun bl mposeneHue
ekTposHuedasorpadu ¢  BHUIACOMOHUTOPHHIOM C LEIbI0 JUArHOCTUKHU SMHICHTUYECKON
aktuBHOcTH [3, 17,19, 32, 57].

YpoBenb yoenuteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJIbLCTB — 4)

. PexoMeH10BaHa BCEM IAallMEHTAM C KIMHMYECKUMU Npu3Hakamu bI' koHCynbTanus Bpada-
oranemoniora ¢ mpoBeneHHEM OQTAIBMOCKONUHM C IEJIbI0 JWArHOCTUKHM MMOPAKEHUs TJas,
aNeKTpookyiorpaguu (M0 BO3MOXKHOCTH) — TMalMeHTaM C KIMHUYECKUMU [pU3HAKaMU
Heiipononarnyeckux Gopm bI' [58].

YpoBeHb yoenuTeIbHOCTH pekoMeH1anun A (YpoBeHb 10CTOBEPHOCTH J10KA3aTeJIbLCTB — 3)
KommenTapuu: eciasnvie cumnmomul mocym ecmpeyamscs npu paziuunvlx munax bI': npu BI" 2 u 3
Habmooaromes okyromomoprasn anpaxcusa (OMA) u/unu xocoanasue (cmpadbuszm), ocoboe enumarue
ciedyem yoenums nayuenmam ¢ no003peHuem Uil yCmarosieHHvim ouacnoszom bI'3c muna 6 cesazu c
8EPOSIMHOCMbIO PA3BUMUS NOMYMHEHUS. PO2OSULbL.

. PexomengoBaHo mamnuMeHTaM ¢ KIMHMYEeCKMMHM TOpu3HakamMu bBIT mnpu  Hammuum
HEBPOJIOTHYECKON cumnToMaTuku nposeacare MPT win (Menee npeanoutureiabio) KT rosoBHOro
MO3Ta C [EJIbI0 BU3YaJIM3alluy MMOpaXeHUH roioBHOro Mo3ra [32, 59, 60].

YpoBeHnb yoenuresbHocTH pekoMenaanuu C (ypoBeHb J0CTOBEPHOCTH J0KA3aTeIbCTB — 5)
Kommenrapuu: y nayuenmos c meupononamuueckumu munamu Bl onucamel ciyuau Kopkoso-
NOOKOPKOBOU ampoduu 207106H020 Mo32a. Taxdce OanHble MemoOovl NO360JAOM  NPOBOOUND
oughepenyuanbHo-0uacHOCmMuYecKull. NOUCK cpedu 3ab0Ne8aHUull CO CXOOHbIMU KIUHUYECKUMU

NPOAGIEHUAMU. Hapkos’ — NO NOKA3AHUAM.

° PexoMeH10BaHO MalMEHTaM C KJIMHUYECKUMH MIPU3HAKAMU WM quarHoctupoBanHoit bI' 3C
TUTIA IPOBEJIEHUE YXOKapAHOrpaduu, ¢ MeNbl0 JUATHOCTUKA U KOHTPOJIS KambIIU(UKALIUN KITallaHOB
cepaua [32, 39].

Yposenb yoenuteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbLCTB — D)
KommenTapuu: makowce moocem nposooumvcs Y3U kopoumapuwix apmeputi, aopmsl (yniexcrhoe
CcKaHuposauue aopmol, [ynjiexcHoe CKaHUposauue KOPOHAPHBIX cOCY008) C Yeniblo OUASHOCMUKU U

MOHUMOPUPOSaHUs Katbyuguxayuu cepoya u cocyoos [61].

o PexoMeH10BaHO MHCCIIEIOBAaHUE CllyXa [AlUEHTaM C KIWHUYECKMMM Ipu3Hakamu bI
HeilpoHonarnyeckoro Tumna (M3mepenue mnepudepudeckoro ciyxa (MccnenoBanue BbI3BaHHOM
0TOaKyCcTUUYeCKO# aMuccun/Peructpanus BbI3BaHHBIX aKyCTUYECKHUX OTBETOB MO3ra Ha MOCTOSHHBIE
MoayinupoBaHHble TOHbI (ASSR TecT) y ManeHbKHUX JeTed, TOHalbHas ayIuoOMeTpusl y JAeTei

CTapIlIero BO3pacTa) C IEeNbI0 OIICHKH CITyXOBOW (DYHKIIWH, B T.4., B TuHaAMuKe [32].
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YpoBenb yoenurenbHocTn pekomenanuu C (YypoBeHb 10CTOBEPHOCTH T0KA3aTeIbCTB — 5)

2.5 Unble AUATHOCTHYICCKHEC UCCICI0BAHUSA

o PexoMenayercsi Tipy NOCTAaHOBKE JMArHO3a IMalMeHTaM C KIMHUYECKUMHU Tpu3Hakamu bl
MPUMEHSITh MYJIbTHAUCIUIUIMHAPHBIA TOJIXOA B BHIY TOTrO, YTO 3a00JIEBaHHE XapaKTEPU3YIOTCS
MOpaXCHHEM MHOTHX OpPraHOB M CHUCTEM, TpeOyeT KOMIUIGKCHOH Tepalnu, 4YTO JHKTYeT
HEO0OXOIMMOCTh COBMECTHOTO BEJICHHWS TAIMECHTa CIeNUAINCTaMHu pa3HbIX mpoduneit [58, 62,
63,64].

YpoBenb yoeauteabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJIbLCTB — D)
KomMmeHnTapuu: nokazanvl nepsuunsie u no8MopHbvle KOHCYIbMayuy epava-neouampa/spaiva oouet
NPAKmuKu (cemelno2o epaua), epaia-2emamono2a/epaia 0emckKo20 OHKOI02A-2eMamonoed, 8paya-
2acmposHmeponoea, — 8pavd-eceHemuKd,  6pava-Heeponoed,  6pava-oPmanbmMonocd, — epaya-
MpasmMamonoza-opmoneod, 6paua-0emcKo20 Kapouoiozda, épavd-nyibMOHOI02d, 6paid-cypoonoza-
OMOPUHONAPUHR0JI02d, 8PAYA-NCUXUAMPA, MEOUYUHCKO20 NCUX0N02d, a Mmakdice epayeu Opyeux

cneyuanvrnocmei nayuenmam ¢ bI' 6 3asucumocmu om kaunuweckou cumyayuu [58, 62, 63,64].

. He pexomenaoBano 1mpu noxo3peHnn Ha bl mpoBeneHne NyHKIUKA KOCTHOIO MO3Ta U Ipyrue
WHBA3WBHBIC TMAaTHOCTUYECKHE MEPOIIPHUATHS (OMOIICHS MEYEHH, CEIE3EHKH) B CBS3U C OTCYTCTBUEM
000CHOBaHHOM He0OXoaUMOCTH [65].

Yposenb yoenuresbHocTn pekomenaanuu C (ypoBeHb J10CTOBEPHOCTH J0KA3aTeIbCTB — 5)
KommenTapuu: npu cospemennom ypoeue 1a6OpamopHol OUACHOCMUKU Hem HeoOX00uMocmu
noucka eoutepom. Hccnedosanus mozym HpoBOOUMbCS MOJIbKO 8 caydae OughghepeHyuanvHou

OUASHOCIMUKU/NOUCKA UHOT RAMOA02UU

2.5.1 InddepeHnuajLHasg THATHOCTHKA

Huacnoz 6one3nv [owe ycmanagiueaemcs HA OCHOBAHUU COBOKYNHOCMU KIUHUYECKUX
OaHHBIX,  pe3yIbmamos 1abopamopHO20  UCCIe008AHUA,  BKIIOUAIOUIE20 — OUOXUMUYECKUN U
MONEKYNAPHO-2eHEMUUEeCKUL AHATU3.

Yuumeieas evipascenuyro ¢henomunuueckyro zemepoceHHOCHb, WUPOKVIO 8ApUADENbHOCTb
sospacma Oedbroma bBI, Hecneyuguunocmev paHHux KIUHUYECKUX NPOsGIeHUU, He0OX00UMO
nposooums  OupgepenyuanbHylo OUASHOCMUKY ¢  OONbUWUM KOIUYECMBOM 2eMAMOIOSUYECKUX,
NeYeHOUHbIX,  KOCMHbBIX, — HeBpOJo2UYecKux  3aboneeanuii. U  Opy2UMU  HACIEOCHMEEHHbIMU
memabonuueckumu 6onezusmu [3, 15, 19].

Juaenos BI' cnedyem 3anodospums y nayuenma ¢ HeoOwbACHUMOU CNIIEHO- U 2enamome2aauetl,

uumoneHued U CUMNMOMAMU NOPAICEHUA Kocmell.
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Mna B’ 1 muna 6 3asucumocmu om 6uda manugecmayuu — pazHooOpasHvie dK302eHHble U
Hacnedcmeennvlie 3a001e6aHUsl, CONPOBONCOAIOUUECS  UCYepoMe2anuell, OCmpbiMu OOoNAMU 6
KOCMAX, KPOBOMOUUBOCMBIO UPU OMCYMCMBUU HEBPON0SULECKOU CUMNIMOMAMUKU.

Lumonenuueckuii  u  2emoppacudeckuti  CUHOpPOMbL  uauje  6ce20  HeoOX00UMO
ouggepernyuposamsv ¢ aumponporugdepamusHbiMu U MUeronpoIUGepamueHbiMu 3a001e8aHUAMU,
MUETOOUCHIACIMUYECKUM CUHOPOMOM, AHEMUAMU OPY20Ul IMUONIOSUU, UMMYHHOU MPOMOOYUMonenul,
mpomboyumonamusamu u koazyronamusmu (cemogunus) [1, 66].

Juggepenyuanvnyro ouacHocmuky 2enamoiueHarbH020 CUHOPOMA NPOBOOSIM C OpyeUMu
3a0601€8aAHUAMU, XAPAKMEPUSVIOWUMUCS VEeTULeHUeM NeYeHU U CeNle3eHKU, Npexcoe B6Ce20 CO
cuneonrunudozamu (bonesno Humanna-Iluka mun A/B), 3abonesanusmu neyenu ¢ pazeumuem
yuppo3a U NOPMANbHOU 2unepmeH3ul (6HympuympoOHvle UHpeKyuu, 6upycHvie 2enamumol,
aymouMMyHHbll cenamum, 601e3Hb Bunbcona, enuxoeenosas 6onesusb, HedoCmamoyHocms aibga-1-
AHMUMPUNCUHA, — MUPO3UHeMUs,  Oepuyum  JIU30COMHOU  KUCIOU  JUNA3bL,  2eMOXPOMAMO3,
eucmuoyumos) [5, 13, 15, 67].

Hugpgepenyuanvuyro OuacHocmuxy acenmuieckux HeKpo308 20108KU 0eOpeHHOU Kocmu
npoeoosim ¢ bonesuvto Ilepmeca;, KOCMHbIX KPU308 C OCMEOMUETUMOM,; XPOHUYECKUX OCCANeUll U
apmpaneuti ¢ 60AMU POCMA, PEBMAMONOSUYeCKOl namonozueli (apmpumul), 2emMod1aCcmo3amu,
cunopomom banmu u kocmuvim mybepkynezom[15,16, 68].

IIpu ouaznocmuke 2enamocniieHoMe2anul ¢ He8poI02UYECKOU cumnmomamuxou (2 u 3 munvl
bI’) neobxooumo uckirouums 6ce unganmunvhvle Gopmsl chuneorunudozos (boneswv Humawnna-
Iluka mun C), GMI-eanenuo3uoos, earakmocuanudo3, oOonesnwsb Bonvmana, 6onesns @apbepa
(amunuunvle popmbl), a MaKice POHCOCHHYIO OKYIOMOmopHyio anpakcuro [5, 13, 15].

Taxoce pexomenoosano ougppepenyuposamo ¢  GM2-canenuozudosom, OcHOBHLIMU
KAUHUYECKUMU NPOSBIIEHUAMU OONE3HU SAGSAIOMCS pecpecc MOMOPHBIX U NCUXOPeuesblX HABbIKOS,
VXyouleHue KOSHUMUBHBIX NPOYeccos, npocpeccupyrowas makpoyeganus, Oug@ysHas MolueyHas
2UNOMOHUSL (803MOJICEH NAPANUY), CYOOPONCHBIU CuHOpoM. IIpakmuuecku y 6cex NAyueHmos ¢
OaHHbIM 3a00ne6anuem npu OQmanbMOCKONUU BbIAGIAEMCA CUMNMOM «BUWHEBOU KOCMOYKU» HA

anaznom owe [69].

2.5.2. Meauko-reHeTH4ecKoe KOHCYJIbTHPOBAHME M KOMILIEKCHOE MCCJIeJ0BaAHHE LIS

NPEeHATAJLHOM AUATHOCTUKH HAPVIICHUN pa3BUTH pefeHKa (MpeHATAJIbLHASL JHATHOCTHKA)

. Pexomenayercst cembsiM ¢ netbMu ¢ bI' koHCynbTanms Bpada-reHETHKA C MPOBEACHHUEM
MEIUKO-TEHETHIECKOT0 KOHCYJIbTHPOBaHHS (M TPOBEJCHUS HEOOXOIMMOro OOCIICJIOBAHUS O €ro

PEKOMEH/IAIINH) C IIETBI0 Pa3bICHEHHS TeHETHUECKOro prcka [2, 3, 16, 17, 18, 19].
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Yposenb yoenuteabHocTH pekoMenaanun C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbLCTB — 4)

KomMmeHTapuu: xax u npu opyeux aymocoMHo-peyeccusuvix zabonesanusx, npu bl ons xascoou
bepemennocmu puck pooicoenus pebenxa ¢ bl cocmasnsem 25%. B cemwsx, eoe ecmov pedenox ¢ bI,
cyujecmsayem BO3MONCHOCMb  NPOBEOCHUs KOMNIEKCHO20 UCCIe008anus Ol NpeHamalbHouU
ouacHoCmuKu HapywieHutl — pazeumusi  pebeHKd (npenamanvHou ouacHocmuxu) u
NPEUMNIAHMAYUOHHO20 2EHEMUYECKO20 MECMUPOSAHUs (NPEUMNIAHMAYUOHHOU OUACHOCTIUKU).

KoMriekcHoe uccliefioBaHue Ui MPEHATAIBHON JTUATHOCTHKU HApYIICHWH pa3BUTHS peOcHKa
(6Hympuympo6Ho) nposooumcs. MOAEKYIAPHO-2EHEMUYECKUMU MeMOoOamu, nymem uccie008anusl

J[HK, svioenennoti uz ouonmama gopcun xopuorna Ha 9-11-u neoerne.

3. .JqueHne, BKJIKOYasd MCEAUKAMCHTOZHYI0O U HEMCIUKAMCHTO3HYIO TEpaluu,
AUETOTEPAIINIO, 069360JII/IBaHI/Ie, MEIUIHMHCKHEC MMOKA3aHUA U IIPOTUBOIIOKA3AHUA

K IPUMEHCHHUIO METOAO0B JICUCHUA

3.1 KoHcepBaTHBHOE JIeUEHHE

. PexoMenayercs noxxusHeHHast pepmenTHast 3amecturenbHas Tepanus (O3T) manmentam c
MOATBEP K ACHHBIM ArarHo3oM bI' 1 tuma 6e3 mopaxkenus HepBHO# cuctemsl [1,2,3,5.6] u manueHTam
C XPOHUYECKUM IMOpakeHUueM HepBHOW cuctembl (Bl 3 Tum), y KOTOPBIX MMEIOTCS KIMHUYCCKH
3HAYUMBIC HEHEBPOJIOTHYECKHE (TeMAaTOJIOTUYECKUE, BHCIEPAIbHBIC, KOCTHBIC) IPOSIBICHUS
3abonesanus [3, 16, 17, 18, 70].

Yposenb yoenuresbHocTn pekomenaanuu C (ypoBeHb J0CTOBEPHOCTH J0KA3aTEIbCTB — 2)
Kommenrapun: @37 obecneuusaem ycmouuugoe yayuueHue coCmosHus NayueHmos: HOpMaiuzyem
KOHYEHmMpayuio 2emo2100Uuna, KOauuecmso mpomMoOoyumos, pasmep neuyeHu U cene3enku (y
HeCNJIeHIKMOMUPOBAHHBIX  OONIbHBIX), Kynupyem KoCmHbvle 00au, npedomspawaem pazeumue
OCMEOHEKPO306 U KOCMHBIX KPU308, NPUBOOUM K HOPMATU3AYUU POCMA U 3HAYUMETbHO NO8bLUAen
Kauecmeo dcusHu oemell ¢ 6onesnvio Iowe.

B cea3u ¢ eemepocennocmvio 3abonesanus 003a npenapama O0O0JHCHA NOOOUPAMbCS
UHOUBUOYATILHO, 3ABUCUM OM MANCECTU NPOSABLEHUN U MOXNCEM NOBbIUAMbCA UIU CHUNCAMBCS 8
3a8ucumMocmu  Om YCNewHoCmu OOCMUNICEHUs. Mepanesmudeckux yeneti Ha OCHOBAHUU OYeHKU
KAUHUYECKUX U 1aOOpamopHO-uHCmpymeHmanvhoix nposenenut [2, 3, 16, 17, 71]. Ilpeumywecmeom
@D3T sensemcs 6vicoKkoU npoduns bezonacHocmu u dQ@exmusHocmu Onist KYRUPOBAHUSL OCHOBHBIX
nposerenuil bBI, a nedocmamxu 00yci061eHbl 4aCMbIMU UHDYUAMU, CHUNCAIOWUMU KAYECMEO
JHCUBHU NAYUEHMO8 U OMCYMCMBUEM GIUAHUSL HA HEeBPOJOSUYECKYI0 CUMNMOMAMuKy (oasce npu

6bICOKUX 003(1)6) 6 C6A3U C HEB03MOIMNCHOCMbIO NPOHUKHOBEHUA npenapama uepes
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eemamosnyepanruveckuii 6apvep (I'DF) u omcymcemeuem MAHHOZHBIX PEYenmopos HA MemMOpaHax
netiponos [15, 71, 72].
B Poccuiickoii @edepayuu 3apecucmpupo8ano 3 1eKapcmeeHnblx cpedcmea 0Jisi NPOGEOeHUs.

D3T:
*%
o #Humuenroyepaza
*k
O eenazcnioyepasa arvgpa ;
*%
O manuenioyepasa amda .

*k o
#Umuznouepaza — mooughuyuposannasn hopma KUciou [-enroKko3udasvl Yenoeexd,

NnoKazauma 0ns JedeHuss oemell U 63POCAbIX C NOOMBEPAHCOEHHbIM OudeHo30Mm OonesHu bI.
Paspewena c pooxcoenus. ¥ demeii ¢ BI” nauanvnas 0oza #umuenioyepasvl cocmagusem:

o npu I mune BI' 6e3 nopadxcenus mpyouamvix kocmeu ckeirema — 15-30 Ell/ke na
1 sgeoenue 1 paz 6 2 neoenu 3, 73, 74]

o npu I mune BI' ¢ nopadgcenuem mpybuamvlx Kocmeu ckejlema (KOCHMHble Kpusvl,
namono2uieckue nepeiomvl, 0Ydeu JIUMUYECKOU OeCmpyKYuu, acenmuyeckull HeKpo3
2071060K bOedpennvix kocmeti) — 60 E/l/ke na 1 esedenue 1 paz 6 2 nedenu[6,
56,57,58,59,60];

o npu 3 mune bI' — 60 E/l/xe na 1 ésedenue I paz 6 2 nedenu.

*k o
Benaznrouepaza anvgha — noxazana 0na OnumenvHo20 aedeHus oemeu ¢ 0OONE3HbIO

Towe 1 muna, ¢ poocoenus. Pexomenoyemas ooza cocmasnsem 30-60 Ell/ke 1 pas 6 2
Heoelu.

Ho3y mosicHo Koppexmuposams UHOUBUOYATbHO, HA OCHOBAHUU OOCMUNCEHUSL OANCUOAEMOO
aghghexma u e2o coxpanenus, oonaxo npumenenue 003 sviuie 60 EJl/xke ne usyueno [3, 75, 76,
77,78] .

Moowcem  oxazvlieams  6030elicmeue HA  BUCYEPATbHbIE NPOAGICHUS. )Y NAYUEHMO8 C
3abonesanuem 3 muna, HO He euusem Ha Heeponocudeckuti ucxoo [32]. Hozvl
#eenaenoyepasol anvgpa™* npu BI' 3 muna: 60 E/]/ke ¢ 1 ésedenue [79, 80].

*%k o
#Tanuznwuepasa anrvha — noxasana 0s 1eyeHus oemell U 83pOCblX C

noomeepicoeHHbiM ouacnozom bonesnu bBI' 1 muna. /[ns nevenust demetl 6 6o3pacme om 2 00
18 nem c sucyepanvuviMu Uty cemamonouyeckumu nposgienuimu bI'. Pexomenodyemas 0osza
cocmasensem 30—60 E/l/ke 1 pa3 6 2 nedenu, 6 3a8UcUmMocmu Om KIUHUYECKOU OYeHKU,

nposedennoil revawum epaqom [81, 82, 83].

. He pexomennmyercsi (epMeHTHas 3amecTuTenbHass Tepamust nmpu bl 2 Tuma B CBs3M C

orcyTcTBUEeM d(dekta [64].

YpoBensb yoenuteabHocTH pekoMenaanun C (ypoBeHb 10CTOBEPHOCTH 0KA3aTeJIbLCTB — D)
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. Pexomenayercsa manmeHtaMm ¢ Bl ans npoQuIakTHKM M MpU Pa3sBUTHU TPOSIBICHUM
OCTEOIIEHUH/OCTEONIOPO3a B  KOMIUIEKCHOM TepanmuM MPUMEHATh COIVIACHO  OOLIEHPUHATHIM
PEKOMEHIauusAM Ipenaparsl Ipymnn: «BATaMMH D M ero ananorm», «apenaparbl KajlbLUs» Ui
3aMEJICHUs U IIPEKPALLECHMs IOTEPU KOCTHON MAcChl, IOBBILICHUs €€ IPOYHOCTH, IPEAOTBPALLEHUS

nepesoMoB Kocteii [84].
VYpoBeHb yoeauteabHocTn pekoMenaanuu C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEILCTB — 5)

Kommenrtapuu: Ilomumo @37, na ghone komopoii noKazaumo yiyyuienue coOCmMosaHus KOCMHOU MKAHU
y nayuenmos ¢ bI', y oemeiti ¢ 0anHbimM 3a0601e8aHUeM NPUMEHAEMC CUMNIMOMAMUYecKds mepanus,
BKNIOYAIOWAs HA3HAYEHUe Ouembl, 0002AWeHHOU KalbyueM, U Npenapamos Kaibyus COBMEeCmHO C
npenapamom epynnvl gumamuna D u eco ananozos. Ilpumensromes npenapamsl 8 COOMEEeMCmMeuu ¢
PEeKOMEeHOayUsAMU NO OCMEeOnopo3y/0cmeoneHuu.

B xauecmee cumnmomamuueckou mepanuu ckenemuuvlx ocnodchenuu bI' 1 muna npumensiom
npu Oonsax mecmmuvie u nepopanvhvie gopmer HIIBII u, 6 psoe ciayuaes, npomusoMuxpooOHbvie
npenapamvl cucmemHozo oeticmeusi — npu emopuunom unguyuposanuu [85]. Ilpu yposne
mpomboyumos meree 50 x 1 0°/n HIIBII ne cedyem HA3HA4ams 8 C853U C PUCKOM 2eMOPPASUYECKUX

OCONCHEHU,

J He pexomenayercsi nanMeHTaM C  JIOKa3aHHbIM  jguarHo3oM bIT  Ha3zHaueHue
KOPTUKOCTEPOUJOB CUCTEMHOIO JIEHCTBHSI C I1I€JIbI0 KYIHPOBAHUS LIUTOINEHUYECKOTO CHHIPOMA B
BUJIy OTCYTCTBHS 3(P(PEKTUBHOCTH ¥ HETraTHBHOTO BO3JICHCTBHSI HA KOCTHYIO TKaHb [ 1].

YpoBenb yoenurenbHocTn pekomenaanuu C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)

o He pexoMenayercst Ha3HauYE€HHE IIPEMNAPATOB JKejle3a MMALMEHTaM C Pa3BEPHYTOM KapTUHOU
BbI', Tak kak aHEeMUsI B ATUX CIIy4asX HOCUT XapaKTep «aHEeMHHU BocHajaeHus» [1].

YpoBenb yoenurenbHocTn pekomenanuu C (ypoBeHb J0CTOBEPHOCTH J0KA3aTeIbCTB — 5)

3.2 Xupypruueckoe Je4yeHue

o Pexomennyercss manueHtaMm ¢ bIT B pemkux ciydasx TpH HEOOPATUMBIX KOCTHBIX
nmopakeHusIX (0CTE0apTPO3bl) MPOBEAECHUE OINEPATHBHOIO JICYEHUS — OSHIAOMPOTE3UPOBAHUE
CyCTaBOB JUIsl KYNMHUPOBAHUS XPOHUYECKON OO0JIM, BOCCTAHOBICHUS (YHKIMH W 3HAYUTEIHHOTO
yAYYIIIEHUS] Ka4eCTBA )KU3HH MAIUEHTOB. [IpOBOUTCS MMOCIIE CTAOMIN3aI[UKH COCTOSTHUS MTallieHTa Ha
¢done O3T. [64].

YpoBeHnb yoenuresibHocTH pekoMenaanuu C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5)

L4 He PEKOMECHAYETCH ITPOBCIACHHUE CINNICHOKTOMHHU ITallUEHTaM C BbI', T.x. mocie yYAAJICHUS

CeIe3e€HKH KJIeTKH ['ollre B OCHOBHOM HAKAaIUTMBAIOTCS B MMEYEHH, KOCTX, Jerkux [2, 17, 19, 68].
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YpoBenb yoenuteabHocTH pekoMenaanun C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — D)

Kommenrapuu: Hapywenue cmpykmypul u (pyHKYUU IMUX OP2AHO8 BCIeOCMBUE KUCHONb308AHUS He
N0 HA3HAYEHUO» NPUBOOUM K HeoOpamuMvlM NOCIeOCMBUAM: PA3GUMUI0 YUPPO3a NedeHU,
Odepopmayuu  Kocmeti U Cycmagos, GuUOpPo3y JecKUX U MANCENOU  e20YHO-CePOeYHOl
Hedocmamounocmu. Cpedu  nayueHmos, NepeHecuux CHIeHIKMOMU, OMmMeYeHa MmaKice
accoyuayus mexcoy NOBbIUEHHbIM COOEPHCAHUEM MPOMOOYUMOE 8 KPOSU U OCMEOHEKPO3OM, UMO

MOdHCcem Oblmb CEA3AHO C PA3BUMUEM BHYMPUKOCMH020 mpombosa [2,17,19,68]

. Pexomennyercss mauvenram ¢ bl'  BO Bpems IpOsBIEHHMS KOCTHOIO KpHU3a IIPOBOJUTH
audQepeHManbHbIl  1MarHO3 € OCTEOMHUEIUTOM BO H30€KaHUE W3JIUIIHET0 XHPYPru4ecKoro

BMelarenbcTBa. [84, 87].

KommvenTapuu Ilpu Xxupypruyeckux BMEMIATENbCTBAX CYLIECTBYET IOBBIIIEHHBIA  PHUCK
KPOBOTCUYCHHS ¥ MH(DHUIIUPOBAHUS

YpoBeHb yoenuresbHocTH pekoMenaanuu C (ypoBeHb J10CTOBEPHOCTH J0KA3aTeIbCTB — 5)

4. MeaunuHCcKas peaduanuTanus U CAaHATOPHO-KYPOPTHOE JieYeHue, MeIUINHCKHE
NMOKA3aHUSI M TMPOTHBONOKA3aHUA K MPUMEHEHHI0 MeETOA0B MeIMIUHCKOI
peaduIMTAIIMM, B TOM YHCJ€ OCHOBAHHBIX HA MCIOJb30BAHUM TNPHPOIHBIX

JeueOHbIX (aKTOpPOB

. PexomennoBano nmanueHtaMm ¢ bI' paccMOTpeTs NMpoBeAEHUE KOHCYIbTAUNA MEIUIIMHCKOTO
IICUXO0JIOTa C LEIbI0 OL[EHKHU MCUXO0JIOTHYECKOr0 COCTOSHMS, U, IPU HEOOXOAUMOCTH, €r0 KOPPEKLIUN
[32, 88].

YposeHnb yoenurenbHocTn pekomenaanuu C (ypoBeHb J10CTOBEPHOCTH J0KA3aTeIbCTB — 5)
Kommenrapuu: nanuuue Oonu, eucyepanvhvlx ocobeHnocmell, 3a0epicKa pocma u nybepmama,
owywenue crabocmu Moxcem He2amueHO OMpAasUmMvbCs HA CAMOOYEHKe NAYUEHMd, YMO MOdHCem

l’lOI’I’lp@608(lWlb NCUXOJI02UUECKOU nomouwiu.

. PexoMeHng0BaHO mManyieHTaM € HEHPOHONATHYECKMMM TunaMu bI' mpoBeneHue oOueHKH
MHTEJUIEKTYaJIbHOTO Pa3BUTUSL C 1eNbl0  (OPMHUPOBAHUS PEKOMEHJAIMH 10 ONTHUMAaJIbHON
kKomMMmyHuKaruu [32, 88].

YpoBensb yoenuteabHocTH pekoMenaanun C (YypoBeHb 10CTOBEPHOCTH 0KA3aTEJIbCTB — D)

. PexomengoBano nanventam ¢ bI' HaGmionenue Bpaua (usnueckoil U peaOUIUTALIMOHHON
MEIUIMHBI, Bpada-(pu3HOoTepaneBTa, Bpaya Mo JeueOHol (u3KyIbType, IPOBEACHHUE MEPONPUSITUM,

HAIIpaBJICHHLIX Ha YIYYIICHHUC HWIIM COXPAHCHUC (I)PBH‘-ICCI(Oﬁ AKTUBHOCTU U TPCAYHNPCKIACHUC
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VBEJIMUCHUS MAcChl Tejla C INENbI0 YIYYIICHUS KadecTBa JKHU3HH, COXPAHCHHUS BO3MOXKHOCTEH
BBIMOJIHEHUS MMOBCETHEBHBIX DyHKIwMiA [32, 88].
YpoBenb yoenuteabHOCTH pekoMenaanun C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeIbCTB — D)
KommenTapumu:
o  Qu3suueckue ynpadcheHusi cpeoHell cmeneHu Hazpysku >3 pasz 6 Heoeito, 300p0soe NUmaHue
[96];
o Ilepeo npunsamuem pewtenus 0 3aHAMUAX CHOPMOM — HEOOXO00UMA KOHCYIbMAYUS edaue2o
8paua 05 OYEeHKU B03MONCHOCHEN NAYUEHMA HA OCHOBAHUU €20 COCMOSIHUS,
o [Tlayuenmam co cnienomeeanueti ciedyem uzbeeamov KOHMAKMHBIX U008 CHOPMA BCLeOCMBUE
PUCKA KPOBOMOUUBOCTU, 8CeM NAYUECHMAM — BCIe0CMBUE BO3ZMOICHO20 PUCKA NEePElOMO8,
o [Ilnasanue — 00un u3 Haubonee IHCeNAMENbHBLIX BUO08 (OUULECKOU AKMUBHOCMU OJs
oonvuwuncmea nayuenmog ¢ bl ecnedcmeue ymenvuenus énusnus cuivl msadxcecmu. Bo epems
NIABAHUS YKPENTAEMCSL MYCKYIAMYPA U MUHUMUSUPYEMCS HAZPY3KA HA CYCMAasbl;
o [Ilayuenmam nocie 3ndonpome3uposanuss He ciedyem GblNOJHIMb NPbIJHCKU, KAMAMbCsl Ha

2OPHBIX JILIICAX U OP. MPABMOORACHbLE 8U0bl akmusnocmetl [89].

5. IIpodunakTuka u AUCIAHCEPHOE HADIIIeHH e, MeAUIUHCKUE IOKA3aHUS U

NMPOTHBONOKaA3aHUA K IPUMECHCHUIO METOA0B HpO(l)I/IJ]aKTl/IKI/I

5.1 llpoduaakTuka

L4 PeKOMeHHyeTCﬂ CEMBAIM, UMCHOIIIUM pe6eHKa C BF, KOHCYJIbTallUd Bpada-reHCTUKA, C LECJIbIO

OIpe/ieJIeHUs] TCHETHUECKUX PHUCKOB JUTS CEMbH M TIPOTHO3a MoToMcTRa [ 25, 32].
YpoBeHb 10CTOBEPHOCTH /I0KA3aTEJIbCTB 5 (YpoBeHb yoenuTeabHOoCTH pekoMenaanuii — C)

KommenTapuu: xax u npu opyeux aymocomuo-peyeccughvix 3abonesanusx npu Bl ons kaswcooil
bepemennocmu puck poacoenus pebenxa ¢ bI' cocmasnsiem 25%. B cemvsx, e0e ecmv pebenox ¢ BT,
cywecmeyem  8O3MONCHOCMb  NPOBEOCHUSI  KOMNIJIEKCHO20 —UCCIe008aHUsl Ol NPEHAMAIbHOU
OUACHOCMUKYU — HApYWeHuu  pazeumus  pebeHKa (npenamanvHoOU — OUACHOCTNUKU) u
NPEUMNIAHMAYUOHHO20 2EHEMUYECKO20 MeCmUupOo8anus (NPeuMnianmayuoOHHOU OUdeHOCTUKU).
Komnnexcnoe ucciredosanue 011 npeHamanvHol OUASHOCUKU HAPYWeEHUll pazeumusi peOeHKa
(npenamanvnas ouacnocmuka) BI' 6ozmoocna memoodamu JIHK-ouaenocmuxu. Oonako, ¢ yuemom
KypabenvbHocmu OaHH020 3a001e8anUs, HeoOX00UMO 00CYOUmsb ¢ ceMbell 8Ce PUCKU U NPOSHO3bL NPU

PAHHEM Hadaie mepanuu.

5.1.1 Bakuunayusn

Tayuenmo ¢ BI” sgnsromes epynnou pucka no pazgumuro ungexyuonnvix sabonesanuii [90].
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ﬂaHHblx O NpomueonoOKaA3aHUAxX 071 NJIAHOB0U eaKyuHayuu no HAUUOHATbHOMY Kaﬂem)apfo

npueusok y nayuenmos ¢ bI" 6ez cniensxmomuu nem [91].

. PexomennoBano mnanueHtaM ¢ bIT HapymeHneMm (QYHKIMHM CeJIE3€HKH/TIOCIE CIUICHOKTOMHUHU IIPOBOJHUTH
BaKLMHAIIMIO B COOTBETCTBUM C BO3pPacTOM COIVIACHO HAI[MOHAJIBHOMY KaJeHIAapl0 IPHUBUBOK M KaJlE€HAAPIO
npOMUIAKTHYESCKUX TPUBUBOK TI0 TUAEMUYCCKUM MOKa3aHusM [92].

VYpoBeHb yoenuteabHocTH pekoMenaanuu C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeIbCTB — 5)

Kommenrapun: Taxoice nposodumcs eaxyunayusi npomug Streptococcus pneumoniae, Haemophilus
influenzae muna b u Neisseria meningitidis.

Baxyunuposamv Oemeti cnedyem Ha poHe cmabUiIbHO20 COMAMUYECKO20 COCMOSAHUS U
npPOBOOUMOLL MePanuu.

Takowce, NOCKONLKY epunn Cés3aH C NOBLIUEHHLIM PUCKOM NHEBMOKOKKOB0U NHEBMOHULU,
cnedyem edxcec00HO BAKYUHUPOBAMb NPOMUE BUPYCA CE30HHO20 2PUNNA 68ceX NAYueHmos ¢
HapyuleHuem QYHKYUU cene3eHKu.

s nayuenmog neped cnieHsKmomuel akyunayus (6 mom yucie npomué Streptococcus
pneumoniae, Haemophilus influenzae muna b u Neisseria meningitidis) oonsicna 6vimo 3a6epuiena 3a
>[4 Oneil 00 npoyedypul, eciu 3mo 803MOHCHO, 8 udeare — 3a 10—12 nedenv. Eciu eaxyunvl He
Mozym Oblmb 86edeHbl 68 SMOm Nepuod epemeHu, ux ciedyem 6s800ums uepes 14 Owuell nocre
CNIIEHIKMOMULL.

B Oononnenue Kk eaxyunayuu npo@QuUIAKMUYECKOe UCHONb308AHUEe NPOMUBOMUKPOOHBIX
npenapamos CUCMeMHO20 Oelcmeusi OONOIHUMENbHO CHUMCAem DPUCK MANCENbIX UHDeKyul Y
nayuenmos ¢ uapywenuem @yukyuu cenezenxu [93, 94]. B mabnuye 1 yxazana ungopmayus o

6AKyUHayuu oemell ¢ HapyuieHuem ¢yHKZ/;Z/ll/l CEeJIE3EeHKU U demeﬁ, nepeHecutux CnileHIKnoMuro.
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5.2 MOHMTOPHHTI COCTOSIHHUS NAIMEHTOB ¢ 00Je3HLI0 I'o11e

Beoenue nayuenmog cnedyem ocywjecmeisims 6 COOMEEMCMEUU C PEKOMEHOAUUAMU NO
MUHUMATBHO HEOOX0OUMOMY MOHUMOPUH2Y cocmosHus boavuuix npu Bl | muna, pazpabomanuvimu
Obvedunennol mexcoyHapooHou epynnou no usyuenuio bonesnu I'owe (International Collaborative
Gaucher Group).

[TantuentoB ¢ BI' 1o mocTmxeHus Bo3pacta 18 et HaOMogaeT: Bpad-rneauarp, Bpad-aeTCKUM
OHKOJIOT-T€MaToJIOT, BPau-TacTPOIHTEPOJIOT, MPU HEOOXOAMMOCTH - Bpayd-TPaBMATOJIOr-OPTOMEN,
Bpa4-HEBPOJIOT BPad-0PTAIEMOJIOT, MEIUIIMHCKUHN TICHXOJIOT, Bpa4-Cyp0JI0T-0TOPHHOIAPHUHTOJIOT,
Bpau (U3MYECKON M PeadMIUTALMOHHOW MEAMLUHBI, Bpay-(puU3HOTEepamneBT, Bpay MO JieueOHOH
¢bu3KkynpType, Bpau oOmeld mnpakTUku (CeMeWHBbI Bpay) U Jpyrue Npu KIMHUYECKOM
HEOOXOJIMMOCTH, B CpPEIHEM, €XKEroJHO U MpPU HEOOXOAMMOCTH M3MEHEHHUS J1030BOT0 PEeKHMMa WU

cmensl npenapara 3T — HanpaBieHNe B KIIMHUKY, CIIELUAIU3UPYIOLTYIOCS 110 jeueHuto bI'.

. Pexomenayercst Bcem nanuentaM ¢ bl mpoBenenue o61iero (KIMHUYECKOT0) aHalu3a KPOBU
pa3BepHYTOTrO (WCCIEIOBaHWE YpPOBHS OOMIET0 TeMOTJoOWHA, JPUTPOILUTOB, JICHKOITUTOB,
TPOMOOIIUTOB B KpPOBH, TU(PPEpEHIHATBHBIN IMOACYET JICHKOIMTOB (JIeWKomuTapHas (opmyna),
OTIpe/IeTICHUE CPEJIHEro COJEPXKAHUS U CpeHEeH KOHIEHTpaluu remorioouHa B sputporurax (MCH
— mean corpuscular hemoglobin), onpexnenenue pasmepos sputpouutos (MCV — mean corpuscular
volume), wuccenoBaHne CKOPOCTH OCEAAHUS SPUTPOIMTOB) I OIEHKH OCHOBHBIX IapaMeTPOB
KPOBETBOpPEHUS (C IIETBI0 CBOCBPEMEHHOTO BBHISBIICHHS aHEMUH, TPOMOOIUTOIICHUH, JICHKOTICHUH ),
HAJIMYUS  BOCIAIUTEIBHBIX MPOIECCOB U KOHTPOJS TepaneBThueckoro sddekra. [2, 3, 13, 16, 18,
95].

Yposenb yoenuteabHocTH pekoMenaanun C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEeJIbLCTB — D)
Kommenrtapuu: Yacmoma nposedenus uccneoosanus ne pece, uem 1 pas 6 3-6 mecsayes unu vauje

no nokazanusm (Heapgpexmuernocms mepanuu, npu usmeHeHuu 003068020 pexcuma P3T u/unu cmene

npenapama).
. Pexomenayercss Bcem mnamueHtam ¢ bI' mpoBeneHue aHanmza KpoBH OHMOXMMHYECKOIO
00IIeTepaneBTUYECKOTO (ompenenenue AKTUBHOCTH alaHMHaMUHOTpaHCc(hepasbl 51

acmapratamMuHOTpaHc(epassl B KpPOBHU, OIpEACIICHHE YpPOBHS 00mero OuinmpyOwmHa B KpPOBH,
aKTUBHOCTH ILEJIO4YHOU (ocdarTazbl B KpOBH, HCCIEAOBaHHE YpPOBHS ajlbOyMHHAa B KpOBH,
HCCIIEIOBAaHUE YPOBHSI XOJIECTEPHHA B KPOBH, MCCIEIOBAHUE YPOBHS XOJIECTEPHUHA JIMIIONPOTENHOB
HU3KOW IJIOTHOCTHU, MCCIEN0BAHUE YPOBHSI XOJIECTEPHUHA JIMIIONPOTEMHOB BBICOKOW IUIOTHOCTH B
KpOBH, UCCJIEIOBAaHUE YPOBHS TPUIIIMLIEPUIOB B KPOBH, UCCIIEJOBAaHUE YPOBHS MOHU3UPOBAHHOIO U

obOmero kampitusi B KpoBH, ¢ocdopa. [lo mokazanusm — ompenereHue ypoBHS BuTamuHa B12
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(mmanokoOaTlaMUH) B KPOBH, MCCIEAOBAHHUE COIEPKaHMs (POJTMEBON KUCIOTHI B CHIBOPOTKE KPOBH,
uccienosanue yposHs 25-OH Buramuna /| B kpou [15, 32, 33, 34].
YpoBenb yoenurenbHocTn pekomenanuu C (ypoBeHb J10CTOBEPHOCTH J0KA3aTeIbCTB — 5)

Kommentapuu: Yacmoma nposedenus ucciedosanuti onpeoensemcs UHOUBUOYATbHO.

o PexomengoBano BceM nanueHtam ¢ bI' nccinenoBanue ypoBHs Kene3a CHIBOPOTKH KPOBH,
UCCIIEIOBAHME IKEJIE30CBS3BIBAIOIICH CIHOCOOHOCTH CBIBOPOTKHM (OOIIel WM HEHACHINICHHOM
KEJIE30CBS3BIBAIONICH CIIOCOOHOCTH CHIBOPOTKH), MCCIEAOBAaHUE YPOBHS (DeppUTHHA B KPOBH IS

OLICHKH COCTOSTHHS MeTaboJIn3Ma xele3a B opranusme |2, 64].

YpoBeHb yOeTUTEILHOCTH PeKOMeH1alnu B (YpoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB —3)

Kommenrtapuu: Yacmoma nposedenus ucciedosanuti onpeoensiemcs UHOUBUOYATbHO.

° PexomengoBano namuentam c¢ bI' uccienoBanue ypoBHS MapaTUPEOUAHOTO TOPMOHA U
OCTEOKAJIBIIMHA B KPOBHU I UCKIIOYCHHS JIPYTHMX MPUYMH 3a00JIeBaHUS KOCTEH W JUIS OICHKHU
ocTteomneHnn/ocTeonoposa [32, 39].

YposeHnb yoenuresbHocTH pekomenaanuu C (YypoBeHb J0CTOBEPHOCTH 10KA3aTeJILCTB — 5)

KommenTapuu: Yacmoma nposedenus ucciedosanus onpeoensiemcs UHOUSUOYAIbHO.

. Pexomenayercs BceMm nanueHtaMm ¢ bI' mpoBenenue koarynorpaMMsl (OpUE€HTHPOBOYHOTO
HCCIIEIOBaHMUsI CHUCTEMBbl T'€MOCTa3a): ONpENeIeHUEe MPOTPOMOMHOBOrO (TPOMOOMIACTHHOBOIO)
BPEMEHH B KPOBU WJIM B IUIa3Me, OINpe/IeJieHHe aKTHBUPOBAHHOIO YaCTUYHOTO TPOMOOIIIIACTUHOBOTO
Bpemenu (AUTB) u wmexayHapoaHoro Hopmanu3oBaHHoro otHomenus (MHO) nns ouenku
(YHKIIMOHATBHOTO COCTOSTHHUSI TIEYCHH M CBEPTHIBAIOILCH CHCTEMbI KPOBH 10 Toka3anusiM [32, 40].
YpoBensb yoenureabHocTH pekomenamun C (YpoBeHb 10CTOBEPHOCTH /10KA3aTeJIbCTB — 5)

KommenTapuu: Yacmoma nposedenus ucciedosanus onpeoensiemcs UHOUSUOYAIbHO.

J Pexomenayercs Bcem mauuentaMm ¢ bl npoBenenue ynpTpasBykoBoro uccienoBanus (Y3U1)
(YnbpTpa3ByKOBOE HCCIIEZIOBAHUE OPraHOB OPIONIHON IMOJIOCTH (KOMIUIEKCHOE) W/WIM IpOBEAECHUE
MPT neuenn u cene3eHKd (MarHUTHO-pe30HAHCHas TOMOrpadusi OpraHoB OpPIOIIHOM MOJOCTH)
W/WIIN) € LENBI0 ONpeIeiieHus pa3Mepa/o0beMa OpPraHoB M BBISBICHHS X OYaroBBIX MOPa)KeHUH. [2,
64].

YpoBenb yoenuteabHocTH pekoMenaanun C (YpoBeHb J0CTOBEPHOCTH 0KA3aTEJbCTB — 5)
Kommenrtapuu: Buioop memooa nposodumcs unousudyaivro. Yacmoma uccinedosanus 6 cpeoHem
1 pas 6 6—12 mecayes, a makdce npu usMeHeHuu OO3UPOBKU NPEnapama uiu npu 3HAYUMETbHLIX

Kaunuyeckux ocnodxcnenusx (Ipunosxcenue A3.1) [2, 3, 16, 18, 19]. Haprosz — no nokazanusim.
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. Pexomennyercs mnanueHtaM ¢ bIT  paccMoTpersb IIpH  BO3MOMKHOCTH  IIPOBEIECHUE
3J1aCTOMETPHUU MEUYEHU U CEJIE3EHKH C LIEJIbIO OLICHKHU IJIOTHOCTU NIEYEHU B JUHAMUKE MO MMOKA3aHUAM
[15, 96, 97, 98].

YpoBenb yoenuteabHoCTH pekoMenaanun C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbLCTB — 4)

KommenTapuu: vacmoma onpeoensemcs uHOUBUOYATLHO.

. Pexomenayercs nanuentam ¢ bI' nmpoBenenue peHTreHorpaduu TpyodaThIX KOCTEH CKenera
(pentrenorpadusi MOPa)KEHHOW YACTH KOCTHOTO CKejieTa) ISl BBISBICHHS M OLIGHKH TSDKECTH

MOpa)kKeHUs] KOCTHO-CYCTaBHOM CHCTEMBI 110 Mmokasanusm [2,3,15, 16,18,19].
VYpoBeHb yoenuteabHocTH pekoMenaanuu C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeNbCTB — 4)

KommenTapuu: vacmoma onpedensemcs unouudyaibHo

. Pexomenayercst mpoBeeHHE MarHUTHO-pe3oHaHcHOW Tomorpaduu (MPT) OeapeHHbIX
kocteil (MarHuTHO-pe30HaHCHAsT ToMorpadus KOCTHOW TKaHW (0JHA 00JIACTh) M Ta300€IpEeHHBIX
cycraBoB (MarHUTHO-pe30HaHCHAs ToMOorpadusi CycTaBoB (OMH CYCTaB)) C IEIbIO OIICHKH CTEIICHU
MHOUIBTPAMU KOCTHOTO MO3Ta U BBISIBICHUS 04aroB aCeNTUYECKOT0 HEKPO3a KOCTHU MO MOKA3aHUSIM
[2, 3, 18, 48, 49, 99].

YpoBenb yoenurenbHocTn pekomenanuu C (ypoBeHb J0CTOBEPHOCTH 0KA3aTeIbCTB — 5)

Kommenrtapuu: Yacmoma onpedensiemcs unousuodyanvro. Hapkos — no noxazanusm.

. Pexomenayercsas Bcem mnanueHtam ¢ bIT mpoBeneHHe pPEHTIEHOAECHCHUTOMETPHHU C IEJBIO
BBISIBJICHHUS] CHHKEHHOW MHUHEpaIbHOW TUTOTHOCTH KOCTHOM TKaHu [2, 15, 16, 18, 19].

Yposenb yoenurenbHocTn pekomenaanuu C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeIbCTB — 4)
Kommenrapun: Kpamuocms 6 cpeonem, 1 pas 6 200 0o cmabunuzayuu cocmosiHus, oaiee — no
NOKA3aHUAM, 0ObIYHO NPU U3MEHEeHUU 003bl Npenapama uiu Ha ¢)oHe nepesooa Ha Opy2ol npenapam

ons O3T.

o Pexomenayercsi BceM marpieHTaM ¢ Bl ompeneneHue conepkaHUs TIIIOKO3HICHHTO3UHA
(Lyso-Gb1) B kpoBu (Komruieke uccnenoBanuii ajis nuarHoctuku oonesnu [omre).[3, 15, 43].
YpoBeHb y0eIuTEeILHOCTH PeKOMeHIalNU A (YPOBEHb T0CTOBEPHOCTH J0KA3aTEIbCTB — 2)
KommenTtapun: Mccrnedosanue npogooumcs 00 Hayana nevenus u 01 MOHUMOPUHEA Mepanuu U
npozpeccuposanus 3a6onesanus 1 pas é 200, a maxace npu UsMEHeHUU 00308020 PEHCUMA UTU CMEHE

npenapama D3T.

® PexomengoBaHo namueHTam ¢ bl 1 tuma HUCCICA0BAHUC (byHKI_II/II/I BHCIOIHECTO AObIXaHUWA

(MccnenoBanne HECTPOBOLMPOBAHHBIX JIbIXaTEIBbHBIX 00bEMOB U NOTOKOB); PeHTrenorpaduu nerkux

29



(Pentrenorpaduu serkux 1mdpoBoi) u/mmum KommbrioTepHoit TomMorpaduu OpraHoB TPYIHOU
MOJIOCTH TIPOBEJICHUE JIOMILIep-dXokapauorpaduu  (d3xokapauorpadus), 3IeKTpokapauorpadun
(perucTparisi  IEKTPOKAPIUOTPAMMEI) €  IEIbI0 CBOCBPEMEHHOW JTUATHOCTHKH U, MPH
HEOOXOAUMOCTH, KOHTPOJIS, HHTEPCTUIIMAIBHOIO mopaxkeHus jierkux [32, 100].

Yposenb yoeauteabHocTH pekoMenaanun C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbLCTB — D)

Kommentapuu: vacmoma onpedensemcs uHOUBUOYATLHO.

° PexoMeHn0BaHa KOHCYJIbTAIlMsA Bpada-oTaabMoyiora ¢ IPOBEACHHEM O(TaTIbMOCKOIIUH
BCEM MAIMEHTaM C KJIMHUYECKUMH npu3HakamMu Bl ¢ 1enbi0 JUarHOCTUKU MOPaKEHHs TIJ1a3,
AJIEKTPOOKYsIorpaduu (1o Bo3MokHOCTH) [58].

YpoBeHnb yoenuresbHocTH pekomenanuu C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 5)

KommenrTapuu: Yacmoma onpedensemcs unousudyanisto.

. PexomennoBano paccmorpets nposenaeHue MPT wmnu (Menee nmpemnmounturensHo — KT)
TOJIOBHOTO MO3ra ManueHTaM C KIMHUYECKMMH IIpU3HAKaMu Hedponartndeckux TunoB bIT mpu
HAJIMYMH TTOKAa3aHUH C [EJTbI0 BU3YaJIM3alliu MMOpaXXeHU TosioBHOro Mosra [ 32, 59, 60].

Yposenb yoenuresbHocTH pekomenanuu C (ypoBeHb J0CTOBEPHOCTH J0KA3aTeIbCTB — 5)
Kommenrapuu: Yacmoma nposedenus ucciredosanus onpeoensemcs unousudyaivuo. Hapros — no

NOKA3AaAHUAM.

o PexomengoBano mnamueHntam ¢ bl ¢ puckom kanbuuduKanuy CepAeYHBIX KIarnaHoB (C
KIIMHUYECKUMHU TPU3HAKAMH WM TUarHocTupoBaHHoU BI' 3¢ Tuma) mpoBeaeHue sxokapauorpadum,
C LIEJIbI0 TUATHOCTUKU M KOHTPOJIS KabIMpUKAIMK KiamaHoB cepana [32, 39].

Yposenb yoenurenbHocTn pekomenaanuu C (ypoBeHb J0CTOBEPHOCTH J0KA3aTeIbCTB — 5)
Kommenrapun: marxoice moscem nposooumscsi Y3U koponapuwix apmepuil, aopmul (/yniekcrHoe
cKkaunuposanue aopmoi, [[yniekcHoe CKAHUpOBaHuUe KOPOHAPHBIX COCYO08) C Yeablo OUACHOCTUKU U
MOHUMOPUPOSanusl Kanvyugurkayuu cepoya u cocyoos [61]. Yacmoma npoeedenus ucciedosanus

onpeoensiemcs UHOUBUOYATILHO

° PexomeHn0BaHO WcclieIOBaHUE CyXa MNalMeHTaM C KIWHUYECKMMU Tpu3Hakamu bl
HeilpoHonarnyeckoro Tuna (M3mepenue mnepudepudeckoro cinyxa (McciaenoBaHnue BbI3BaHHOU
OTOAKyCTHUYECKOH sMuccuun/Peructparius BhI3BaHHBIX aKyCTUYECKUX OTBETOB MO3Ta HA MOCTOSHHBIC
MoaynupoBaHHble TOHbI (ASSR TecT) y MajeHbKUX JeTel, TOHaJlbHas ayJuoOMeTpus y Jerei
CTapILEro BO3pacta) C IeNIbI0 OIEHKH CITyXO0BOW (YHKIIHMH, B T.4., B JuHaMuke [32].

YpoBensb yoenuteabHoCTH pekoMeHaanun C (YpoBeHb 10CTOBEPHOCTH J10KA3aTEJIbCTB — D)

Kommenrapuu: Yacmoma onpedensiemcs unousuoyaivbHo.
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. PexomenyeTcsi poBecHNE 330(aroracTpoayoJeHOCKONHMHU maruenTam ¢ bBI' npu Hamuuwun
COOTBETCTBYIOIIUX JKAl00 C I€JbI0 BBUIBICHUS TOPAKEHHS BEPXHUX OTIEIOB IKEIYI0YHO-
KuiieyHoro Tpakra [54, 55, 56].

Yposenb yoeaureabHocTH pekomenaanuu C (ypoBeHb J10CTOBEPHOCTH 10KA3aTEIbCTB — 5)

KommenTapuu: Yacmoma nposedenus ucciedosanus onpeoensiemcs UHOUSUOYAIbHO.

. PexoMenayercss mamueHtaM ¢ HeUpoHomartudeckumu — tunamu bl mposeneHue
ulekTposHuedasorpadu ¢ BUJICOMOHMTOPUHIOM C L€ JUAarHOCTUKM U KOHTPOJISA
SMUICHTHYECKON akTuBHOCTH [3, 17, 19, 32, 57].

YpoBenb yoenurenbHocTn pekomenanuu C (YypoBeHb J0CTOBEPHOCTH 10KA3aTeIbCTB — 5)

KommenTapuu: Kpamuocms onpedensemcsi uHOU8UOYANbHO.

D3T oemam c¢ BI' nposooumca pecynapno npu HaIU4YuU NOKA3AHUI 6 cCyuae
OCJI0HCHEHHO20 MeYeHUA 0071e3HU — 6 YC/I06UAX KPY2/I0CYMOYHO20 CIAYUOHAPA, 6 CMAOUIbHOM
COCMOAHUU — 8 OHEGHOM UJIU KPY2/I0CYMOYHOM cmayuonape uiu amoyramopno 1 paz ¢ 2 nedenu.
Mo oocmusncenun ueneii @D3T ece nayuenmwvr ¢ bI' Oonxcnvl npoxooumv KoHmpoJibHOE
oocnedosanue c yenvio Koppekyuu 003vt 3T 6 Kpyznocymounom uiu OHe6HOM cmayuonape, 6

cpeonem 2 paza ¢ 200; 6 oanvHeluiem oocnedosanue npoeooumcs 1 pasz ¢ 200.

B tabnuue 1 oTpaxeHsl IPUHLIKITBI MOHUTOPUHIA COCTOSIHUS MAallMEHTOB Ipu Oose3Hu [ ome.

Ta6auna 1. [Tpunnunsr MoHUTOpUHTA IpU G6one3Hu [ome

Kaxipie Kaxipie [Ipn n3menenun
3-6 mec 6-12 mec JI03bI WJIM CMEHE
npenapara 3T

OO0muit  (KIMHUYECKUH) aHalu3 KpOBU

pa3BepHYTHIH — reMOTJI00MH,

HccnenoBanue ypoBHS DJpUTPOLIMTOB B

KpOBH, HccnenoBanue YPOBHS

TPOMOOILIMTOB B KpOBH,

HuddepeHurpoBaHHbII MIOJICYET

neiikonuToB  (JiefikonuTapHas ¢opmyna), v v

Omnpenenenne  pasMepoB  DPUTPOLUTOB

(MCV), Onpenencuue CpeaHero

COZIepKaHUsl U CcpelHel KOHIEHTpaLuu

remoriiobura B apurpormrax (MCH),

Hccnenosanue CKOPOCTH ocellaHus

sputpormtos (COD)

Amnanus KpPOBHU OMOXUMUYECKUN

obmerepaneBTuueckuiit — Onpenenenue

aKTUBHOCTH acrapTaTaMMHOTpaHc(epasbl B v v

KpOBH, Omnpenenenue aKTUBHOCTH

aJlaHMHAMUHOTpaHc(hepa3sl B KpPOBH,
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UccnenoBanue YpOBHS obmero
OunupyOMHa B KpPOBH,  OIpENEICHUE
aKTUBHOCTH  IIENOYHOM  ¢ocdartazel B
KpoBH, VccrnenoBanue ypoBHs aibOyMUHa B
KpoBH, VcciienoBanue ypoBHs XoJecTepuHa
B KpOBH, HccnenoBanune YPOBHS
JUIONPOTENHOB B KpoBH, MccienoBaHue
YPOBHA  XOJECTEpHUHA  JIMIONPOTEHHOB
HU3KOH IUIOTHOCTH, MccaenoBaHue ypoBHS
dbocpomunuaoB B KpoBH, ccienoBanwue
YPOBHSI ~ TPUITMLIEPUIOB B KPOBH,
HccnenoBanne ypoBHS HOHU3WPOBAHHOTO
KajgblMs B KpoBH, MccinenoBaHue ypoBHS
00I1Iero Kanblus B KPOBU

HccnenoBanue ypoBHS HEOPraHUYECKOIO
dochopa B KpoBH.

ITo nokazanusmM — OrmpeneneHue ypoBHs
ButamuHa B12 (nmaHoko0anaMuH) B KPOBH,
WCCIIEIOBAaHUE YPOBHS (POJTMEBON KHCIOTHI
B ChIBOPOTKE KpoBH, MccnenoBanue ypoBHs
25-OH Butamuna /| B kpoBu

IToxa3zarenu oOmeHa Kesesa
(UccnenoBanue KOHILEHTpAIHKH (GeppuTHHA
B CBHIBOPOTKE KPOBH, KOHIICHTPAIIUH XKele3a
B CBIBODOTKE  KPOBH,  HCCJIE€IOBaHUE

KEIIE30CBS3bIBAIOICH CTIOCOOHOCTH

CBIBOPOTKHM (00IIass WM HEHaChIIEHHas v v
KEIIE30CBSI3bIBAIOIAS CIIOCOOHOCTB

CBIBOPOTKH), UCCIIEIOBaHHE YPOBHS

TpancheppuHa CBIBOPOTKH KpOBH,

UCCIIe/IOBAaHUE HACBIIEHUs1 TpaHc(eppuHa

KEJIE30M)

Omnpenenenue cofepKanus v Y
rioko3mwicuurosnna (Lyso-Gbl) B kposu

VYIIbTpa3ByKOBOE HCCIEIOBAHUE OPraHOB

OprolHOM  mosocTH  (KOMIUIEKCHOE)  (C v v
ONpeNIeJIeHUEM  pa3MepoB  MEYEeHH U

CEJIC3CHKH)

MarHuTHO-pe30HaHCHas ToMoTrpadus

OpraHoB OpIOIIHOM MOJIOCTH (c v (mo v (o
olpezieJICHueM pa3MepoB (0ObeMa) NeueHn NMOKA3aAHUAM) NOKA3aAHUAM)
U CEJIE3EHKH)

Pentrenorpagust OenpeHHOW KOCTH WU

MarHuTHO-pe30HaHCHAs TOMOTpadust v v
KocTHOM TkaHu (ogHa obOmacts) (MPT

OeIpeHHBIX KOCTEH)

PenTreHoaeHcUTOMETpHUS v v
[Ipumeuanue: Y3U — yapTpa3zBykoBoe wuccienoBanne, MPT — MarHuTHO-pe30HaHCHas

TOMOTrpadus.
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6. Opranuzanus oxKa3aHusi MeJUIMHCKONH MOMOIIH

ITarmentam ¢ BI', B 3aBUCHMOCTH OT HEOOXOIUMOCTH, MOKET OBITH OKa3aHa MEIUIINHCKAS
MTOMOIIIb JIF000T0 BUA, YCIOBHS, (OPMBI, IPETYCMOTPEHHBIX 3aKOHOAATEICTBOM Poccuiickoit
denepanuu.

Benennem pereit ¢ bBI' oOblyHO 3aHuMaeTcs Bpau-nieAuaTp, Bpay-ACTCKUM OHKOJIOT-
reMaroJjor, Bpay-raCTPOIHTEPOJIOT, BPa4Y-TPABMATOJOT-OPTONEL, BpAY-HEBPOJOI U  JPyTHE
CIIELIMAIMCTHI IO KIMHUYECKON HEOOXOJUMOCTH.

Yamie TOCIUTAIA3AINS OCYIIIECTBIISAETCS B reMaToJIOTHYecKoe/ eAnaTpuieckoe/
raCTPOIHTEPOJOTUUECKOE OTHCICHHE WIM B  XHPYPIHUYECKOE/TPaBMATOJOTO-OPTONEIUICCKOE
OT/ICJICHUE, TAKXKE JICUCHUE MOXKET MPOBOJUTHCS B HEBPOJIOTHYECKOM, MYJIBMOHOJIOTHYECKOM, U JIp. B
3aBUCHMOCTH OT JJOMUHUPYIONINX CAMITOMOB 3a00JICBAHUSI.

[InanoBas BakumHauus y nauueHtoB ¢ bI' mpoBonutca B cooTBercTBUM ¢ HannoHanbHbIM
KaJIeHJ1apeM IpOo(HIIaKTHIECKUX MPUBUBOK. OCOOCHHOCTH BaKIIMHAIIMK CM. 11.5.1.1

HeoOxomuMbie OCMOTpPBI  Bpayeii-CIIEMATNCTOB, JIA0OpaTOPHBIE W HMHCTPYMEHTAIBHBIC

o0cIieIOBaHMs M PEKOMEHTyeMasi 9acTOTa UX IMPOBEJCHUS PECTaBIIeHa B pa3jene 5.2

6.1 Iloxka3zanus 1Js IJIAHOBOM IOCIIUTAJIN3AIMH

1. mpoBeneHue IUATHOCTUKHA W JICUCHHUS, TPEOYIOIIME MPOJOIDKUTEIHHOTO (IHEBHOE WM
KpYIJIOCYTOYHOE IpeObIBaHME) MEIUIMHCKOrO HaOJI0JAEHUS M MOHHUTOPUHIA KIMHHUKO-
71a00paTOPHBIX MOKa3aTenei;

2. HeoOXOAMMOCTH TPOBEICHHS PpA3IMYHBIX BHAOB OKCIEPTU3 WM OOCIEAOBaHUS B
MEIUIMHCKOW OpTaHU3aIliy IIPH HEBO3MOXXHOCTH MPOBEJCHUS UX B aMOYJIaTOPHBIX YCIOBHAX
(B ToM ymcie opopmIIeHHE 3aKiItoueHNs (heepaTbHOr0 KOHCUINYMa/BpaueOHOH KOMUCCHUH);

3. cocrosiHMe, TpeOymollee aKTUBHOTO JIEUEHHS W KPYIJIOCYTOYHOI'O  MEIUIUHCKOIO
HaOmoeHus:  (XUpypruuyeckas  KOpPpEKLIMs  CKeJNeTHbIX  JedopManui,  moadoop
MPOTHBOCYJOPOKHOM TEeparuu 1 IpyTue);

4. cocrosiHEE, TpeOyIolIee MPOBEICHNS BEHICOKOTEXHOIOTUYHBIX METO/IOB JICUECHHS (B TOM YHCIIe
KOHTpoJb 3 pexkTuBHOCTH D3T)

5. orcyrcTBue Bo3MoxkHOCTH obecnieueHust @3T B amMOynaTOpHBIX M CTallMOHAPO3aMEIIAIOLINX
YCIIOBHUSX;

6. HEOoOXOAMMOCTh TIPOBEICHHS pA3IMYHBIX BHAOB OKCIIEPTU3 WM OOCIEOBaHUS B
MEIUIMHCKOW OpraHW3allid TPH HEBO3MOXXHOCTH TIPOBEIEHHS WX B aMOyJIaTOPHBIX

YCIIOBHSIX, TPEOYIOMMX TUHAMUYECKOTO HAOIOICHHUS.

6.2 Iloxa3aHus 115l HEOTJIOKHOM/IKCTPEHHOM rOCNUTATU3ANNH
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1. ocTpele yrpoxaromme [Uisi XKU3HU M Pa3BUTHS OCJOKHEHUH COCTOSHHUA, Tpedyrolue
HEOTJIOXKHOTO JICUCHMS, B TOM YHCIIE MHTCHCHUBHOM TEpamuu, a TaKXKe KPYrJIOCYTOYHOIO

MCIHUIIMHCKOI'O Ha6HIOII€HI/ISI " NPOBCACHUS CIICHUATIBHBIX BUI0OB O6CJICIIOBaHI/I$I " JICUCHUA.

6.3 IlokazaHus K BbINUCKE MALUEHTA U3 CTALMOHAPA

1. orcyrcTBHE yrpo3bl AJIsl JKM3HU MAIMEHTAa W YTPO3bl Pa3BUTHs OCIOXKHEHUH, TPeOYIOIMIHX
HCOTJIOXKHOI'O JICUCHUS IIPH 3aBCPUICHUC TUATHOCTUUCCKHUX MGpOHpHHTHﬁ.

2. CTa6I/IHI/I3aHI/IH COCTOAHUA nu OCHOBHBIX KJ'H/IHI/IKO-J'Ia60paT0pHBIX oKasarejen
IIaTOJIOTUYCCKOT'O rnpormecca, OTCYTCTBHC H€O6XOI[I/IMOCTI/I B MpOoaAOJIKUTCIIbHOM
MEIUIIMHCKOM Ha0JII0ICHNH (JIHEBHOE HITH KPYTIIOCYTOYHOE MPEObIBaHNE);

3. BBITIOJIHCH IIJIaH O6CJ'I€,ZLOBaHI/I$I W JICUCHHUA IMAlMCHTA, JaHbl PCKOMCHAAIIHNH I10 nanLHeﬁmeMy
Ha6J'II-OI[eHI/IIO H JICUCHHUIO.

4. HeoO0XOAMMOCTh MEPEeBOJIa MAIMECHTA B IPYroe MEIUIIMHCKOE YUPEKICHHE WU YUPEIKICHHE

COLIMAJIBHOTO O0ECIICUECHHUS.

7. I[OIIOJIHI/ITeJILHaﬂ l/IH(l)OpMalll/Iﬂ (B TOM YHCJIEC (l)aKTOpl)I, BJINAIOIIINE HA UCX0Q

3a200/1eBAHUA WJIH COCTOSTHHS)

7.1 Ucxoapl M IPOrHO3

ITporno3 bI' mpm 1 3aBUCHT OT BBIpaXKEHHOCTH KIMHUYECKHX IposBieHUN. Ha3zHaueHue
NAaTOreHEeTHYECKOM Tepanuy Ha paHHMX CTaJusAX 3a00JIeBaHUs ONpeAesseT OJaronpusTHBIN IPOTrHO3
U yIoydIraeT KauyecTBo xu3Hu Aeteid ¢ bI' 1 tuna (mpu Hanuuuu nokaszanuit ans O3T), npenoTBpamas
VX MHBAJIUAN3ALHUIO.

[Tpu BI' 2 Tuna nporuo3 kpaiiHe HeOIaronpUATHBIN (JeTaabHbBIN UCX0d Ha 1-2-M roxy
KU3HH).

[Tpu BI' 3 Tuna nporuo3 HeOIaronpuUsATHBIN (porpeccupyroliee HapyllIeHue KOTHUTUBHON
GbyHKIMH, TETATBHBIN UCXO/, B cpeHeM, K 30 rogaM )KU3HU BCIEACTBUE MPOTPECCUPYIOIIETO
nopaxenwus nerkux, [{HC).

KpnTepml OIlEHKH KayecTBa MeAUIMHCKOM MOMOIIH

Tadauna 3 OpraHu3anMOHHO-TEXHHYECKUE YCIOBHS OKa3aHHS MEIUITTHCKOM ITOMOIIN

- CHCHI/IaJ'II/ISI/IpOBaHHaSI MEOUIIMHCKAas ITIOMOIIb
Bl/ll] MEJUIIMHCKOU ITOMOIIU

YciaoBusa oxkazaHus CranuoHapHO / B THEBHOM CTaIlMOHAPE
MEIUITHHCKOH MMOMOIIH
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dopma oxkazaHud IInanoBas

MeIULNHCKOI MOMOIIH

Tadauua 4 Kpurepuu kauecTBa okazaHUs MEIULIUHCKON TTOMOIIHA

Ne

Kpurepuii

Onenka
BBINOJHEHU A

BrimonHeHo onpe/enieHne akTMBHOCTH [3-D-rimroko3ua3sl B KpOBU
(Kommuiexke wucciemoBaHuii Juisi TUArHOCTHKU Oonesnu ['omie) mpu
IMOCTAHOBKE AMarHo3a

Jla/ner

[TpoBeneHO MOJEKYIAPHO-TEHETUYECKOE HCCIIEJOBAHUE — BBISBICHHUE
myTanwmii rena GBA (Kommiekc uccnenoBanuii Asi IMarHOCTUKUA O0JI€3HH
["o11e) mpu NocTaHOBKE JMArHO3a

Ha/ner

[IpoBeneHo Ha3HAUEHHWE IMOKU3HEHHOM (EPMEHTHOW 3aMECTHTEIbHOM
tepanuu (P3T) manueHTaM ¢ MOATBEPXKICHHBIM AuarHo3oMm bI' 1 Tuma
0e3 TmMopakeHUsT HEPBHOM CHUCTEMBl W TMalMeHTaM C XPOHUYECKUM
nopaxenrem HepBHOUW cuctembl (BT 3 Tum), y KOTOpBIX HMEIOTCS
KJIMHUYECKH 3HAYMMBbIC HEHEBPOJIOTUYECKUE MPOSIBJICHUS 3a00JI€BaHUs

Ja/ner

IIpoBenera MPT meuenn wu cene3eHkd (MarHuTHO-pe30HAHCHAS
ToMorpadusi OpraHoB OpPIONIHOH IIOJIOCTH) W/WJIM  YJIBTPa3BYKOBOE
uccnenoBanre (Y3U) (YnbpTpa3BykoBOe — HCCIEIOBAaHHUE  OpPraHOB
OPIONIHOM 1MOJ0CTH (KOMITJIEKCHOE))

Ha/uer

[IpoBenen oOmmii (KIMHUYECKUN) aHAIM3 KPOBU  Pa3BEpPHYTHIM
(uccnenoBaHue  ypoBHS ~ OOIIEro  IreMoOrjioOMHa,  3PUTPOLUTOB,
JCHKOIMTOB, TPOMOOLIUTOB B KpOBHU, Au(GEepeHInaIbHblii MOACYET
JNeHKouuTOB  (JIekouuTapHas (opmyna), ONpeAeICHHE CPEAHEro
COJIep’KaHUsl W CpeJHEH KOHILIEHTpAallMd TeMOIVIOOMHA B SPUTPOLIUTAX
(MCH — mean corpuscular hemoglobin), ompenenenue pasMepoB
sputporuroe (MCV — mean corpuscular volume), wuccrenoBanue
CKOPOCTH OCE€IaHUsI SPUTPOLIUTOB)

Ja/ner

[IpoBeseHo onpeneneHue coaepkanus riokosuichuurosuna (Lyso-Gbl)
B kpoBu (Komrneke nccnenoBanuii aist AuarHoctuku 0osesnu [ome) no
Hayana JIeYeHHWS M JJII MOHUTOPUHTA Tepamuu WU MPOTPECCUPOBAHUS
3abosneBanus 1 pa3 B rof

Ja/uer
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Ipunoxenue Al. CocraB padoyeil rpynnsl o pa3padoTke U nNepecMoTpy

KJIMHUYECKHUX PeKOMEeHIaluil

AnucumoBa Uura BagmmoBHa — K.M.H., Bpau-TeHeTUK PI'BHY «Menuko-reHeTnueckui
Hay4yHbIN HEeHTp uM. akajgemuka H.I1. boukoBay, unen Acconanuu MEAUIMHCKUX T€HETUKOB
Baiinakoa I'asuna BuktopoBHa — K.0.H., BeIylINil Hay4YHBIH COTPYIHHMK JabopaTopuu
HacneACcTBeHHbIX Oone3Heil oomena @I'BHY "Menuko-reHeTudeckuii HaydHBIH IIEHTP M.
akagemuka H.I1. boukoBa", uien Poccuiickoro o0mecTBa MeIUIIMHCKUX T€HETUKOB

BapanoB Ajsiekcanap AnekcanapoBuu — akajgemuk PAH, npodeccop, a.M.H., [loueTHbrit
[Ipesunent Coro3a neguarpos Poccun, coBetHuk pykoBogutesss HUW nenuarpuu u oxpasbl
s3nopoBbst aereit ®I'BHY «PHLX wum. akan. B.B.IlerpoBckoro», mpodeccop kadeapsi
neguatpuu U aerckoil pesmaronoruu OI'AOY «llepebiiit MI'MY um. U.M. CeuenoBa»
MunznpaBa Poccun (CeueHOBCKMH YHUBEPCHUTET), TJIaBHBIN BHEMITATHBINA CHEIHAIUCT
neauatp Munzapasa Poccun

Bamaxkmanze Hato [IskymOepoBHa — 1.M.H., 3aBeayromias otaenom penkux oonesnein HUU
neauatpuu U oxpansl 300poBbs gered PI'bHY «PHIX um. akan. b.B.IletpoBckoro», uinen
Coroza memgmarpoB  Poccum, mpodeccop kadenpsl  ¢dakyIbTeTCKOH  MeauaTpuu
neauarpudeckoro (akynpreta ®I'AOY BO «PHUMY um. H.U. Iluporosa» Mun3npasa
Poccun

BummnéBa Enena AJjexcanapoBHa — 1.M.H.,, mnpodeccop kadeapsl (akyIbTETCKON
neauatpun neauarpuueckoro ¢akynpsrera @IAOY BO PHUMY umenn H.U. Iluporosa
Munsapasa Poccun, HUM nepuatpun u oxpasst 310poBes aered PI'bHY «PHIX nMm. akan.
b.B.Ilerposckoroy, unen Coro3a neauarpos Poccun

I'ynpoomna Ouabra CraHuciaBoBHA — K.M.H.,, B.H.C., Bpad-ractposnrteposior HUU
neguatpu U oxpassl 340poBbs gertel PI'bHY «PHIX um. akan. b.B.IletpoBckoro», uinen
Coro3a nequatpos Poccun

JoOpbinnHa Enena AnapeeBHa — K.M.H., cTapimiuii HayuHslid cotpyaauk HUU nenuarpun
n oxpanbl 310poBbs nered ®I'BHY «PHIIX um. akan. b.B.IlerpoBckoro», unen Corosa
neauarpos Poccun

3axapoBa Exarepuna IOpbeBHa — 1.M.H., 3aBenyromas jabopaTopuell HaciaeICTBEHHBIX
6one3neit oomena ®I'BHY "Menuko-reneTnueckuii HayyHbld LeHTp uM. akagemuka H.IT.
boukoBa", wien Poccuiickoro o0ImiecTBa MEIUIIMHCKAX TEHETHKOB, WICH E€BPOIEHCKOTO
oOIm1ecTBa 1Mo U3y4eHUI0 HACIECTBEHHBIX Oose3Hel oomena BerecTs (SSIEM)

KaiitykoBa Ejnena BiaaauMupoBHa — KaHIuIaT MEIUIIMHCKUX HayK, riaaBHbId Bpau HUU

neauaTpuu U oxpassl 310poBbs Aerert ®I'BHY «PHIX uwMm. akan. b.B.IletpoBckoroy, 1oneHT
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14.

15.

16.

17.

18.

kadeapsl (HaKyIbTeTCKOW meauarpuu neauarpudeckoro ¢akyinsrera ®I'bOY BO «PHUMY
uM. H.1. [Tuporosa» Munsapasa Poccun wien Coro3a neguarpos Poccun

Komaposa Eiaena BiaaauMupoBHa — JOKTOp MEAMIMHCKMX HAyK, 3aMECTUTEINb
pykoBonutensi HUM nenuatpum m oxpansl 310poBbi Aeteid ®I'BHY «PHIUX um. axan.
b.B.IlerpoBckoro», Bpau-ractpodnTtepoiior, wieH Coro3a neauatpos Poccuun

KyueB Cepreii UBanoBnu — wun.-kopp. PAH, n.m.H.,, nupextop ®I'BHY «Menuko-
TEHETUYECKUM HayyHbIM LEHTp uM. akaaemuka H.II.boukoBa», riaBHBI BHEIITATHBIN
CIELMAJUCT 10 MEOUUMHCKOW reHernke MuH3npaBa Poccum, npesuaeHT Accouuanuu
MEIUIIMHCKUX reHeTukoB Poccun (AMI)

JlappoBa AJuia EBreHbeBHa — J.M.H., Bpad BbICIICH KBaJU(PHUKAIIMOHHONW KAaTETOPHH IO
cnenuanbHocT “Tlenuatpus’”, U.0. pyKOBOJIUTENSI MHCTUTYTa NEAUATPUN Y HUBEPCUTETCKAs
kinHuka O®I'BOY BO «lIpuBoimkcKkuil uccieqoBaTeNbCKU METUIMHCKUN YHUBEpCUTET» M3
P®, 3aBenyromuil 2-M M HeIMaTPUUECKUM OTACJICHHEM C MEIUIIMHCKON peaduiuTanueit
OI'BOY BO «IIpuBOmKCKUN UCCIEA0BATENBCKUN MEAUITUHCKUN YHUBEpcUuTeT» M3 PD
MuxaiisioBa CBeriiana BuraabeBHa — 1.M.H., 3aBenytomias otaenenuem GI'AOY BO
PHUMY wum. H.U. IlTuporoBa OCII «Poccuiickas [erckas Kinunudeckas bosbHuUIa»
Munzapasa Poccun

Moscucsan I'oap BopucoBHa — Kk.M.H., Bpau oTaeneHus ractposnreposorun GI'AOY
"Hay4nblif METUIIMHCKUN UCCIIEI0BATENBCKUHN IIEHTP 30pOBhs AeTei" Mun3apasa Poccuun
Hazapenko Jliogmuaa IlaBiaoBHa — mnpodeccop, I.M.H., 3aMECTUTENb TUPEKTOpa IO
Hay4YHOH U JleueOHOl paboTe, pyKOBOIUTENb J1ab0OpaTopuu HacaeAcTBeHHOM nmatonorun HUU
MenuIuHcKoi reHetuku, Tomckoro HUMIL PAH, umen Accomumanum MeIHITMHCKUX

reHeTukoB (AMI)

HamazoBa-bapanoBa Jleiinia CeiimypoBna — akanemuk PAH, mnpodeccop, aA.M.H.,
IIpesunent Coro3a nenuarpos Poccun; nact-npesuneHtr EPA/UNEPSA; pykosoautens HUN
nexuatpu U oxpassl 370poBbs gere PI'BHY «PHLX um. akan. b.B.Ilerposckoroy,
3aBeayromas kadeapon (akyabTeTCKOM meauaTpuu nenuarpudeckoro ¢akyinbreta GI'BOY
BO «PHUMY wum. H.U. Iluporosa» MunzapaBa Poccnu, rinaBHBIA BHEIITATHBIA JIETCKHM
CMELUANUCT 10 npodunakTuueckor Mmenunmae Munsapasa Poccun

HuxosnaeBa ExarepunHa AjekcaHApoBHA — J.M.H., ipodeccop, 3aBeayrolas OTAEIOM
ximHndeckod reHetnkn HUKW nepmarpum umenun akaza. IO.E. Benstrmesa ®I'AOY BO
PHUMY wum. H.U. ITuporosa, unen Poccuiickoro o0mecTBa METUIIMHCKUX T€HETHKOB
Ilepsynnna Tarbsana MuxaitioBHa — K.M.H., lupekrtop MHcTUTyTa NEpUHATONOTUU U

nenuatpun, ®I'bBY HMUL] um B.A. Anmazosa Mun3zapasa Poccun
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IMeuaTHukoBa Hataabs JleoHn10BHA — Bpad-HEBPOJIOT, pykoBoauTeb LleHTpa opdanHbIX

U IpYTUX peakux Oonesneit y nereit u nogpoctkoB I'bY3 «Moposzosckas JAI'Kb JI3M»

Iorocssin Heauim CepreeBHa — mnpezcraButellb Bcepoccuiickoro obmiectBa opgaHHBIX
3a00sieBaHU
IToranoB Anexcanap CepreeBu4 — J.M.H., Ipodeccop, OTAENEHUE racTPOIHTEPOIOIUU

OI'AY "Hayunblii MEAUIIMHCKUIM HCCIIEOBATEILCKUM IIEHTP 340pOBbs JeTel" MuH3apasa
Poccun, kadenpsl nenuatpun u nerckoit pesmartonoruu @I'AOY «llepseiit MIMY um. .M.
CeuenoBa» MunsznpaBa Poccun (CeueHOBCKHMIT YHUBEPCHUTET)

IIymkoB Anekcanap AJieKceeBHY — K.M.H., BEIYIIHA HAyYHBIH COTPYIHUK JIaOOpaTOPHH
MOJICKYJIIPHON T€HETUKU U MeAUIMHCKON reHoMuku OT'AY "HanunonanbHbli MEAUITUHCKUIMA
MCCIEOBATENIbCKUN EHTp 310poBbs nerei" MunsnpaBa Poccuu, wien Accouuanuu
MEIUIIMHCKUX F€HETUKOB (y4acTHe B UCXOJHOM BEPCUH TIOKYMEHTA)

Penuna Caeriana AdanacbeBHa — K.M.H.,, Bpau-reHetuk OI'BHY «Meauko-
TeHETUYECKUH HAy4HbIH HeHTp uM. akagemuka H.IT. boukoBay, unen Poccuiickoro obmiectsa
MEAMIMHCKUX F€HETUKOB, WieH AcColMalui MEIULUHCKUX T€HETUKOB

CaBoctbsinoB Kupuna BuxkropoBuu — 1.0.H., HadanpbHUK LleHTpa ¢dyHIaMeHTaIbHBIX
uccienopanuit B neauatpuun OI'AY "HanuoHanbHbI MEAMIIMHCKUN HCCIEI0BATEIIbCKUMN
LIEHTp 340poBbs nered’" MunsnpaBa Poccum, uineH Accouuanui MEAUIIUHCKUX T€HETHUKOB
(ygacTue B UCXOJHOW BEPCUM IOKYMEHTA)

CenumssinoBa Jlmnusi PoGeproBHa — K.M.H., Beaymuid HayuHblii corpynHuk HUUN
neauatpuu 1 oxpassl 310poBbs Aetel PI'BHY «PHIX uM. akan. b.B.IletpoBckoroy, 1oneHT
kadenps! (HakyIbTeTCKOW neauarpuu neauarpudeckoro ¢akynsrera ®I'bOY BO «PHUMY
um. H.W. TluporoBa» MunzapaBa Poccuu, pgoueHT kadeapbl NeAHaTpUM W JAETCKOM
pesmatonorun PI'AOY  «llepeeiit MIMVY um. M.M. CeuenoBa» Munzgpasa Poccun
(CeuenoBckuii Yausepcurer), wieH Coro3a neauatpon Poccun

CvmupnoBa Ouabra SIkoBjeBHA — Bpay-r€HETHK, CTapLIMH HAay4HbI COTPYIHHUK OTHEIa
CTaHJApTHU3aLMU U U3Y4YECHHsI OCHOB JoKa3arenbHOM Meauumuabel HUM neauatpun u oxpaHsl
3nopoBbs aereii ®I'BHY «PHIIX uwm. akaxn. b.B.IlerpoBckoro», wien Coro3a neauatrpos
Poccun

Cmerannna Haramusa CepreeBHa — 1.M.H., Tpodeccop, 3aMeCTHUTENh JIUPEKTOpa
HNHcTrTyTa rémMaToIOru, UMMYHOJIOTHHM M KJIIETOYHBIX TEXHOJIOTHH, JUPEKTOpP YTPABICHUS
Hay4YHO-OPraHM3allMOHHOM pabOThl C PErMOHaMH, 3aMECTHTENIb TeHEPATbHOIO JUPEKTOpa
OI'BY «<HMUILL AI'ON um. mutpus PoraueBa» Munsapasa Poccuu, unen HanmonanbHoOro
reMaToJIOTMYECKOTO oOmiecTsa, YIIeH HannonaneHOTO o0rmiecTBa JETCKHUX

TEMAaTOJIOTOB/OHKOJIOTOB
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28. CtpokoBa TarbsiHa BukropoBHa — a.M.H., npodeccop PAH, 3aBenyromas otaeneHueM
MEeIUATPUYECKOM TAaCTPO3HTEPOJIOTruH, renaronoruu u auerorepanun Kimaukun PI'BYH
"OUL] nuTanust © OMOTEXHOIOTHH"

29. CypkoB Anapeii HukosaeBU4 — J.M.H., 3aBEIYIONIMH OTICICHUEM TacTPOIHTEPOJIOTUH
JUIsL JeTed CTalMoHapa s JETeW, 3aBelyIOLIUHA OTAEJIOM Hay4HbIX OCHOB JIETCKOM
racTPO’HTEPOJIOTUHN, TEMaToJorui W Merabonmudeckux Hapymenuit HUW nemmatpum u
oxpansl 310poBbs fereid ®PI'BHY «PHLX um. akan. b.B.IlerpoBckoroy, npodeccop kadenps
(dakynpTeTcKOl neauaTpun neauarpudeckoro dakymnprera PI'AOY BO PHUMY um. H.U.
[Tuporosa Munsznpasa Poccuu

30. ®egoceenko Mapuna BiaguciiaBoBHA — K.M.H., 3aBeIyIOIIas OTAEIOM pa3padOTKU
HAYYHBIX MOAXOJIOB K MMMYHH3ALUHUHU NAMEHTOB C OTKJIOHEHUSMHU B COCTOSIHUM 310POBbS U
XPOHUYECKUMH OOJIe3HSIMH, BEIYIIUN HAy4YHBIH COTPYIHUK, Bpau-niequaTp HUUW neauarpuun
u oxpanbl 310poBbs Aeteit ®DI'BHY «PHIX um. akan. b.B.IlerpoBckoroy, moreHT kadeapbl
bakynpTeTcKO meauarpun neauarpudeckoro gakynprera PI'6O0Y BO «PHUMY um. H.U.
[Tuporosa» Munsapasa Poccuu, wien Coro3a neguatpos Poccun

31. barpimeBa Tarbsina TumodeeBHa - TJIaBHBIH BHEIITATHBIA JCTCKUN CHEIUATUCT  TIO
MEIUIIMHCKOW peabunutarun M3 P®, rinaBHbII BHEIITATHBIA JETCKUA CHEIUATMCT II0
ueBposioruu /13 r. Mockssl, nupexrop HIIL[ AIT A3M, 3acnykennsiii Bpau PO, 3aBeayromuii
kadeapod HEBpOJOTUH, (HU3NYECKON, peadMIUTAlMOHHON METUIIMHBI U  TICUXOJIOTHH
nerckoro Bozpacra ®HMO PV JTH, npodeccop, aA.M.H.

32. beikoBa Oabra BaagumupoBHa 3aBeayromuil HaydyHoO-UccaenoBareabckum otaenom I'bY3
«Hay4HO-IpaKkTHYECKOTO LenTpa Herckon TICUXOHEBPOJIOTHH [emapramenTa
3npaBooxpaHeHusi ropojga MockBel», mnpodeccop Kadenpsl HEBpPOJOTUHU, (U3MUECKON U
peabunuTaoHHON MeTUIINHBI AeTckoro Bo3pacta DHMO MU PY/IH, n.m.H.

33. KnumoB KOpmuii AuapeeBuu - Benymwmii mpemnogasarens HIUIIT JI3M, moueHTt kadenps
¢u3nueckoil peadMINTAIMOHHON MEIUIMHBI, NICUXOJIOIMH, HEBPOJOTUH JIETCKOTO BO3pacTta
PY]IH, x.M.H.

34. TuxonoB Cepreii BaagumupoBuu - yuensiii cexperaps ['bY3 «HIIL[ AIT I3M», nouent
kadenpsl HEBPOJOTHH, (PU3MUECKOH U peaOdHIMTAIMOHHON MEIUIIMHBI JAETCKOrO BO3pacTa

O®HMO MU Poccutickuii yHUBEPCHUTET JPY>KOBI HAPOIOB, K.0.H.

ABTOpPBI IOATBEPKJIAIOT OTCYTCTBHE (PMHAHCOBOMN MOJIEPKKHU/KOH(IIMKTAa HHTEPECOB, KOTOPHII
He00X0IMMO 0OHApPOI0BaTh.
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Ipunoxenne A2. MeronoJiorust pa3padoTKu KIMHUYECKUX PeKOMEHIalui

IleaeBasi ayIUTOPHUA JAHHBIX KJIMHUYECKHX PEKOMEHIAIIMM:

Bpauu-TIeAUATPHL;
BpayM OOIICH MPaKTHKH (CEMEHUHBIN Bpay);
BPauU-racTPOIHTEPOIIOTH;
BpauyN-TeHETUKHY,

Bpauu-ACTCKIE OHKOJIOTH-TEMATOJIOTH;
Bpauu-ACTCKUE XUPYPTH;
Bpadu-HEBPOJIOTH;

MEIUIIUHCKUE TICUXOJIOTH;

CTYIEeHTBl MeIUIIMHCKNX BY30B, HHTEpHBI, OpPAUHATOPHI.

Tadauma 1 Ilkanma omeHku YypoBHEH pocrtoBepHOCcTH aokazarenbcTB (YJ) st mertonos

JAUarHOoCTUKHU ([[I/IaFHOCTI/ILIeCKI/IX BMGIH&TCJII)CTB)

YA Pacummgposka

1 Cucrematnueckre 0030pBI HCCIENOBAaHUI € KOHTpOJeM pedepeHCHBIM METOJAO0M WM
CUCTEeMAaTUYeCKUN  0030p  paHIOMHM3UPOBAHHBIX  KIMHUYECKUX  HCCIENOBaHUN ¢
IMPUMCHCHUCM MCTa-aHaJIN3a

2 OtnenbHBIE HWCCIENOBAHUA C KOHTPOJeM pedepeHCHBIM METOJIOM WM  OTAC/IbHBIC
PaAaHAOMH3UPOBAHHBIC KIIMHUYECKUEC HUCCICJOBaAHUA n CUCTEMATHUYCCKHUEC 0630pBI
UCCIIEIOBaHUM J000ro nu3aifHa, 3a HCKIIOYEHHEM paHIOMU3MPOBAHHBIX KIMHUYECKUX
HCCIIEIOBAHUH, C IPUMEHEHUEM METa-aHaau3a

3 UccnenoBanmst 06e3 MOCIENOBATEILHOTO KOHTPOJS  pedepeHCHBIM METOJOM WM
UCCIEeIOBaHUS C pe)epeHCHBIM METOIOM, HE SIBIISIFOIIUMCS HE3aBUCUMBIM OT HCCIIETYyEMOTO
METOAa MM HCPAHAOMU3ZHUPOBAHHBIC CPAaBHUTCIIBHBIC MCCICAOBAHUSA, B TOM YHUCIC
KOTOPTHBIC UCCICIOBAHUS

4 HecpaBHurenbHbie UCCIEA0BAHUS, ONMMCAHUE KIMHUYECKOTO CITydas

5 Nmeetcs nuis 000CHOBaHUE MEXaHU3Ma ACHCTBHS UM MHEHHE YKCIIEPTOB

Tabauna 2 Illkana omeHKM YypoBHEH JOCTOBepHOCTH JokazaTenscTB (Y/J) ams meronos

npounakTuky, JiedeHus U peadmnuranuu (MpoUiIaKTUYECKUX, JIe4eOHBIX, peabuIUTallMOHHBIX

BMEIIATENHCTB)
YA Pacuugposka
1 | Cucremaruueckuit 0630p PKU ¢ mpuMeHeHreM MeTa-aHaln3a

2 Otnensapie  PKM wm cucremarnueckwe 0030pbl  HMCCIEIOBAaHWUN JIFOOOTO Ju3aifHa, 3a
uckmoyenrem PKU, ¢ mpuMmeHeHneM MeTa-aHanmn3a

3 HepaHI[OMI/ISI/IpOBaHHI)Ie CpaBHI/ITeJ'II)HI)Ie HCCICA0BaHUs, B T.4Y. KOFOpTHBIe HNCCIICI0OBAHUA

4 HecpaBHuTenbHble HCCIEAOBaHUs, OMHCAHME KIMHUYECKOTO CIlydas WU CEPUM CIIy4aesB,
WCCJICTIOBAHMSI «CITYIaii-KOHTPOJIB)

5 Nmeercs numb OOOCHOBaHHME MEXaHW3Ma JICHCTBHS BMEIIATEIbCTBA  (JIOKIMHHUYECCKUE
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‘ MCCJIETOBAHMSI) WJIM MHEHHUE YKCIEPTOB

Tabauma 3 Illkana omeHku ypoBHeH yoOemnutenbHOCTH pekoMmeHnanuid (YVYP) mns mertomos
npoUIAKTUKH, TUATHOCTHKH, JCUeHUs U peabunmuranmu (MpoPUIaKTUISCKUX, TUATHOCTUYCCKUX,
Je4eOHbIX, peabMINTAMOHHBIX BMEIIATEIbCTB)

YYP PacmmmdposBka

A CunbHas pekoMeHaanus (Bce paccMarpuBaeMble Kputepun 3 (HEeKTUBHOCTH (HCXO/IbI)
SIBISIFOTCS. BOKHBIMHU, BCE HCCIICIOBAHUS MMEIOT BBICOKOE HJIM YIOBIETBOPUTEIHHOE
METOAOJIOTMYECKOe KAaueCTBO, MX BBIBOJBI 0 MHTEPECYIOIIUM HCXOJaM SBIISIOTCS
COTJIaCOBAHHBIMH)

B VYcnoBHas pekomMeHnamus (He BCe paccMaTpuBaeMble KpuTepud 3((HEeKTUBHOCTH
(ucxompl) SBIAIOTCS BaKHBIMHM, HE BCE HCCIEAOBAaHMS HMEIOT BBICOKOE WU
YIOBIICTBOPUTEIBHOE  METOJOJOTHUYECKOE KadecTBO W/WIM WX BBIBOABI IO
MHTEPECYIOIIMM HCXO0/aM HE SIBIISIOTCS COTJIACOBAHHBIMH )

C Cnabas pexomenmanus (OTCYTCTBHE JOKa3aTeJIbCTB HAJJIEKaIIero KadectBa (Bce
paccMmarpuBaeMbie Kputepur dPGHEKTUBHOCTH (MCXOIBI) SIBISIFOTCS HEBAKHBIMH, BCE
HCCIIENOBAHNS HMEIOT HHU3KOE METOMOJIOTHYECKOE KaueCTBO M HMX BBIBOALI 110
WHTEPECYIOIINM MCX0JIaM He SIBJISIFOTCS] COTIACOBAHHBIMH )

Iopsiiok 00HOB/IEHHS KIMHUYECKHUX PEKOMEH AU

MexaHnu3sm  OOHOBJIEHHS  KJIMHUYECKMX  pPEKOMEHJAlMi  mpeaycMaTpuBaeT  HX
CUCTEMAaTUYECKYI0 aKTyallu3allii0 — He pexke, YeM OJUH pa3 B TPU rojia, a TaKKe MPHU MOSBICHUU
HOBBIX JAHHBIX C TO3HUIMU JIOKA3aTEJIBHOM MEIUIIMHBI IO BOMPOCAM JIMArHOCTUKH, JICUCHHUS,
NpopUIAKTAKKM W peadWiIuTalk  KOHKPETHBIX  3a00JIeBaHUM, HAIUYMKA  0OOCHOBAaHHBIX

JIONIOJTHeHNH/3aMedanuil k paHee yrBepkaEHHbIM KP, HO He yamie 1 pa3a B 6 Mecsiies.
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Ipunoxenne A3. CipaBo4Hbie MaTepHAJIbI, BKIKYas COOTBETCTBHE
NMOKA3aHUI K IPUMEHEHUI0 U MPOTHUBONOKA3AHN, CIIOCO00B NMPUMEHEHHUA 1
103 JIeKAPCTBEHHBIX NPenapaToB, HHCTPYKLIMH 110 NIPUMEHEHHUIO

JEKAPCTBCHHOI'O IIpeniaparta

1. Ilpuka3 MuHucrepcTBa 31paBOOXpAHEHUS U cOLMAIbHOro pa3BuTus PO ot 16 anpens 2012 r.
N 366H "O6 yrBepxknenuu [lopsiaka okazaHus meauaTpudecKoi momomu"

2. Tlpuka3z MunuctepctBa 3apaBooxpaneHust PO ot 21 anpens 2022 r. N 2741 «O6
yrBepxaeHuu [lopsanka okazanus MEAUIIMHCKONW MOMOIIM MAlIMEHTaM C BPOXKJIEHHBIMH U
(WK HACICACTBEHHBIMH 3a00JICBAHUSAMU

3. TocynapcTBeHHBIH peecTp JeKapCTBEHHBIX cpeacTB: https://grls.rosminzdrav.ru

OcHOBHBIC HOPMATHBHO-NIPABOBBIE AKTHI, PEryJIHpPYyOIIHMe OKa3aHHe NATIHATHBHON
MEINIUHCKO MOMOIIH

1. ®epepanbublii 3akoH "O BHeceHnU u3MeHeHU B DenepanbHblil 3akoH "OO0 OCHOBaX OXpaHbI
310poBbsi rpaknan B Poccuiickoit ®denepanuu" 1o BOMpPOCaM OKa3aHHS MaUIMATUBHOM
MeaumuHckor moMomu" ot 06.03.2019 Ne 18-P3.

2. Ilpuka3z MunzapaBa Poccun Ne 345H, Muntpyaa Poccum ot 31.05.2019 Ne 372 «OO0
YTBEPKACHUU TOJI0KEHUSI 00 OpraHu3aliy OKa3aHUs NaJUIMAaTUBHOM MEAUIIMHCKON ITOMOIIH,
BKJIIOYasl OPSAAOK B3aUMOJECHCTBUS MEIUIIMHCKUX OpraHU3alfil, opraHu3aluii coluagIbHOro
O0CITy’)KUBaHHUsI W OOIIECTBEHHBIX OOBEAMHEHHH, HHBIX HEKOMMEpPYECKHX OpraHHu3alui,
OCYILECTBISIONIMX CBOIO JAEATENBHOCTD B chepe OXpaHbl 370POBbS».

3. Ipuxa3z MwunzapaBa Poccun Ne 348u ot 31 mas 2019 roga «O0 yTBEp)KICHHHM TEpEUHS
MEAUIMHCKUX U3JENNUN, MpeJHa3HAYeHHbIX AJIS MOJIepKaHUsI OPTraHOB U CUCTEM OpraHu3ma
4eJI0BEKA, MPEJOCTABISAEMBIX AJI UCIIOJIb30BAaHUA Ha IOMY».

4. Tlpuxa3z Munznapasa Poccun Ne 5051 ot 10 urons 2019 rona «O6 yrBepkaenun Ilopsinka
neperayd OT MEAMIMHCKONM OpraHu3alid TMalMeHTy (€ro 3aKOHHOMY IPEICTABUTENIO)
MEAUIMHCKUX M3ENINH, NMpeAHa3HAuUE€HHBIX JUIs MOAJAepKaHUusl (QYHKIMA OPraHOB U CHUCTEM
OpraHM3Ma uesjoBeKa, JUIsl KCIOJb30BaHUS HAa JOMY IpU OKa3aHWU MaJNIMaTUBHOU

MEIUITMHCKON ITOMOIITH.
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IIpoune HOpMATHBHO-IPABOBbIE JOKYMEHTBI, ¢ Y4eTOM KOTOPBHIX pPa3padoTaHbl KIUHHYECKHe

PECKOMEHAAUHA:

1. ®denepanbHblil 3ak0oH OT 21 HOsOpst 2011 1. Ne 323-D3 «O06 ocHOBaxX OXpaHbI 3I0POBbsI
rpaxaan B Poccuiickoit @eneparun» (Cobpanue 3akoHonatenbcTBa Poccuiickoit denepanumy,
2011 r., Ne 48, cT. 6724);

2. MexayHaposnHas kiaccupukanus Oole3Hel, TpaBM M COCTOSHHM, BIMSIOLIMX Ha
3nmoposbe (MKB — 10);

3. Ipuxaz MunznpaBa P® ot 02.05.2023 Ne 2051 "OO6 yTBep>KACHUHM HOMEHKIATYPHI

JOJDKHOCTEH MEMIIMHCKUX paOOTHUKOB M (papMaleBTUUECKUX pabOTHUKOB"

4, [Ipukaz M3 P® or 23 wuroms 2010 r. Ne 541n. Enwseii xBanuQuKaMOHHBIN
CIPaBOYHMK  JOJDKHOCTEM  pPYKOBOJMUTENEH, CIELHAIUCTOB U CIYXallUX, pasleln
KBanudukamoHHbIe XapaKTEPUCTHKH JTOHKHOCTEH paOOTHHUKOB B cepe 3paBOOXPaHCHHUS.

S. Oenepanpubiii 3ak0oH OT 25.12.2018 Ne 489 489-®3 «O BHEceHMH W3MEHEHUU B
crateio 40 ®PenepanpHOro 3akoHa "OO 00s3aTETPHOM MEAWLIMHCKOM CTPaxOBaHUHM B
Poccutickoit ®enepanun" u denepanbHpiii 3akoH "OO OCHOBaX OXpaHbBI 3JI0POBbS I'PAKIAH B
Poccuiickoit @eneparuu’ mo Bompocam KIMHUYECKUX PEKOMEH AN,

6. [Ipuka3z Munznapasa Poccuu Ne 1031 ot 28.02.2019 r. «O06 yTBepKIeHUU MOPsSAKA U
CPOKOB pa3pal0OTKH KIMHHYECKHMX PEKOMEHJAIMi, WX TIepecMoTpa, THUIOBOH (QOpPMBI
KIMHUYECKUX PEKOMEHJIAIMi M TpeOOBaHMII K HX CTPYKType, COCTaBy M Hay4dyHOU
000CHOBAHHOCTHU BKJIFOYaeMOM B KIIMHUYECKHE PEKOMEH A1 HHPOPMALIUN.

7. [Tpuka3z Munzapasa Poccuu ot 13.10.2017 Ne 8041 "OG6 yTBEp:K/1I€HUN HOMEHKJIATYpBI
MEAUIMHCKUX yCayr".

8. IIpuka3 MunucrepcTBa Tpyna U couuanbHou 3amutsel PO ot 27 asrycra 2019 r.
Ne 5851 "O kmaccupukanmsx ¥ KpUTEPUSAX, UCIONb3YEMBIX IMPH OCYIIECTBICHUH MEIUKO-
COLIMAJIbHOW 3KCIEPTH3bl TpaKAaH (enepalibHbIMU TOCYJapCTBEHHBIMH  YUPEXKACHUSIMU
MEIUKO-COITUATLHOM SKCIIEPTU3HI";

9. [Tpuka3z MunsnpaBa Poccun (MunuctepcTBo 3apaBooxpaHenuss PD) ot 24 Hoa0ps
2021 r. Ne1094n «OO0 yrBepxaenun [lopsaka Ha3HauEHUS JIEKAPCTBEHHBIX MpenapaToB, Gopm
pelenTypHbIX OJIaHKOB Ha JIeKapCTBEHHbIE Mpemnapathl, [lopsiaka opopmiieHHs yKa3aHHBIX
OJIaHKOB, WX Yy4eTa W XpaHeHHus, (GopM OJIAHKOB PEIENTOB, COACPKANIUX HA3HAUYCHHE
HAapKOTHUYECKHUX CpPEACTB WM IICUXOTPONHBIX BemecTB, [lopsiika HMX HM3rOTOBIIEHHA,
pacripesieNieHusi, perucTpaluy, yuyera U xpaHeHus, a Taxoke [IpaBui odopmieHus OlaHKOB

PEUCIITOB, B TOM YHCJIC B (bOpMe SJICKTPOHHBIX JOKYMCHTOB)»

49



10.

[Ipukaz MHUHUCTEPCTBO 3IpaBOOXPAHEHUS M COLUMAIBHOrO pa3Butus Poccuiickoii

d)ezlepam/m «O MOpAAKEC IMPUMCHCHUA JICKAPCTBCHHLIX CPCACTB Y OOJIBHBIX II0 KU3HEHHBIM

nokaszanusm» ot 9 asrycra 2005 r. Ne 494

Ipuiaoxenue A3.1 Kiimnn4yeckue NposiBJICHUs MPU PA3HbIX THINAX 00JI€3HU

Tome [32]

Kiaccupukauus U KinHudeckue nposijieHusi BI' B 3aBucumoctu ot tuna (mo Hughes D. u

coaBT. [31] ¢ u3BMeHeHUsIMH)

1 Tun 2 THII 3a Tun 3b Tun 3¢ Tun
[lepBble MecsLbI
Je6roT Jletu unu B3pociele p Jetu Hetn Hern
JKH3HU
Bonee Tsoxenas
I'emartonoruueckue Anewmus, Tpomboruronexn
Anemus aHeMus, MuHnumanbsHbie
NPOsIBJIEHUS TPOMOOIUTOIIEHHS ust
TPOMOOLIUTOTICHUS
Tsxensie
MIPOSIBIICHHS
CKEJIETHBIX
Ha CHUH, B
OcreoneHus, Py y
T.4., KOMIIPECCHS
CkejieTHbIE 0CTEOCKIepO3, 60 OcreoneHus,
MuHnMabHbIE M03BOHOYHUKA, MuHNMabHbIE
HapyUIeHUsI B KOCTSIX/KOCTHBIE 0CTEOCKIIEPO3
TIepeIOMbl 1
KPH3BI
OCTEOHEKPO3
JUTHHHBIX
TpyOUaThIx
KOCTEH.
Kocornasue,
reHepaIn30BaHH
V B3poCibIX: BI€ CYJOpOTH, Iporpeccupyromnia
0oI1e3Hb TUIIEPTOHHUS, S IEMEHIIHS, 3ameenme
TTapkuHCOHA; arHo?, aTaKCws, 3amenneHue TOPU30HTANBHBIX
HespoJsiornueckue
DOSIBICHNS B JIF0OOM BO3pacTe - HapyIICHUS MHOKJIOHHH, TOPU3OHTANBHBIX | CaKKaJ; BO3MOXKHO
P MOTYT OTMEUaThCs TJIOTaHUS, 3aMeJJICHHe CaKKam pasBuTHE
nepudepuueckue CTPHUIIOP, TOPU30HTAIBHBIX ruaponedaniu
HelpornaTuu MIPOTPECCHPYIOL] cakkaj
ast moTepst
HaBBIKOB
I'emarocnnenomera
TS, 3aIepKKa
poCTa M TIOJI0BOTO
CO3pEBaHHs, I'enarocnnenome-
¢$ubpo3 neyeHu. ranuus,,
Tpu nebrote y yBEJINYCHHE Kanpunguxarms
B3pPOCIBIX: TOpaKaJIbHbIX CEpACYHBIX
HHTEPCTHIMATBHEIE | TerarociicHoME IUMQOY3IIOoB, KJIallaHOB U
MOPaKEHHUS JIETKUX. ranus JIETOHBIC COCynoB,
Jpyrue cuctemMbl Tloce s O)KJIBHI’-IHﬁ BapuabensHo HHUIBTPATH, yMepeHHast
CILIEH3KTOMUI: P JXTHOS pasBuTHE CIICHOMETaJIH,
JIerouHas «TOIIEPOM» HIN MOXET Pa3BUTHCS
IUIepTeH3Hs KHCTOBU/IHBIX MIOMYTHEHHUE
)
obpa3oBaHuii B POTOBHIIBI
VY B3pocCbIX: KOCTSIX,
MOBBIIICHHBIN PHUCK KI/l(l)OS/C](OIlI/IO3
reMaToJIOTHYECKHX
3JI0Ka4eCTBEHHBIX
3a00JI€BaHUI,
IporpeccupoBanne BapunabensHo Brictpoe BapuabensHo Bapuabensao Bapuabensao
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Ha ¢one ®3T —
MEIJICHHOE WIIH

OTCYTCTBYET
XapakTepHble Pa3nele €.1342G>C
NATOre¢HHbIE €.1226 A>G (N370S Pasnele Pa3nele Paznele (rOMO3UTOTHOCTD
BapHAHTHI TeHOB allele) st D409H)
JTHHYECKHE Yame y eBpeeeB- . N N .
ITan3aTHUYECKUI [MansTHHYECKUI [Tan3THHYECKUI ITanaTHHYECKUI
0CO0EHHOCTH allIKeHa3!

Ipuaoxenue A3.2 MUHMMAJIbHBIN KIMHAYECKHA MTPOTOKOJI J1JIA

NEePBOHAYAIbHONH OLIEHKH NMEPBUYHOT0 HEBPOJIOTHYECKOr0 MOPAKeHUs IPH

Kiaunnndeckoe 00cief0Banne

0ose3nu INome [32]

Heponoruueckuii 0cMOTp, KENAaTEIbHO Y Bpaua-HEBPOJIOTa CO 3HaHUEM HelponaTtuiueckoil bI

OcMoTp IBMKEHUI I1a3, IPEeANOYTUTENRHO Y Bpaya-0()TaibMoJIOra Wi Bpada-HeBposora. Kak

MUHUMYM, Yy IOCTEIN OOJIBHOTO H606X0,Z[HMO BBI3BATH IMTOBTOPAIOIIHNECA TOPU3OHTAJILHBIC CaKKa/Ibl

MaKCHUMaJIbHOM aMIUIUTYAbI U CPAaBHUTH MX CO 310POBBIM cyObekToM. JKenarenbHo 100aBUTh

00BEKTUBHOE U3MEPEHHE (HAIIPUMED, SIEKTPOOKYIOrpad o, CBI3aHHYIO C IOCTOSHHBIM TOKOM), TaK

KaK TOJIBKO KIIMHUYCCKOC 06CJ'I€,Z[OB3.HI/I6 YJacTo NpOoMyCKaeT 3aMEIJICHHBIC CaAKKaIbl UJIU ITapajindg

B3opa [1]

I[OHOJ'IHI/ITGJ'IBHOG HeﬁpOO(bTaJ'IBMOJ'IOFH‘IeCKOG HCCJIICAOBAHUC, BKIIKOYas MPIAMYIO O(i)TaJ'II:MOCKOHI/IIO.

Nzmepenue nepudepudeckoro ciryxa (3JI€KTPOaKyCTHIECKast SMUCCHS Y MaJICHBKUX J€Tel, TOHAJIbHAS

AyAUOMETPUA Y TOKUIIBIX Ha]_[I/IeHTOB).

Bmya.ﬂmaunﬂ MoO3ra

[IpeanoututensHo ¢ momorisio MPT win, ecmu MPT wenoctymaa, ¢ momornisio KT. ¥V ouens

OOJIBHEIX aeTeﬁ CJICAYCT YUUTHIBATHL PUCKH aHECTC3MU U OTKJIAAbIBATE CKAHUPOBAHUE J10 TEX 110D,

[OKa COCTOSIHUE peOCHKA HE CTAHET KJIMHUYECKU CTa0MIbHBIM. *

Helipopusnoorus

20I'

HeHPONCHuXOMeTpHs

COOTBCTCTBYIOH.IGC BO3pacCTy TCCTUPOBAHUC JOJLKHO OLICHUBATLCA MEAUIUHCKUM IICUXOJIOTOM C

COOTBCTCTBYIOH.Ieﬁ KBaHPI(i)HKaHHefI. Bosmoxxno uenecoo6pa3Ho OTJIOKUTH TCCTUPOBAHUC, 0COOEHHO

Y MAJICHBKHUX ):[eTeﬁ, A0 TEX Iop, IMOKa 0611[66 COCTOAHUC 3I0POBBA MALIMCHTA HC YJIIYUYIIUTCA B

ZLOCTaTO‘lHOﬁ CTCIICHU, 9TOOBI MOKHO OBLIO MMpOBOAUTH 3HAYUMBIC U3MCPCHUS. Cne;[yeT

HCIIOJIBb30BAaTh 06H_IG,I[OCTy1'[HI)Ie HpOTOKOHLI/ IIKajasl. MoxeT HOTp66OBaTBC$I CIICIIMAJIBHOC




TeCTUpOBaHHE (HApUMED, PEUH U S3bIKa, TTAMSITH, 3PUTEIHHO-TIPOCTPAHCTBEHHBIX HABBIKOB U

T.1.). Takoe TecTupoBaHNEe JOHKHO OBITH aTaTHPOBAHO K TOTPEOHOCTSIM KOHKPETHOTO peOeHKa.

JApyroe rectupoBaHue
Uccnenoanne rmoTtanus y MitaJeHIleB ¢ mogo3penneM Ha bl™ 2 Tuma.

Ho6aBbTe 0OBEKTUBHOE U3MEPEHHUE ABIKEHHS TT1a3 (HampuMep, dIIEKTPOOKyIorpaduio, CBI3aHHYIO C
MOCTOSIHHBIM TOKOM), TOCKOJIBKY TOJIBKO KIMHAYECKOE 00CIeA0BaHHE YaCTO MPOMYCKAET

3aMCAJICHHBIC CaKKaJibl WX ITapajind B30pa.

Nzmepenue nepudepudeckoro ciryxa (3IeKTPOaKyCTHIECKas CIyXa y MaJCHbKUX JCTEH, TOHAIbHAS

ay/IMOMETpHs Y IETeH CTapIero Bo3pacTa).

[Ipumeuanue: bBI' — Gone3np ['ome, MPT — marautHO-pe3onancHas tomorpadus, KT — xommbroTepHas

tomorpadust, D3I — anexrposHuedanorpadpus
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Ipunoxenne b. Aaroputm neiicTBuii Bpaua [14]

Jletn ¢ 00JE3HBIO

I'ome 1 Tuma, BHOBB

BBISIBJICHHBIE
]
bes cumntomoB C cumntomamu
I [
JuarnoctupoBaHbl Nwmeror Tsoxenbie
C TOMOIIBIO MUHHMAaJbHBIE CraOuabHBI MPOSIBJICHUS
CKpPHHUHIa HPOSIBJICHUS OonesHn
KonTpoins | |
gepes 12 mec. ®3T 30/60 En/kr ®3T 60 En/kr
N370S/N370S N370S/npyrue 1pa3 B 2 Hezenu 1pa3 B 2 Hemenu
I 1
I IIpumMeps! TSHKEBIX MPOSBICHUN
KoHTpostb uepe3 OABJICHHC . 6ose3HH:
6 Mec. CHMIITOMOB 1 JIa0. ®  MAacCHBHas CIUICHOMETaJIHs
U3MCHEHUS
3MeHe e  3HAYMTENbHAs 3a/IePKKa
v pocta
®  YacThIC KPOBOTECUCHUS
®3T 30/60 E,Z[/Kr o TIOPAKCHUEC JIETKUX

Ipa3 B 2 Hepenu
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Ipuioxenue B. Unpopmanus 1 NaueHToB

Yr1o Takoe 00Je30b [ome?

bonesnp I'ome (BI') — HacneacTBeHHOE 3a00J€BaHHME W3 TPYIMIBI JIM30COMHBIX OO0JIe3HEH
HakoruieHud. [Ipuunnoii 6one3nu ['omie sBisieTcs CHUKEHHE aKTUBHOCTH JIM30COMHOTO (hepMeHTa f3-
D-rmoko3uaasel  (TIIOKOIEpeOpO3UIa3bl),  OTBETCTBEHHOTO 33  PACHICTUICHUS  CIIOJKHBIX
KHUPONOTOOHBIX MOJIeKyN. HapylieHne akTHBHOCTH (pepMEHTa MPUBOIUT K HAKOILJICHHIO B OCOOBIX
KIIETKaXx — Makpodarax HEpacIICIUICHHBIX JHUIHI0OB M 00pa30BaHUIO XapaKTEPHBIX KIIETOK
HAKOIUIEHUS — KJIeTOK «[ orie».

bonesnp lome — odeHp peakoe 3abosieBanme W yactora ero 1:40000 — 1:70000
HOBOPOXKJCHHBIX, HO CpeAM eBpeeB-allKkeHa3u (BbIxoaueB U3 Bocrtounoit EBponsl) wactora BI'

nocruraet 1:450 — 1:1000 HOBOPOKI€HHBIX.
Kak nposiBisiercst 60J1e3ub ['omie?

bonesnp ['omie MoXxeT MposBIAATHCS MO-Pa3HOMY: CUMOTOMBI MOT'YT HPOSIBJITHCS B Pa3HOM
BO3pacTe U pa3ianyarhes Mo cBoel TsbkecTu. Bospact Havyana Bapbupyer ot 0 no 60 sner. Beinenstor
¢dopmbl Oone3nu ['ome ¢ mopaxxeHneM HEpPBHOU cUCTeMBI (TUM 2 W 3) M 0e3 MopakeHUs] HEPBHOM
cuctemsl (Tur 1).

bonesns ['omie 1 Tuna — camast yactasi popma, mpoTekaer 6e3 mopaxeHusi HEPBHOU CUCTEMBI,

U OCHOBHBIMM IpPU3HAKaMU SIBJISIOTCS  yBEJIIMYEHHE pa3MEpoB TIEYEHM M CEJIEe3€HKHU
(remaTocryieHOMEranus), CHUKEHHE YPOBHS TPOMOOLUTOB (TPOMOOLMTONEHUS) U IPUTPOLUTOB U
remoriobuHa (anemusi). IloctossHHBIM M HauOonee paHHMI NpU3HAK 3a00J€BaHMS — YBEJIWYECHUE
cene3énku (cruieHomeranus). [Ipu manbnanuu cene3€Hka yBelMYeHa, MHOIJIA pa3Mephbl CENe3EHKU
MOryT npeBblmaTh HOpMy B 5—80 pa3. Ilo Mepe mporpeccupoBaHus CIJIEHOMETAINU B CEIE3EHKE
MOTYT pa3BHUBaTbcid WH(GAPKTHl (KPOBOM3MUSAHUS) U (UOpPO3HbIE W3MEHEHHs (3aMelleHHE TKaHU
CEJIE36HKU COCIMHUTENBHON TKAaHbI0), KOTOPBIE HE BCErAa MMEIT KIMHMYECKHE IPOSIBICHUSA, HO
SBJISIIOTCSL OMACHBIMU OCJOXHEHUsIMHU 3a0oyieBaHus. ['ematomeranus (yBelWYeHHE IMEUEHM) INPHU
6ose3Hu ['ome BbIpakeHa B MEHbILIEH CTENEHH, YEM CIIEHOMETAIMs U pa3BUBAETCs, KaK MPaBUio, B
Oosee MO31HHE CPOKU. VCKitoueHHe COCTaBIIAIOT OOJbHBIE IOCIE CILNICHIKTOMHUM (yJdaleHUs
cene3éHKu), Y KOTOPBIX B OTCYTCTBHH JICYCHHMS MOXET HaOI0aThCsl 3HAYMTENbHOE YBEIHMUEHHUE
pazMepoB neueHu. OyHKIUSA NEYEHU, KaK MpaBuio, He cTpadaeT. [Ipu nporpeccupoBanuu boinesnu
l'ome mMoXeT pa3BUTHCS NOpTajibHAs TUIEpTEH3Us (3acTOM KpoBH B BeHax meudeHu). Pa3zBuBaercs
MOBBIIIEHHAs] KPOBOTOYMBOCTh (IF€MOpPpPAarMueckuili CHHJIPOM), 3TO CBSI3aHO C YMEHbBIIEHUEM
KOJINYeCTBAa TPOMOOLIUTOB (TpoMOOIIUTONEHHEN) U HapylieHneM ux QyHkuuil. [Ipossusercs B Buie

ITOAKOKHBIX KpOBOl’IO,I[TéKOB (FeMaTOM), KPOBOTOYUBOCTU CIIM3UCTBIX 000JI04eK U JJIHUTCIIBHBIX
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KPOBOTEUYEHH MOCiIe MajbIX ONEepaTUBHBIX BMEIIATeIbCTB. [lopaskeHne Jerkux BCTpPEUYaeTcsl peaKo
(1-2% OonpHBIX), TPEUMYIIECTBEHHO Y CIUICHIKTOMHUPOBAHHBIX MAIIMEHTOB, W TPOSBISCTCS Kak
MHTEPCTULIMAIBHOE 3a00JeBaHME JIETKUX WIA TOpaKeHHE JETOYHBIX COCYAOB C pa3BHUTHEM
CUMITOMOB JIETOYHOM TUNEPTEH3UU. THUMHYHBIM MposiBieHueM Ooje3nu [ome tuma 1 sBusiercs
MOpaXCHHE KOCTHO-CYCTaBHOM CHCTEMBbI, KOTOpOE MPOTEKAET OT OECCUMITOMHOTO CHIKEHUS
IUIOTHOCTH KOCTHOM TKaHU M JAedopMaliy UCTAJIbHBIX OTAEIOB OEIpEeHHBIX KOCTeH (KOJIObI
OpneHmeriepa) 10 TSHKEIEHIIEro 0CTE0Nnopo3a ¢ MHOKECTBEHHBIMU MATOJIOIMYECKHUMHU MTepeIoMaMu
Y MIIEMHYECKUMH HEKPO3aMu, BEAYIIMMH K Pa3BUTHIO BTOPHUUHBIX OCTE0APTPO30B U, KaK CJIEICTBUE,
HEOOpAaTUMBIX OpPTOMEAUYECKUX JedeKToB. Y OONBIIMHCTBA OOJBHBIX C OoJsie3Hblo [ omie
HAOIIOAAI0TCS XPOHUYECKHUE OONMM B KOCTAX. XapaKTepHBI KOCTHBIE KPH3bI, COMPOBOXKIAIOIINECS
MYYHUTEIBHBIMH OOJISIMH, THIIEpeMHEl M OOJIE3HEHHOCThIO B 00JACTH CYCTaBOB, CHH)XCHHUEM
JIBUTATEIbHONM aKTUBHOCTH, TUXOPAJIKOH, 03HOOOM. IMEHHO mopaxeHne KOCTHO-CYCTaBHOM CUCTEMBI
oTpesensieT TsuKecTh TeueHus bl' 1 kauecTBO KU3HU MAIlMEHTOB.

[Tpu 60ne3nu ['ome 2 ¥ 3 TUNOB B MATOJIOIMYECKUN MPOIIECC BOBJIEKAETCS HEPBHAs CUCTEMA,

MO3TOMY MX Ha3bIBAIOT HEUPOHONATHUYECKUMU. KIIMHNYECKass KapTUHA XapaKTEPHU3YETCs CXOJHBIMU C
1 TUMOM nopa)keHueM BHYTPEHHUX OPTraHOB (IICUECHU M CEJIEe3CHKH), HApYIIEHUSMU CBEPTHIBAEMOCTH
KpOBH 3a CYET TPOMOOITMTOTICHUH U MMAaTOJIOTHEH KOCTEH CKeleTa, a TakyKe HaOJI01at0TCs pa3IundHbIC
HeBposiorudyeckue HapymeHus. OcHOBHbIe cuMNTOMBI Bl Tuma 2 BO3HUKAIOT B MEpBbIE O MECSIEB
JKW3HU, OTMEYAIOTCS MPOrPECCHUPYIOMIAs 3aJepiKa MCUXOMOTOPHOTO PAa3BUTHS M TOTEPS paHEe
MPHUOOPETEHHBIX HABBIKOB, MOBBIIIEHHE MBIIIEYHOTO TOHYCA, HAPYIIIEHUS TTI0TaHUs, CYIOPOTH.
['maBHOM OCOOEHHOCTHIO KIMHHYECKHUX MposiBieHuid bl tuma 3 sBrsercs TO, 4TO HapsIy C
MOPaKEHUEM TMapEHXUMATO3HBIX OPraHOB (TEMAaTOCIIJICHOMETalus) HaOII0Ial0TCsl HEBPOJIOTHUECKUE
MIPOSIBJICHUS, CXOJ/IHbIE ¢ TaKOBbIMU mpu Tume 2 BI', HO MeHee BBIpa)KEHHBIE M BO3HMKAIOIIWE, KaK
MpaBWJIO, B Bo3pacTe OT 6 g0 15 meT u mo3xke. Y MAIMEHTOB MOTYT HAOIIOJAThCS CHU)KEHHE
HMHTEJUIEKTa, HapYILLIEHHUE MOBEACHUE, HAPYILIEHUE MOXOJAKH, PEYU U MMM CbMa, MOTYT IIPUCOEIUHUTHCS

CY/IOpOTH.
Kak ycranaBiuBaloT Auarios 6oJie3ub I'ome?

"30J0THIM CTaHAAPTOM” COBPEMEHHOW MUArHOCTHKU Oolie3HH [ olie sIBIsSIETCs OINpeneicHHe
akTUBHOCTH (pepMeHTa [-D-raroko3unaszel. AKTUBHOCTE (pepMEHTa MOKHO OTPEACIIATh B JICHKOIMTAX
nepudeprudecKoil KpoBH, a TaKKE B MATHAX BBICYIIEHHOW KpoBH. IIpw ATOM CTENeHb CHUKEHUS
aKTUBHOCTH (DepMEHTa HE KOPPEIUPYET C TSHKECThIO KIMHUYECKUX TMPOSIBICHUN M TEYCHUEM
3aboneBanus. CHiKeHUE akTUBHOCTH (epMeHTa [-D-Tmroko3mmaswl sIBISETCS OCHOBAaHUEM st

YCTAHOBJICHUA JHUArHo3a.
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JlonoTHUTENbHBIM OMOXMMHUYECKUM MapKepoM, XapaKTepHbIM Ui Oose3Hu ['omie, ciyKuT
3HAYUTEIbHOE T[IOBBIIICHUE AKTUBHOCTH XHUTOTPUO3MIA3bl — THAPOJIUTUYECKOTO (EepMeHTa,
CHHTE3MPYEMOTO aKTUBUPOBAaHHBIMH Makpodaramu (kiaerkamu [omie), B mimazmMe KpoBu. Y
NAIMEeHTOB ¢ 00Je3HbI0 ['ome akTUBHOCTh (pepMEHTa MOBbIIIACTCS B COTHU pa3. Ha ¢one tepanun
HaOJII0AAETCsl CHI)KEHUE AaKTHMBHOCTH XUTOTPHUO3UAA3bl, YTO SBJSETCA OJHUM U3 IIOKazaresei
¢ dekTHBHOCTH MpoBoauMON Tepanuu. OgHako 6% oO0Ield MOmyNsSIUU COCTABJISIFOT HOCHTEIH
FOMO3UIOTHOM MyTalMy TIe€Ha XWUTOTPUO3UAA3bl, YTO BBIPAKAETCS B OTCYTCTBUU aKTHUBHOCTHU
¢depMeHTa B 11a3Me KpoBH. [1oaToMy B peakux ciiyyasx onpeieaeHue aKTUBHOCTH XUTOTPUO3H a3kl
HE MOXXET OBbITh UCIOJIb30BAHO Ul AMArHOCTUKH U MOHUTOpHHra bI'.

HenaBHo B kauectBe Ooiee crnenn(puyHOTO OMOMapKepa CTald NPUMEHSATh COCIUHEHHUE,
KOTOpPOE MOYKHO ONPEAEISATh TaKKe B MATHAX BBICYIIEHHOW KpOBH — TiOKO3miIchuHTro3uH (LYyso-
Gb1l).

[TpoBeneHue MOJEKYISIPHO-TEHETUYECKOIO aHalM3a C Lenblo noucka myTtauuid reHa GBA
MMEEeT BaXHOE 3HAUY€HUE [UIsl IPOBEJCHHUS KOMIUIEKCHOTO MCCIEAOBaHUSA I IpeHaTaabHOU
JMAarHOCTUKU HapyIICHWH pa3BuUTHA peOeHKa (MpeHATalbHOM JMAarHOCTHKH) B ceMbe. Takke B
HEKOTOPBIX CIYy4asX BbISBJIECHUE OINPENIEICHHOW MYyTallMU I03BOJIAET YTOUHUTHb THIl 3a00JI€BaHUS
I'ome, ero TSHKECTh U CKOPOCTh IPOTrPECCUPOBAHMSL.

KommuiekcHoe ucciieioBanue Juist IpeHaTaabHOM TUarHOCTUKY HapyILIEHUH pa3BUTHS peOeHKa
(mpeHaTajbHas JUArHOCTUKA) MpoBOoaUTCs Ha 9—11 Henmensx OepemeHHOCTH. B Marepuaie, KoTopbIi
Ha3bIBAETCSI BOPCUHBI XOPUOHA (TO M3 YEro B MOCenyromeM (GpopMUpyeTcs IUIaleHTa), ONpeAestoT
aKTUBHOCTh (pepMEHTa M MPOBOJAT TECTUPOBAHUE JJIs BBIABICHUS MyTauuil B reHe. Ha ocHoBaHuM
MPOBEACHHOTO aHajlu3a JeJal0T BBIBOA OOJIEH BHYTPUYTPOOHBIH peOEHOK WM  3J0POB.
CoBpeMEHHbBIE TEXHOJIOTUM TIO3BOJIAIOT MPOBOAWTh U IMPEUMIUIAHTAI[MOHHOE TI'€HETHYECKOe
TeCTHpPOBaHUE (MPEUMILIAHTAIMOHHYIO THUAarHOCTHKY). OIUIOJOTBOpEHHE MPOBOAUTCS B MPOOHUPKE,
3aTeM OTOMPAIOT TOJBKO T€ OIUIOJOTBOPEHHBIE SMOPHMOHBI Ha CTAJMM HECKOJIBKHX 0JIaCTOMEpOB, B
KOTOPBIX HET CEMEHHOM MyTauud M HUX HMIUIAHUTHPYIOT B oOpraHu3m marepu. l[Ipm nanHOU

mnpouecaype €CTb CBOU PUCKH, KOTOPBIC MOXKET PAa3bACHUTE BPpau-ITCHCTUK.
Kak nacnenyercst 6oJs1e3nb I'ome?

I'en ¢epmenTa rimokouepedposuaassl (GBA) pacnonoxen Ha xpomocome 1g21. Y manueHTos
¢ 6omne3HbIo [o1Ie MPUCYTCTBYIOT M3MEHEHUS B TAHHOM I'eHE — «MYTaIlun.

BI' nacnemyetcst HacieayeTCs MO ayTOCOMHO-PEIIECCHBHOMY THUITY. DTO 3HAUYUT, 4TO O0JI€3Hb
NPOSIBIISIETCS. TOJIBKO B TOM cCilydae, €ciad 00a pOAWUTENs SBISIOTCA HOCUTENsIMH O0JIe3HU
(«myTamuu») M, XOTS caMu He OOJICIOT, HO KaXIblid mepegaer peOeHKY W3MEHEHHBIH TeH.

BonpmmHCTBO ceMmeld, Tae ecTh pPeOCHOK ¢ STUM 3a00JIeBaHUEM, HE CTaJKMBAINCH DPAaHBIIE C

56



nmoAao0HO# mpoOaemMoil. Puck moBTOpHOTO pokneHus pedeHka ¢ OoJie3Hblo [o1mie B ceMbe, Tae yxke
€CTb JICTU C 3TUM 3a00JIeBaHUEM, COCTABISIET 25% B KaXKIyt0 OEpEMEHHOCTb.

B opHoOil cembe 3aboineBaHuEe HE BcCerga MNPOTEKAET IOJHOCTHIO OJMHAKOBO U TEPBBIC
CHUMIITOMBI MOTYT MOSIBJIATbCA B pasHOM Bo3pacTe. Y OpaTbeB M CecTEP MHalMeHTa MOXKET ObITh
Oone3sp [omie, gake ecnM y HUX Ha MOMEHT JHMAarHOCTUKM He ObUIO CUMITOMOB 3aboseBaHus. B
JAHHOM ClTyyae HEOOXOJIMMO MPOBECTH TUATHOCTUKY, YTOOBI KAaK MOYKHO paHbIlle HA4aTh TEPANUIO U
n30exaTh OcCloXKHEHHH. Takyke OHM MOTYT OBITh HOCHTEISIMM, KaK HMX pojauTenu. YTo Kacaercs
JPYTUX YIEHOB CEMbU, TO UM BAYKHO COOOLIUTH, YUTO OHU MOT'YT ObITh HOCUTEISIMH. DTO 3HAYUT, 4YTO
U Y HUX €CTh PUCK POXKJICHHsI peOeHKa C JaHHBIM 3a00JI€BaHUEM.

Bee cembu ¢ 3TMM 3a00je€BaHHEM JOJDKHBI 00S3aTENbHO MPOHUTH MEAWKO-TEHETHYECKOE
KOHCYJbTUPOBAaHUE U TOJYYUTh IOJIHYI0 MHQOpPMAlMI0 OT Bpauya-r€éHETHKa O PUCKE MOBTOPHOIO
IIPOSIBJICHUS JAHHOTO 3a00JIEBaHUS B CEMbE, OOCYAUTh CO CIIELUAINCTOM BCE BOMPOCHI, CBSI3aHHBIE C
HaclieioBaHueM 3abosieBaHus. Jlewamue Bpauum HE BCErjla MMEIOT BO3MOXKHOCTb IIOTOBOPUTH C
CEeMbEl M pacckazaTb O PUCKAX M BO3MOXHOCTSAX, KOTOPHIE MOXET IPEAOCTaBUTh COBPEMEHHAas
TeHETUKA. Y Bpada-TeHEeTHKAa MOKHO y3HATh PHUCK POXACHHUS OOJIHHOTO peOeHKa B JaHHOW CeMbe,
o0clie1oBaTh POJICTBEHHUKOB, €CJIM 3TO HEOOXOIUMO, OOCYIUTh KOMIUIEKCHOE MCCIIEJOBAHUE IS
IIpEeHaTaJbHONW JMAarHOCTHKHM HapylIeHUH pa3BUTUs peOeHKa (MpeHaTallbHYI0 JUMarHoCTUKY) U
NPEUMILIAHTAIIMOHHOE TeHETHYECKOE TECTUPOBaHME (NMPEUMILIAHTAIIMOHHYIO JUArHOCTHKY). B
Poccun Menuko-reHeTnueckre KOHCYIbTalluu padoTaloT B KaXKIOM PETHOHE.

Jlig mpoBeieHNsT KOMIUIEKCHOTO UCCIIEI0BaHUs Ul PEHATAIbHON JUarHOCTUKHM HapyIIEHUN
pa3BuTHs peOeHKa (IIpeHaTaJbHOW JIMAarHOCTUKU) M HIPEUMIUIAHTALMOHHOTO TE€HETHYECKOIro
TecTUpoBaHUs  (MPEUMIUIAHTAIMOHHOW JMAarHOCTHUKHU) CYNpPYKECKOW Tape IpeaBapUTEIbHO
HE00X0MMO TIPOHTH 00CIIeIOBaHNE HA HOCUTEIHCTBO MyTanuii B reHe GBA, BBI3BIBalONINX JTaHHOE
3a0ojeBaHMe, OOpPAaTUBIIMCh B  CHEIMAIM3UPOBAHHBIE JUArHOCTUYECKUE J1abopaTopuu U
MEIUIMHCKUE LIEHTPBI.

Kak neuart 60J1e3ub I'ome?

Jleuenne Ooneznn ['omie 3akimoyaeTcss B HA3HAYEHUM TOKU3HEHHOM  (epMEHTHOM
3amectutenbHoil Tepanuu (D3T). BBenenue Henocraromero (epMeHTa MO3BOJSET YIYUIINTh
COCTOSIHME TAIMEHTOB, B HEKOTOPBIX CIy4asx JOOUTHCS MPAKTUYECKHE MOJIHOIO KYMUPOBaHMS
OCHOBHBIX KJIMHMYECKUX TposBieHui 3a0oneBanus. DO3T mokazaHa g TaAlUEHTOB C
MOATBEPKAEHHBIM quarHo3oM BI' 1 Tuma 0e3 mopa)xeHHs HEPBHOM CHUCTEMBI WIJIM C XPOHUYECKUM
nopaxkxeHueM HepBHOHM cuctemsl (BI' 3 Tuma), y KOTOpPBIX HMEIOTCS KIMHHYECKH 3HAYUMbIE
HEHEBPOJIOTHYECKUE MPOSIBICHHS 3a00J1€BaHMS.

Heckonbko npenapatos 11st @3T ¢ gqokazanHOM 3 (HEKTUBHOCTBIO, 3aperucTpupoBaHsl B PO.

OCHOBHBIMHA OEJIAMU JICUCHUS ABIAOTCA:
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* YMEHBUICHUE CIIJICHOMETAJINU U MTOBBIIIEHUE YPOBHS TPOMOOIUTOB;

* IPEKPALLEHNUE KOCTHBIX KPU30B;

* perpecc maTroJorH4ecKuX N3MEHEHHH MOpaKEHHBIX OPraHOB M BOCCTAaHOBIICHHE UX (DYHKIIMNA;
* ylIy4llIeHue MoKa3aTesel GU3nIecKoro pa3BUTHS;

* IpeayNpexkaAeHNE HEOOPATUMOTO OPAXKEHUSI KOCTHO-CYCTaBHON CUCTEMBI;

¢ YIIYUYHICHUC Ka4YCCTBA KU3HU NAlITUCHTOB

@®3T naunHaroT B cranimonape. [Ipenapat BBOAUTCS BHYTPUBEHHO KaneyibHO B TeUeHue 1,5—2 4acos,
yacToTa BBefieHUus — 1 pa3 B 14 aueit. B cBs3u ¢ rereporenHoctsio bI' mo3a nmpenapara jyisi Kaxaoro
MaryeHTa T0JDKHA MOAOUPaThCs MHIUBUAYaTbHO. BaxkHO Kak MOXHO paHblie Hauath O3T, 9To0b!
n30eXKaTh TSHKENBIX OCIIOKHEHHUH 3a00J1eBaHus.

Taxke, B 3aBUCUMOCTH OT COCTOSHHS TAaIlMEHTa, MPOBOAUTCS TOJICPKUBAIOIAS

CHUMIITOMATHYECKas TePaTIHSL.
Kakoii MOHUTOPHHT He00X0AUM /ISl MALMEHTOB ¢ 00s1e3HbI0 'ome ?

HCO6XOI[I/IM MYJII)TI/II[I/ICIII/IHJIHHapHBIfI nmoaxona K Ha6J'IIO[[€HI/IIO U JICUCHUIO IIAaITMCHTOB C
Oonesnpro ['omre crnenuanucTaMu pasHbIX MpoduiIel ais 00ecredeHus] KOMIUIEKCHOTO IMOaXoja K
TEpanuy ¥ CBOEBPEMEHHOW €€ KOPPEKLUH NMpu HeoOXoxuMocTu. /i manueHToB ¢ Oose3nbio ['ome
HEOOXOIMMBI PETYJSIPHBIC O0O0CIIeIOBaHMSI, BKJIIOYAIOIINE YIbTPa3ByKoBoe wuccienoBanue (Y3UN)
OpraHoB OpIOIIHON MOJIOCTH, MPOBEAEHUE OOIIEr0 KIMHUYECKOTO M OMOXMMHYECKOIO aHaiu3a

KpoBU. Heo6x0auMo monmpocuTh Bpaya AaTh PEKOMEHIAIUH 110 YaCTOTE MPOBEICHUS UCCIIEAOBAHUM.
Kak nanuenTsl mosyyaror Jiedenne B Poccniickoii ®@enepanun?

bonesns I'ome oTHOCHUTCS K YMCITY PEIKUX HACIEICTBEHHBIX Oojie3HEl 0OMEHa BellecTB U
BXOJIUT B MPOTrpaMMbl BbICOKO3aTpaTHBIX Ho3ojdoruil (B3H), neuenne kKoTopeIXx mpoBOAMUTCS 3a CUET
cpenctB peaepanbHoro 6romkera. C 2023 roga nekapcTBeHHOe obecnieuenue Aereii ¢ bl mpoBogutcs

3a cueT ponaa «Kpyr nodpay.
Kak moryT nomorath poaHbie U 61u3kue?

He 3a0biBaliTe — OT ceMbU Takke 3aBUCUT Yycmex JedeHus. HyxHo cobmonath
pEKOMEHIalliH, He JOMYCKaTh OOJBIINX MEPEPHIBOB B TEPAIUH, YISISITh BHUMAHUE peadMIUTAIIUU U
IUTAHOBBIM  0OcieoBaHUsIM. Bce wiIeHbl CeMbU JOMKHBI 3HATh, YTO TMAalMEHT HYXOAeTcsa B
npoBeAcHUU (EPMEHTHOW 3aMecTUTeNhbHOW Tepanuu. KpaliHe BaKHO YETKO BBITIOJHITH BCE

Ha3HA4YeHMS 10 MPUEMY JIEKAPCTBEHHBIX ITPENApaTOB, HA3HAYECHHBIX BPAUYOM.
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[TporHo3 3aBucut ot Gopmsl 3a00aeBanus U Tepanuu. [Ipu cBoeBpeMeHHOM Hayaje JeUeHUs
npu Oone3nn lome | TuUma mporHo3, Kak MpPaBWIIO, OJIATONPUATHBINA, MAI[MEHTBI MOTYT BECTH

OOBIYHBII 00pa3 )KU3HU.
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IIpunoxenue I'1-I'N. IlIkanbl oeHKH, BONPOCHUKY U APYrue OLleHOYHbIe MHHCTPYMEHThI COCTOSIHUS NMALIMEHTA,

NPHUBEJACHHBIC B KIMHUYECCKHUX PEKOMECHAAIIUAX

IIpunoxenue I'l. Ouenka Tszkectu nanuenta ¢ bI' mo mkane PGS3

OpurunaiasHoe HasBanue (ecsm ectb): A disease severity scoring system for children with type 1 Gaucher disease (Pediatric Gaucher Severity Scoring
System) - PGS3

HasBanue Ha pycckoM si3bike: 1lIkana onenku Tsokectu nanuenta ¢ bI' 1 tuna PGS3

Hcrounnk (oduimanbHblil cailT pa3paboTIMKOB, MyONIUKalus ¢ Bamunanueii):[27]
Tun (mox4epKHyTh):
- IIKAJIA OlleHKHU

- HHJEKC
- BOIIPOCHUK

- Ipyroe (YTOYHHTB):
Ha3nauenmne: onenka tsbkectd bI' 1 tuna

Conep:xanue (madmaon), Koy (MHTepnperanus):

Onenka tskectd namuenta ¢ BI' mo mkane PGS3 (Kallish S. u Kaplan P.) [27]

OueHka TAKeCTH 32001€BaHUA Makcuma-
Hapyumenus IIpu3Haku nopakeHus JIbHBIH
0 1 2 3 4 6 7
0a
Jlutnueckue nopaxeHus,
acCeNTUYECKUI HEKPO3 WU HET Ja 7
MATOJOTHUYECKUE MTePETTOMBI
Ilepuonnueckre KOCTHbIE .. .
CkeJieTHbIE HET nérkue yMepeHHbIE TAKENBIC 3
WIIN CyCTaBHBIE 00JH
HapylIeHUst ~
KoctHsiit kpu3 3a mocneaHue
HET 1 >2 7
12 mecsieB
MuHnepasbHas IUIOTHOCTb
E) >-1 ot -1 10 -2 <-2 4
KocTei (Z-oleHka)
I'ematoJioru- 60—
TpomborToneHus >120x10%/n 90-119x10%x 9 <60x10%n 6
yecKkue 89x10°/n
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HapyLIeHus Her/nérkue
KpooTeuenus
TeMaTOMBI
Jlerkas- Tsxenas
yMepeHHast cTeneHb
Anemns (ypoBEeHb cTeneHb CHmxeHu
HOpMa
reMorIoonHa) P Cuwmwxkenne Hb e Hb >30
Ha 10-30 1/ oT /11 OT
HOPMBI HOPMEI
5-15
IMopaxenue | CrneHoMmeranus < 2 HOpM 2-5 HOpM > 15 HOpM
HOPM
BHYTPEHHUX
yrp 1525
OpraHoB I'enaromeranus < 1,5 HOopM > 2,5 HOpM
HOPMEI
PocT (meprieHTHIE) > 25 5-25 <5
. CootBeTt- Ha 1 SD Ha 2 SD
OugaemMsIid poCT 1O
CTBYET HIDKE HIDKE
CPaBHEHHUIO CO CPETHUM
. cpemHeMy OXKHa- OXKua-
Poct pPOCTOM poauTeNei
WK BBIIIE eMOro eMoro
be3 CHmxe- CHuxe-
H3MeHeHne mepleHTIIs .
M3MEHCHUH HUe Ha 1 HHE Ha 2
ocTa
P WJIU BBIILIE SD SD
Hosicnenus

[Tpumeuanue: SD (standart deviation) — cranmapTHOE OTKIIOHEHHUE

JUnst KaX10M TpyIIbl HApyIIEHUH paccuuThIBaeTCs cpeiHuit Oamn. Hanpumep, npu olieHKe CKeJIeTHBIX HapyLIIeHUH 10 NepBOi rpyIme NpU3HaKoB

unet 0 6amios, mo BTopoit — 1, 1o TpeTbeit — 3, 1o ueTBepToil — 2, To cpeaHuit baut OyaeT paccuntan Takum oopazom: (0+1+3+2)/4 = 1,5. Jlanee

UJET OLIEHKa CpejiHero Oana 1o IpyruM rpynnam HapymeHuil. [Tocie Bce cpeanne 0amibl CyMMUPYIOTCSL.

Ha ocHoBanuu o01iero 6ania oreHuBaeTcs THKeCTh Oose3nu I ore:
0-6 — nerkas creneHn

6-9 — cpenHss cTeneHb

> 9 — TspKenast CTENEHb.
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