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Cnmcok cokpameHui

C50H — 3-ruapokcunu30BalIepUIIKAPHUTHH;

AKK — anerun KoA kapOokcuiiasa;

BAJl — Ouonorudyecku akTUBHas J00aBKa;

MKK — B-metunkporonun KoA kapOokcumasa;

MHK — MHOecTBeHHasi HEIOCTaTOYHOCTh KapOoKcuas;
HBb — HemocTaToYHOCTH OMOTHHUIA3EL,

HCT — HeocTaTo4HOCTh CHHTETAa3bl TOJIOKApOOKHCTIa3;
[IK — nupyBatkapbokcuiaza;

I[NIKK — nponmonmit KoA kapbokcuiiasa;

TMC — tanzeMHast MacC-CIIeKTPOMETPHS.

TepMuHBI U onipeaeeHUs

Mera0onnyeckuii KpH3 — KPUTHYECKOE, YIpOXKalollee JKU3HU COCTOSHUE,
CIPOBOLIMPOBAHHOE HEOIArONPHUATHBIMU (paKTOpaMu, 00yCIaBIUBAIOLIMMH YCUIIEHUE IPOLIECCOB
KJIETOYHOTO KaTaboiM3Ma C HAKOIJIEHUEM TOKCHYHBIX IIPOM3BOJHBIX M MPOSIBIISIIOIIEECS OCTPO
BO3HUKILIEH 3HIIe(anonaTuel, IpucTyrnaMu pBOTHI, CYI0pOraMH.

HeonaTa/bHbIi CKPUHUHT — TPOBEACHUE MAaCcCOBOI0 00CIIE10BaHNs HOBOPOKICHHBIX
nerelt Ha HauboJiee PacIpOCTPaHEHHBIE BPOXKICHHbIE U HACJIECTBEHHbIE 3a00JI€BaHUS B LIENAX

MpeaAOTBPAILICHHUA PA3BUTHUSA TAXKCIIBIX (I)OpM 3a00JIeBaHUM A0 Pa3sBUTHA KIIMHUYCCKUX CUMIITOMOB.

1. Kparkasi nHpopmanus no 3a001¢BaHUI0 WIH COCTOSHUIO (TpyIIIe

3a00J1eBAHUIT MUJIM COCTOSIHUIA)

1.1 Onpenejaenne 3a00JJeBaHUA UM COCTOSTHNSA (IPYIILI 3200 1eBaAHNI HJIH COCTOSIHHUI)

MHoxxecTBeHHass HepoctaToyHocTh  kapOokcwiaz (MHK) oGycnosiena  nBymst
HACJIC/ICTBEHHBIMU HApYIICHUSAMH MeTa0oin3Ma OMOTHHA: HEJIOCTaTOYHOCTHIO OMOTHHHIA3BI
(HB) u megocraTouHnocThio cuHTeTas3sl ronokapbokcunas (HCI'). CHmkeHrne akKTHBHOCTH STHUX
(hepMEeHTOB IPUBOIUT K ACPUIIUTY YEeThIpEeX OMOTHH3aBUCUMBIX KapOokcuna3. O6a 3aboneBaHus
CXO0XH KIMHUYECKU ¥ OMOXUMUYECKH. OCHOBHBIM METOJIOM JICUCHHUSI SIBJIICTCS IPUEM OMOTHHA B
BBICOKHMX J03ax. [Ipu cBOeBpeMEHHOM Ha3HAYeHHH Tepanuu OMOTHMHOM IPOTHO3 MPH 000uX
3a0onieBaHuAX OyaronpusATHbIA. OAHAKO OTCPOYEHHOE HAyajao Tepamnuu MOXET MNPUBECTH K

H606paTI/IMI:IM HCBPOJIOTHUYCCKUM MMOBPCIKIACHUAM.



Henocrarounocts Ouotmnuaaszel (HB) (OMIM 253260) — ayTocOMHO-pErieCCHBHOE
3aboneBanue, o0ycioBieHHOe MyTanusmMu B rene BTD, xomupyromem pepMeHT OHOTHHUIA3Y.
Huchyskims ¢depMeHTa TPUBOIUT K HAPYIICHUIO OTINEIUIEHUS OMOTHHAa OT OenKa W, Kak
CJIEJICTBHE, HAPYIIICHUIO pabOTHI BCEX OMOTHH3aBUCUMBIX kKapOokcuias. ['en BTD kaptupoBan Ha
KOPOTKOM Iuieue 3 XxpomMocomsl (3p25).

Henocratounocts cunaTerassl romokapbokcunas (HCI') (OMIM 253270) — ayrocoMHO-
penieccuBHOE 3a0oseBanue, ooycinoBieHHoe MyTanusivu B rene HLCS, komupyromem GepmeHT
CHHTETa3y ToJIOKapOOKCHiIa3, 4YTO NPHUBOJAUT K HApPYIICHHIO CBS3bIBaHUA OWOTHHA C
OMOTHUH3aBUCUMBIMH KapOokcuiaazamu. 3a0ojieBaHUE CXOXE MO CBOMM mposiBieHusM ¢ Hb, Ho
XapakTepusyercsi 0ojee paHHMM Ha4ajJOM M TsDKEIbIM Te4eHueM. ['eH ¢depMeHTa CHHTEeTa3bl

rosnokapOokcunas, HLCS, kaptupoBan Ha amuHHOM 1iede 21 xpomocomsr (21q22).

1.2 ITHoJOrusgs M marorefes 3a00JieBaHUS WJIH COCTOSIHMA (rpynnbl 3a00J1eBaHUI MM

COCTOSIHMiA)

buotun (Butamud H mnmu B7) — 3T0 BoIOpacTBOpHUMBII BUTAaMUH, IPUHAJIEKAIIUNA K
KOMIUIEKCY B. BHOTHH nocTynaer B OpraHu3M aJJMMEHTapHBIM IIyTEM U3 PallMOHA U, BO3MOXHO,
B pe3yJibTaTe CHHTETHMUYECKOW AaKTMBHOCTH JKEIyIOYHO-KHMIIEUYHOM MHKpoQuopel. Mosekyna
OMOTHHA COCTOMT M3 T€TEPOLMKINYECKOTr0 KOJIbla ¢ MPUKPEIICHHBIX K HEMY C anu(aTH4ecKoi
CTOPOHBI KapOOKCUJIBHBIX TPYII. BUOTHH CIyKUT KO(EpMEHTOM AJis YEeThIpeX KapOOKCHIIa3:
nupyBatkapookcunaza (I1K), npormnonun KoA kap6okcunaza (I1IKK), B-merunkporonmn KoA
kapookcunaza (MKK) u amerun KoA kap6okcunaza (AKK). Dtu ¢epMeHTH y4acTBYIOT B
BOXHEHUIIMX PEAKIUAX HPOMEKYTOYHOIO MeTabolM3Ma KIETKH W WIPAIOT BaXHYK pOJib B
TJIFOKOHEOTeHE3e, CHUHTE3€ JKUPHBIX KHUCIOT W Karabomm3me ammHokucior [1]. Tak, ITIK
KaTaJau3upyeT KapOOKCHMIMpOBAaHUE MHUpyBaTa JO OKcajoalerata (OJAMH W3 KIIIOYEBBIX STaloB
TJIIOKOHEOT'eHe3a, JIMMoreHe3a u OuocruHTesa HeiliporpancmutrepoB); AKK karanusupyer neppyro
cTaauio OMOCHHTE3a KUPHBIX KUCIIOT (KapOokcunupoBanue anetuia-KoA B manonun-KoA), ITKK
KaTtaau3upyer KapOokcuiupoBaHue mponuoHwI-KoA B wmanonun-KoA B merabonmsme
AMUHOKHCIIOT C PA3BETBJICHHOW ILENBI0 M HEKOTOpBIX XHUpHbIX Kuciaor; MKK katanusmpyer
KapOoKkcminpoBaHue 3-MeTHIKpoToHHI-KoA B 3-mermirinyrakoHumi-KoA B mMerabonnsme
neiinvHa u u3oBajepuaHoBoil kucioTel [2]. AKK ¢QyHKIMOHUpYyeT TIiaBHBIM 00pa3oM B
LUTOIUIa3Me, TOTJa KaK JPyTrue YeThIpe rojIokapOOKcHiIa3bsl GyHKIIMOHUPYIOT B MUTOXOHPUAX U
Ha BHEIITHEW MUTOXOHIpHAIBHOW MeMOpaHe.

Kaxnas u3 kapOokcwias, s KOTOPBIX OHOTHH SBIISETCS KOBAJCHTHO CBSI3aHHBIM

KO(aKkTOpOM, CHHTE3HpPYETCsl B BHJAE HEAKTUBHOro amnodepMeHTa, KOTOpBIH Janee



OMOTUHWINPYETCS TMOCPEICTBOM JBYX YAaCTUYHBIX PEaKIUil, KaTalu3upyembix (QepMeHTOM
CHHTETa30 royiokapOokcmias. buotuHcoaepkamiye npoIyKThl Aerpaganu — OuouuTHH (e-N-
OMOTUHWI-L-TN3MH) 1 OMOTUHWIOBBIC TMENTHABI — IMOABEPTrarOTCs ICHCTBUIO OMOTHHHIA3HI,
KOTOpas paclieIuIAeT aMHAHYIO CBs3b MEXKIY JH3WHOM W OuoTHHOM [3]. OCBOOOXIECHHBIN
OMOTHH PELUPKYIUPYETCS U TOCTYIAET B MYJI CBOOOHOTO OnoTHHA (puc.1).

Hapymenne ¢yaxnum kapOoOKcuiaa3 MNPUBOJUT K HAKOIUICHHIO IPOMEKYTOUHBIX
cyOCcTpaToB (pepMEHTHBIX pEaKIUid, KOHTPOJIUPYEMBIX KapOOKCHIIa3aMHu. DTH CyOCTpaThl U UX
MIPOU3BOJIHBIE OKa3bIBAIOT ToKcuueckoe BosxaedictBue Ha IUHC u apyrue Tkanu, mpuBoAs K
Pa3BUTHIO META0OIUYECKOTO alli103a U BTOPUYHON TUIIEPAMMOHUEMUHU.

B nukie yrunmzanum OMOTHHA y YeIOBEKa €CTh JIBa OCHOBHBIX JIe()eKTa: HeIOCTaTOYHOCTD
ouotnanaassl (HB) n HepocTarounocts cuHTeTasbl ronokapookucnas (HCI). O6a 3aboneBanus
npuBoaT kK MHK. HCI' (OMIM 253270), Takxe u3BecTHas kak paHHss (HeoHatanbHas) MHK,
npecTaBiseT codoii HapymieHue ouotunmupoanus. Hb (OMIM 253260), Takxke n3BecTHas Kak
no3nusas (roBeHwibHas) MHK, mpeacraBmsier coboii HapylieHuE peUUPKYISIIIUM OUOTHHA.
JeduuuT oTnenbHBIX KapOOKCHIIa3 BCTPEUACTCS PEIKO.

buotnHnmaza — Oenok, cocrosmuii w3 543 ammHOKHCIOT, Becom 85 k/la [3].
Koaupyrommii ero ren BTD nokanu3zoBan Ha KOpoTKoM 1uiede 3 XxpoMocoMsl (3p25) u cocTOUT U3
4 5Kk30HOB M 3 uHTpoHOB. OOIas JUIMHA KOAMPYIOLIEH mnocienoBarenbHocTH - 1629 map
HykJIeoTui0B [4]. Ha ceromHsimiHMiA JI€Hb W3BECTHO 1O MEHBIIEH Mepe O 165 maToreHHBIX
myTtarusix B BTD [5]. Hanbonee yacTbiMu MyTaIusiMu SIBISIFOTCS JIETICIUS CEMU HYKIJICOTHIOB CO
BcraBkor Tpex HykIeotunoB .98 104delGCGGCTGinsTCC (p.Cys33Phefs*36), xoTtopas
BcTpeuaercs y 60% mnanuentos ¢ HB [6], u muccenc-myranus ¢.1612C> T ( p.Arg538Cys) [7].
O6e MyTanMy B TOMO3UIOTHOM WJIM KOMIIAyH/-TE€TEPO3UTOTHOM COCTOSIHUM NPUBOJAT K
torambHOi HB. Takke [OBOJBHO YAacTO BCTPEUYAKOTCA MHUCCEHC-BapuaHT c.1368A>C
(p-GIn456His); Q456H) u Bapuant ¢.1330G>C (p.Asp444His; D444H), kotopble MpUBOAAT K
nondor HbB [8]. Kommayna-rereposurora ¢.1330G>C; c.511G>A (p.D444H;A171T) cuuxaer
aKTHBHOCTh OMOTHHHKIa3bl Ha 52% u BMecte ¢ Bapuantamu p.Cys33Phefs*36, p.GIn456His u

p-Arg538Cys coctaBisier 65% Bcex ciydaes Hb [9, 10].
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FMoKOHeoreHes, CUHTE3 XUPHbIX KUCNOT, KaTabosnM3mM aMUHOKUCIOT C pa3BeTBNIEHHON uenbto

Pucynoxk 1. [{ukn OuoTuHa.
CB0OO/AHBIM OMOTHH, OCHOBHBIM HMCTOYHHUKOM KOTOPOIO SIBJISETCS IHUINA, AKTHBHO

TPAHCIIOPTHPYETCS uepe3 KHUIIeYHyo MeMmMOpaHy H TemarodHuedanndeckuil Oapbep. ITOT
CBOOOMHBIN Tyn OumoTmHa oOecrieuynBaeT OWOTHHOM  pPA3JIMYHBIE  AMOKapOOKCHUIIa3bl
(mupyBatkapOokcunazy  (IIK), amerun-KoA-kap6okcunazy (AKK), mnponmonmi-KoA-
kapookcmnazy (IIKK) wu  Gera-merunkporonun-KoA-kapbokcunazy (MKK)). Cunterasa
roJokapOOKCHIIa3 cOOMPAET aKTHUBHBIE TOIOKAPOOKCHUIIA3bl, KOBAJIEHTHO CBS3bIBas OMOTHH C UX
aKTUBHBIMH TIeHTpamHu. [ 0J0KkapOOKCIIIa3bl BaXKHBI JIJISI TIIOKOHEOTEHEe3a, CUHTE3a JKUPHBIX
KHCIIOT W Karaboiu3MmMa HECKOJIbKHX AaMHMHOKHUCIOT C pa3BeTBIEHHOW uenblo. [anee
rOJOKapOOKCHIIa3bl TMPOTEOMTUYECKH PACHICIUIAIOTCS A0 OWOIMTHHA WM  HEOOJIBIINUX
OMOTUHWI-TIENTUIOB. JTH COSIMHEHUS PACIICTIISIOTCS OMOTHHUIA301 ¢ 00pa3oBaHUEM JTU3UHA U
cBOOOJHOrO OMOTHHA, KOTOpPbIE MOTYT IOCTYNaTh B MyJd CBOOOJHOTO OMOTHHA, TEM CaMbIM
perupkyiupys Butamud. AT® = anenozuntpudocdar.

CuHreTa3a rojokapOokcuia3z — OeNOK, COCTOSIIMA U3 726 aMuHOKHCIOT, BecoM 81 k/la.
Komupyrommii ero ren HLCS nokanuzoBan Ha gmuHHOM Tuiede 21 xpomocomsl (21922) u cocTouT
u3 11 sx30H0B [1]. O0mas prHA KOAUPYIOMIEH Mocaea0BaTebHOCTH — 240 map HyKJICOTH/IOB.
B nmuTeparype u3BecTHO 10 MeHbIIEH Mepe 0 35 maroreHHbix BapuanTax rera HLCS [1]. Oxaum
U3 YacThiX BapuaHToOB sBisietcs ¢.1522C> T (p.Arg508Trp; p.R508W), oOHapykeHHBII B
Taunanne, Kurae, ®panuuu, Upane u CIIA [11]. B fAnoHun npeBamupyioT MNaTOreHHbIE
BapuanThl ¢.710T4C (p.Leu237Pro) u ¢.780delG (p. G261V{sX20) [12], a B Kutae — ¢.1088T>
A (V363D) [13].



Taxoke ObUIO MMOKa3aHO, YTO JU3UHOBBIC OCcTaTKH TUcTOHOB H3 1 H4 OuotuHMmMpyeTcs ¢
MIOMOIIBIO CHHTETa3bI rosiokapOokcuiias (in Vivo) m bnotuHuaassl (in Vitro). bBuotTnHUIMpOBaHHbBIE
THCTOHBI, BEPOSITHO, YJaCTBYIOT B Ba)KHBIX OMOJIOTMYECKUX (PYHKIMSX, TAKUX KaK IMOJaBICHUE
AKCIPECCUH T€HOB (CaMJICHCHHT), KOHJeHcalus XpomatuHa, penapanus JJHK u npomudepanus
kiaetok [14]. OpHako, KOJWYECTBO OHOTHHHUIMPOBAHHBIX THCTOHOB IN  VIVO, COIMJIacHO
uccienoanusam, coctanisiet <0,001%, 94To cTaBUT WX GUZNOIOTHUECKOE 3HAUCHHE 110 COMHEHHUE
[15].

1.3 DnuaemMuoJiorusi 3a00JJeBaHus HJIH COCTOSTHUS (IPyIIbI 3200 1eBaHNI HJIH COCTOSTHU)

Hb — manstHmnueckoe 3aboneBanue. Yacrora Hb Bapsupyer ot 1:40,000 mo 1:60,000
HOBOPOXXJEHHBIX B Mupe [16]. B HEKoTOpBIX cTpaHax, Takux kak Typuus u Caynosckas Apasus,
yacToTa BBIINIE M3-32 PACHPOCTPAHEHHOCTH OJU3KOPOJACTBEHHBIX OpakoB. Ha ocHoBaHuu
pe3yabTaTOB CKPUHUHIA HOBOPOXkAeHHBIX yacToTa ToTaibHOM HB B CIIHA cocrasnser 1:80,000
HOBOPOXIEHHBIX, a yactuyHas Hb — ot 1:31,000 go 1:40,000 [17]. Yactora HCI' B mMupe
cocrasisier 1:200,000 >xuBbix HOBOpOKAeHHBIX [18]. Yacrora BcTpewaemoctn Hb mu HCI B

Poccuiickoit denepany He yCTaHOBIICHA.

1.4 OcoGeHHOCTH KOANPOBAHNMSA 32001eBAHUSA WM COCTOSHUA (rpynnbl 32000eBAHNIT HJIH

COCTOSIHU) M0 MeKIVHAPOAHON CTATHCTHYECKOH Kjaaccudukanuu 00Jie3Heii M nmpoodJaeM,

CBSA3AHHBIX CO 310POBHEM

Cornacio MKB-10, Hb u HCI' otHocstest k knaccy IV — Bone3HsM 3HIOKpUHHON
CHCTEMBI, PACCTPONUCTBY MUTAHUS U HapYIIEHUIO OOMEHa BEIECTB.

MKB-10: E53.8 — HenocraTo4HOCTb JpyruxX yTOUHEHHBIX BUTAMMHOB Ipynisl B.

MKB-11: 5C50.E0 — Knaccuueckue opraHndecKue aIiIypuH.

OMIM: 253260 (HB) u 253270 (HCI')

ORPHA code: 79241 (Hb) u 79242 (HCT')

1.5 Knaccudukanus 3a060/1eBaHUsI MM COCTOSAHUSA (TPYNILI 32001¢BAHUIA MU COCTOSIHUIN)

Breinemsitor MHK ¢ panaum n mo3aaum ne6rorom. K panneit otnocutcess HCI, k mo3muei
— HB. HB, B cBOtO 0uepenp, B 3aBUCUMOCTH OT aKTUBHOCTH (hepMEHTa OMOTHHUIA3bI Pa3ICTSIOT
Ha ToTainbHYI0 (<10% OT HOPMBI aKTUBHOCTH OMOTHHMA3bl B CHIBOPOTKE) U yacTuyHyto (10-30%
OT HOpMBI). B HOpMe aKTUBHOCTh OMOTHHHAA3BI B CBHIBOPOTKE KpOBH cocTaBisier 4,4-12

HMOJIb/MuH/MI [19].



1.6 Kanaudeckass KapTHHA 3200J1eBAaHUS WJIH CcOCTOSIHMS (rpynnbl 3a00J1eBaAaHUH WJIH

COCTOSIHMA)

Henocrarounocts Onorunnaassl (HB)

B pannem Bo3pacte Haubosnee wyacTbiMu TMepBbiMH cumnromMamu HbB  sBistoTcs
SMUJIENTUYECKHE MTPUCTYIIBL: B OOJIBIIMHCTBE CIIy4aeB OTMEYAIOTCSI MHOKJIOHUYECKUE MTPUCTYIIBI,
HEpEeIKO BCTpedarTcs HWHPaHTWIbHBIC crma3mbl [20-22]. MHOrga OCHOBHBIM KIMHUYECKUM
CUMIITOMOM SIBJIS€TCSl MbllieuHass runotonus [21]. B psae cimygaes HB manudectupyer
3aJIeP’)KKON MICUXOMOTOPHOTO Pa3BUTHUS, HAPYIICHUSAMU PUTMA JbIXaHUS (JAbIXaHHWE IO THILY
Kyccmaynsi, mapuHTealbHbBIH CTPHIIOP, alTHO3), ce0opeei, aTOMMMYSCKUM JIEPMATUTOM, THE3THON
W/WIM TOTAIBHON QJIONEIUEeH W MEPCUCTUPYIOIIMMHA KOHBIOHKTHBUTAMH [3, 23]. BonbmuHCTBO
MalUEHTOB UMEIOT COYETAHNE HEBPOJOTMYECKUX U KOKHBIX KIMHUYECKUX MTPOsIBICHUH. YacThiMu
HEBPOJIOTUYECKUMH PACCTPOMCTBAMM SBIISIFOTCA HEHPOCEHCOpPHAs TYrOyXOCTb W HapylLIE€HUE
3peHus (Jalie BCero BCIICICTBUE aTpOPUHU 3pUTEIBHOTO HepBa) [24-26]. M3BecTHO O CHHIpOME
BHE3AITHOM JICTCKOH CMEpTH, KOTOPbIH ObLT cBsi3ad ¢ HB [27].

ToransHas Hb B OonbmHCTBE ciyyaeB MaHU(BECTHPYET B BO3pacTe OT 3 10 5,5 MecAI1IeB.
B penkux ciyuasix 3abosieBaHue 1€0I0THPYET B MOJPOCTKOBOM BO3pacTe WM Ha MEepBOM Helene
xu3HU. CTeNneHb THKECTH KIMHUYECKUX TPOSBICHUNA 3aBUCUT OT YPOBHS AKTHBHOCTH
ouotuHuAassl [28]. Tak, BeIcOKas ocTaToyHasi akTUBHOCTH epmeHTa (ot 30 10 25% oT HOpPMBI)
XapakTepHa JUisi 1oOpokauecTBEeHHBIX roBeHWIbHbIX (opm HB. Ilpu nebrore 3aboneBanus B
MOJIPOCTKOBOM BO3pacTe, IEPBHIMU CUMIITOMAMU SIBJISIOTCS MBIIIIEYHAs C1a00CTh, CIACTUYECKHE
napanapesbl U 3putenbHble HapyiieHus [29]. [To3xe MoKeT pa3BUTHCS BHE3AMHAS TOTEPS 3PEHUs
C mporpeccupymolei ontuyeckoil Heiponaruei [30, 31].

AKTHBHOCTh OMOTMHMJIA3bl B TOJIOBHOM MO3r€ YeJIOBEKa KpailHe HU3Kas, MO3TOMY IS
HOpMaJIbHOTO (YHKIIMOHMPOBAHUS HEHPOHOB HEOOXOAMMO JOCTAaTOYHOE U IOCTOSHHOE
MOCTYyIUICHHE OMOTMHA 4Yepe3 remaTtosHuedannueckuii Oapbep. YMeHbIIEHHE KOHIEHTpaluu
ouotuna npu Hb Ha mepBrIX cTaausx 3a00aeBaHus MPUBOIUT K CHIDKeHUIO akTuBHOCTH 1K, uTo
BBI3bIBACT HAKOIIEHHUE JaKTaTa (MOJIOYHON KHCIIOTHI) B FTOJIOBHOM MO3re [32]. DTOT JIOKaNbHbII
JIaKTaT-alK103 00yClIaBIMBAET MOSBICHHE, B TIEPBYIO O4Yepe/ib, HEBPOJIOTHYECKUX CUMIITOMOB, B
TO BpeMs Kak Jpyrue Nnpu3Haku 3a00jeBaHUs MOTYT MaHU(ecTHpoBaTh mo3aHee. Keroamumos
SIBJIIETCS MIPU3HAKOM IPOAOKUTEIHLHON HEJOCTaTOYHOCTH OMOTHHA B OpraHU3ME U MOKET He
BBISIBIIATHCS HA HAuYaJdbHBIX JTamax Oone3Hu. CyuTaroT, YTO NPUIMHOW HEHUPOCEHCOPHOU
TYrOYXOCTH SIBJIIETCS HAKOIUIEHUE OPraHMYECKHX KHUCIIOT, OMOIUTHHA U OoJjiee KPYITHBIX

OuoTHWIBHBIX OenkoB [32, 33]. CHuXeHUE YpPOBHSA TNPOTEKTUBHBIX KHUPHBIX KHUCIOT (B



pesynbrate Hapyuenust padotsl [IKK), Bo3MoxHO, SBIsSETCS MPUUMHON MOSABICHUE aJONEIuu U
KOKHOM chin [34].

Tokcnyeckum 3¢ HekToM O0OBACHAIOTCS MOPQOJOTHUYECKUE H3MEHEHHS B MO3XKEUKe
(orcyrcTBue KieTok [lypkuHbe, pa3pekeHue ciosi TpaHyJISIPHBIX KIETOK U Mpoiudepanuio ciaos
beprmanHa, o3 6e0ro BEIMeCTBa U 3y0UaThIX saep) U OOJIBIIIOM MO3Te (HEKPO3 ¢ COCYIUCTON
nponudepanueil 1 HHPUIbTpaKe MakpodaraMu B IEPUBEHO3HOM TpocTpaHcTBe) [35]. boimu
OIMCaHbl U3MEHEHMS B MOJKOPKOBBIX CTPYKTYpPaX, CIMHHOM MO3I€, CXOJAHbIE C TAKOBBIMU IIPU
6omne3nu Jles [36]. MuennHOBBIC BOJIOKHA TTOPAXKAIOTCS B OOJIBIIEH CTETICHH, YEM TeJla HEUPOHOB,
no3tomy nipu Hb yacTo onuceiBaloT HapyIIeHHe MPOLECCOB MUETMHU3AIMU TOJIOBHOTO MO3Ta.

B nutepatype onucansl cirydau nedrota 3a00eBaHus ¢ TUPAMUIHON CHMIITOMATUKOW M
pa3BUTHS TNPOTPECCUPYIOIIETO CIIACTUYECKOr0 Iape3a BCJIEACTBUE MHUENONATHEH CHHHHOIO
MO3ra, TSKECTh KOTOPOro yMeHbIImiIach Ha ¢oHe mpuema O6uortuHa [37, 38]. HccnemoBanus
MOKA3bIBAIOT, YTO MPOJAOJDKUTENBHBIN MprUeM OMOTHHA MPEeJOTBPAIIAeT Pa3BUTHE CIIACTUYECKOTO
napamnapesa u HeipoceHcopHo# Tyroyxoctu y nanuertoB ¢ Hb [38, 39]. HoBopoxaenusie ¢ HB,
y KOTOPBIX JUAarHo3 yCTaHOBJIEH JO Hadaja MPOSBICHUS KIIMHUYECKUX CUMITOMOB (Hampumep,
IIPY HEOHATaJbHOM CKPUHHMHIE) M KOTOPHIE IMOJy4aroT JeYyeHHe OMOTHMHOM B BBICOKHMX J103aX,
HUMEIOT HOpMaJIbHOE pa3BUTHE [25].

W3BecTHBI Cliydan O€CCUMITOMHOTO TeueHus ToTaiabHoi Hb [17, 40-42].

[TarmenTts! ¢ yactuuHoit Hb nmMerotr msarkyro ¢opmy 3abosneBaHus. CUMITOMBI OOBIYHO
pa3BUBAIOTCSI B COCTOSIHUU CTpecca: BCIEACTBHE XUPYPIMUECKOTO BMELIATENbCTBA, BO BpEMs
MHOEKIUH, JUIMTEIBHOTO rojlofanus U T.4. B nutepatype ommcan ciydaif, korja y peGeHka ¢
yactuuHoi HB, He mpoxoauBiero nedeHne OMOTHHOM, BO BpeMs 3IU30Jla TaCTPOIHTEPHUTA B
BO3pacTe HIECTH MECSIEB OTMedajach TMIOTOHMS, KOXHas Chillb W BhINafeHue Bosoc. [Ipu
JICYUEHUH OMOTHHOM CHMITTOMBI Hcue3u [43].

['enorun-denorun koppenauus Hb 1o koHuna e ycranosneHa. Jlenenuu, HHCEpUUN UIIH
HOHCEHC- HYKJICOTUHbIE BAPHAHTHl OOBIYHO MPHUBOIAT K IOJHOW morepe (hepMEeHTaTHMBHOM
aKTUBHOCTH OMOTHMHUAA3BI, TOTJIa KAK MHCCEHC-BapUaHThl MOT'YT PUBOANUTD WIIM HE TPUBOIUTH K
€e MOoJHOM moTtepe. B oaHOM wucciaenoBaHuM AETH C¢ cuMnToMamu ToTaabHOo HbB ¢ Hynb-
MYTalUsIMM HUMENN OOJIBIIYI0 BEPOSTHOCTh PA3BUTHS MOTEPH CIyXa, YeM JETH C MHCCEHC-
MyTauusaMu [44]. HekoTopsle reHOTUIIBI KoppenupyroT ¢ TotanbHoi Hb, npyrue — ¢ yacTu4HoM.
BonbmnHCTBO MaTOreHHBIX BapuaHTOB reHa BTD BBI3bIBAIOT MOJIHYIO OTEPIO UITH TOYTH MOJHYIO
MOTEPI0 aKTUBHOCTH (pepMeHTa OnoTnHMIa3bl. KoMOWHaNMs ABYX TakuX ajuiesield (rOMO3HWrora
WM KOMIayHA-TETEpO3Urora) NpuBoauT K TotasibHoil Hb. Hanmpumep, koMnayHa-reTepo3uroTsl

p-Asp444His u maTOreHHOro BapuaHTa, KOTOPBIM MpUBOAMT K ToTanbHoW HB, Oynyr mmers
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npubau3uTenbHo 20-25% oT HOpMBbI (EePMEHTATUBHON aKTUBHOCTH OMOTHMHHIA3bl B CHIBOPOTKE
[45].

HempocrarouHocTh cuHTETa3bl rojiokapookcuas (HCI)

HCI' wu3BectHa kak panHss (HeoHaTtanbHas) ¢dopma MHK. 3aboneBanue 0OBIYHO
MaHU(ECTUPYET B MEPBBIC HECKOJILKO YaCOB JKU3HH, JHEH WM HEACIb TOCIEe POKICHHMS, PEKE —
Ha [IEPBOM IOy JKU3HHM WK JeTcKoM Bo3pacte. Kinnnuueckue npossienus HCI' oueHb cxoxi ¢
Hb. IlepBbiMHM KIMHUYECKMMH CUMIITOMaMH SBJISIOTCA OTKa3 OT €7bl, MOBTOpPHAas pBOTA,
MOBBILICHHAs] COHJIMBOCTh WJIM BO30YIMMOCTb, DPECIUPATOPHBbIC HAPYUICHUS, MBbIIICYHAS
THIIOTOHUS U DKC(OIMATUBHBIA JEPMATUT. Y HEKOTOPBIX JETEeH Takke HaOIIomaeTcs KOo)KHas
CBIIb, AJIOTIEIHS, 3aIeP>KKa Pa3BUTHS, META0OIMUECKUM ali/103, TUIIEPAMMOHHEMHUS U, KaK U B
cnyyae Hb, n3amenenue cnekrpa opraHnuecKuxX KUCiaoT B MOY€E B BU/IE MOBBIILIEHUS KOHIIEHTPALIMI
B-runpokcunzoBaniepara, B-MEeTUIKPOTOHWIMIHUIMHA, B-THAPOKCUIPONUOHATA, METUIIUTPATa,
C50H, nakrarta (MOJIOYHOW KHCIOTH) W TUrmwiruiuHa [46]. Unorma y maumentoB ¢ HCI
HaO0JII0JaCTCs THIIOTIMKEMHUSI KaK CISACTBUE CHUKeHUs akTiuBHOCTH [1K [47, 48].

Kak u B cnyyae Hb, TskecTh cMMITOMOB yMeHbIIaeTcs Ha poHE IpremMa OMOTHHA.

[Ipu orcyrcTBUM JedeHus 3aborneBaHHe OBICTPO MPOTPECCHPYET, Pa3BUBAIOTCS
PE3UCTEHTHBIC AIUJIECNTHYECKUE MPHUCTYIIBI, METAOOIUYECKUM aln103, OTEK MO3ra, yrHETEeHHE
co3HaHus U KoMa [46]. ¥ TakMX TAIMEHTOB YacTO OTMEUAETCsA CYyOINEeHIUMAIIbHBIE KUCTHI,
yBeJIMUYEHUE 00beMa KEITyA0UKOB U BHYTPHIKEITYJOUKOBOE KpoBou3IusHue [49].

[Tockonsky HCI" u HB cx0u 6MOXMMHUYECKU U KIMHUYECKH, TS YCTAHOBJICHHSI TOUHOTO

JIMarHo3a He0OX0IMMO MPOBEIEHUE MOJIEKYIIIpHO-TeHeTHuYecKoro aHanu3a resoB BTD u HLCS.
2. InarnocTuka 3a00/1eBaHUS UM COCTOSIHUA (TPyNNbI 3200/1eBaHUI WK
COCTOSIHUI1), METUIIMHCKHE NTOKA3AHUA U IPOTHUBOINOKA3aHUS K MPUMEHEHHUIO

METOA0B JUMATHOCTHKH

OOpamaeM BHHMaHHME, 4YTO, COIVIACHO TpeOOBaHUSM K pa3paboTKe KIMHUYECKUX
PEKOMEHIalU, K KaXK/IOMY Te3UCY-PEKOMEHIallui HEOOXO0AMMO YKa3bIBaTh CHITY PEKOMEH AU
U JIOKa3aTeNbHYl0 0a3y B COOTBETCTBHMM CO IIKaJaMH OLIEHKM YPOBHS JIOCTOBEPHOCTH
nokazatenbetB (Y1) u ypoBHs yoenurenpbHOCTH pekoMeHaanuii (YYP). Jlns MHOTUX Te3HCOB
YVP u VJJ Oyner HU3KMM [0 NPUYMHE OTCYTCTBHUS TOCBAIIEHHBIX MM KIMHUYECKUX
HCCIIeIOBaHUM BBICOKOTO u3aiiHa. HeB3upas Ha 3T0, OHM SIBJIIOTCS HEOOXOIMMBIMU 2JIEMEHTaMHU
oOcIieIoBaHMsI MMAIlMeHTa JIJIs1 YCTAaHOBIICHHS TUarHo3a U BbIOOpa TaKTUKU JICUCHUSI.

Kpurtepun ycraHoBJ/IeHUsI AMArHO3a M COCTOSTHUA

11



KputepueM ycraHOBIIeHUs AMAarHo3a SBJISETCS OIpeAeJeHHE MOHMKEHHOW aKTHUBHOCTH
(hepMEeHTOB OMOTHHH/IA3bI B KPOBH, MMOBHIINICHNE KOHIICHTPAIIMH YPOBHS [3-THIPOKCUN30BaJIepara,
B-METHJIKPOTOHUITIUIINHA, B-THAPOKCUTIPONTMOHATA, METUIIIIUTPATA, JTAKTATa U TUTITHITIUIIMHA
IpU KOJWYECTBEHHOM U KAaueCTBEHHOM AaHAlM3€ OPraHMYeCKHX KHUCIOT MOYHM, a TaKxke
MOBBIIICHUE KOHIICHTpAMK anuikapHUTUHOB KpoBu (C50H) [46]. HeobxoauMo OTMETUTH YTO
rugpokcunsoBanepuwikapauTi (C50OH) He moBblIaeTcss B KPOBU B HEOHATAIBHBIN MEPHOL Y
OOJIBIIMHCTBA TAITUEHTOB.

BrisBienne mnaroreHHblx BapwanToB reHoB BTD m HLCS mo pesynsratam JIHK-
JUArHOCTHKY TMO3BOJISICT MOATBEPIUTH IUArHO3 HAa MOJIEKYJIIPHO-TEHETHUECKOM YPOBHE.

Juddepennmanpaas AUArHOCTUKA IPOBOJUTCS C HACICACTBCHHBIMU HApPYIICHUSIMU
oOMEeHa OpPraHUYeCKHX KHCIOT, MHUTOXOHIPUATHHBIMU 3a00JICBAHUAMH, & TAK)KE MEHUHTHTOM,
MEPBUYHBIM UMMYHOAC(HUIIUTOM, SHTEPONATHUYECKUM aKpOAEPMATUTOM, HEUPOCEHCOPHOM
TYrOyXOCTbIO, ayTH3MOM, MHeNonaTuei, arpodueld 3pUTEIBHOIO HEpBa, CEOOPEHHBIM
nepMatuToM, WHGAHTWIBHBIME crmasmMamu  [50], a Takke 3a00JCBaHHMSIMH  CIIEKTpa
onTHUKOHEBpomuenuTa [S51].

2.1 ’Kaa00bI M aHAMHE3

[Tpu c6ope anamHe3a U %ajt0d HE0OX0IMMO 0OpaTUTh BHUMAaHHE Ha CJIEIYIOIINE KaloObl
Y aHAMHECTUYECKHE COOBITHSI:

- OMACOUJeHHBIT CeMEUHbI AHAMHE3 (CXOOHble CUMNMOMbBL ) POOHbIX Opamves u

cecmep npobanoa, bIUKOPOOCmMBEeHHbIl OPAK);

- Manugpecmayus 3aboneeanus 0o 3-6 mecayes;

- HapyuleHus 8CKaApMAUBAHUS,

- HeoObACHUMOe becnokoticmao, niau, mpemop KOHeuHocmell,

2unepso30youUmMocmo;

- 8ANI0OCMb, C1ADOCMb, OLICMPAs YIMOMIAEMOCb,

- ovlxamenvbHble PACCMPOUCMBA, GKIIYASL 2UNEPEEHMUNAYUIO, TAPUHLEAIbHbILL

CMPUOOp U I3NU300bl ANHOI;

- YeHemeHue CO3HAHUSL OM COHAUBOCMU OO KOMb,

- SnuLenmudecKue nPUCmynbl, pe3ucmeHmHubvle K aHMuINUIenmuyexol mepanuu,

- CHUDICEHUE CILYXA NO MUNY HEeUPOCEHCOPHOU MY20YXOCU,

- CHUDICEHUE 3peHUst (YacmuuHas ampo@us 3pUmesbHbIX HEPEOs);

- anoneyus (NOAHAA U YACMUYHAS),

- amonu4ecKkuti 0epmamum,

- noemopHble KOHBbIOHKMUeuUnivl,
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- 80IHO0OPA3HOe (KpUu3060e) meuenue 3a001e8anUsl;

- ocmanoska/ 3aoepicka/ ympama pamee HNPUOOPEMEHHBIX NCUXOMOMOPHLIX
HABbIKOG,

- MbluteuHas ouggysnas cunomouusi.

B JETCKOM BO3PACTEC TAKXKC Ha6J'IIOI[aIOTCH clIeayromuc CUMIITOMBI:
- Hapyuienue NOX00KU (CI’IGCI’}’IMUQCKHI:Z napanapes, MO324CeUKoead anmaxKcus,

NOJUHEUPOnamus);

- npocpeccupyioujee Hapyuienue 3peHusi (YacmuuHas ampo@us 3pUmenbHuIX

HEpPBos);

- Hapyuienue ciyxa (HetpoCceHCcoOpHas my20yXoCcmy),

- IHYEPaAIOMUETIONOIUPAOUKYTIOHEUPONATUL,

- 3a0epoicka/ HapyuweHue NCUxopeueso2o pa3eumusi;

- anoneyusi;

- B0IHO0OPA3HOE (KPU3060€) meuernue 3a001e8anus.

VY nereil win B3pociblx ¢ HeneueHoW yactuuHoM HB moryt mposiBisitbest nroOble u3
BBIIIETICPEUNCIICHHBIX TIPU3HAKOB U CHMIITOMOB, HO MPOSIBJICHUS JIETKHE U BOSHHKAIOT TOJIBKO
IIPU CTpecce, MHTEPKYPPEHTHBIX HHPEKIHIX, ONepaTUBHBIX BMEIIATEILCTBAX.

JKamoObl m aHaMHE3 TaKXKe OIUCAHBI B pas3zaciie «Knmmanueckas KapTUHa».

2.2 dusukajbHoe 00cJae10BaAHNE

[Tpu ocMoTpe He0OX0AUMO OOpaTUTh BHUMaHUE HA OCHOBHBIE KIIMHUYECKUE TIPOSBICHUS
Hb u HCT:

- MOMANLHASL UTU YACMUYHASL ATIONeYUsi;

- amonuyecKutl oepmamum,

- MblueyHas oughhy3nas cunomoHus («CUHOPOM 8571020 pebeHKa»);

= 3a0epAHCKaA NCUXOMOMOPHO20 PA3BUMNUSL,

= nuLenmudecKue nPUCMynsl, Ni10X0 NO0OAIOWUECs Mepanuu;

- yeenuuenue nedenu u cenezenku (6 10% cuyuaes).

2.3 JIaGopaTopHbIe JTHATHOCTHYECKHE MCCIAe10BAHUS

OcHoBHBIE NabopaTopHble MeTOAbl moaTBepkaeHus auarHoza Hb m HCI' Bkmowaror
OIIpEJIeJICHUEe AaKTUBHOCTU (EpMEHTOB OMOTMHMIA3bl B IUIa3M€ MM ChIBOPOTKE KpOBH,
KOJIMYECTBEHHBI M KAueCTBEHHBbIM aHaJIM3 OpPraHMYECKMX KHCIOT MOYH, OIpe/eeHne
AIIMJIKAPHUTHHOB KPOBU M MOJIEKYJIsIpHO-TeHeTHueckue uccienoanus renos BTD u HLCS.

I[aHHBIG HUCCIICAO0BAaHUA ITPOBOJATCA B CIICHUATIM3UPOBAHHBIX TCHECTUYCCKUX na6opaTopI/151x.
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HccnenoBanue ypoBHS/aKTUBHOCTH OMOTHHUIA3bl B KPOBH SIBJSIETCS OJHUM M3 MEPBBIX
MOATBEPKAAIONMUX  OMOXMMHUYECKMX  TectoB i Hb, mo3Bomswoomuil  mpoBecTd
muddepeHIMaTbHyI0 AHArHOCTUKY C JPYTUMHU HACJICICTBEHHBIMH HApPYIICHUSIMUA OOMEHa
BemecTB [52]. B HOpMe akTHBHOCTh OMOTHMHHUIA3bI B CHIBOPOTKE KPOBHU cocTaBisieT 4,4-12
HMOIb/MuH/MII [ 19]. Kak nipaBuiio, 111 TECTUPOBAHUS aKTUBHOCTH OMOTHHUIA3BI TpeOyeTcs 1—2
MJI CBIBOPOTKM WM TIa3Mbl. OOpa3ibl TOMKHBI OBITh HEMEJICHHO 3aMOPOKEHBI M OCTaBaThCS
3aMOPOXEHHBIMU JI0 MOMEHTA TMPOBEACHUS HcCienoBaHuil. [laTHa KpoBH, COOpaHHBIE ISt
CKPUHHHIa HOBOPOXKJIEHHBIX, JOJDKHBI OBITh MOJHOCTBHIO BBICYIICHBI IEpell OTIPaBKOW B
1abopaTopuIo, MOCKOJIBKY BBICOKAs BIAXXHOCTh MPUBOIUT K 3HAUUTEIHLHON MOTEpE aKTUBHOCTHU
dbepmenTtoB. PedepeHcHbIe qrama3oHbl JOKHBI yCTaHABIMBATHCS KK I0W Taboparopueii. BaxkHo
VYHUTHIBATh BO3PAcT TAIMCHTOB, ITOCKOJIbKY AaKTHBHOCTh OWOTHHHIA3bl y JIOHOIIEHHBIX
HOBOPOXICHHBIX cocTaBisieT 38—70% OT cpenHei HOpPMalIbHOW AaKTUBHOCTH OWOTHHH]IA3BI
B3poCIbIX [53]. AKTUBHOCTh OMOTHHHIA3bl Y HOBOPOXKIEHHBIX OOBIYHO MOBBIIIAETCS B TEUCHHE

MIEPBBIX JTHEW WJIU HEAEIb KU3HHU [54].

. PexoMeHn0BaHO  onpeieicHHE AKTHMBHOCTH  OWOTMHUWAA3bl IMPH  TPOBEICHUH
HEOHATAJBLHOTO CKPUHWHTA HAa HACJICJICTBECHHBIC 3a00JIEBaHUS BCEM HOBOPOXKICHHBIM IS
HCKJIFOYCHHS] MHOXKECTBEHHOM HEIOCTaTOYHOCTH KapOokcunas [74,79].

YpoBeHb yoenuTebHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5)
Kommenmapuu: npu HeoHamanvbHOM CKpUHUH2E HNPOBOOUMCS ONnpeodeileHue aKmueHOCmu
Gpepmenma  OuomuHuoaswl 6 NAMHAX ~ GvicyuleHHoUu  kpoeu. Ilpubruzumenvno  50%
JIOJHCHONOLONCUMENLHBIX PE3YIbMAMO8 C843aHbL C HEOOHOUEHHOCbIO, d OOTLUUHCINBO OPY2UX
— C HAPYWEHUAMU HA NPeaHaiumuiyeckom smane (HenpasuibHble YCI08Usl XPAHEHUsT U
mpancnopmuposku). Onpedenenue akmueHOCMuU OUOMUHUOA3bI NO360AEM  BbIAGIAMb KAK
enyookuti (momanvHuili) depuyum ouomunuoasvl (<10% cpeoueii HOpMATLHOU AKMUBHOCMU),
max u yacmuunwlii degpuyum (10-30% cpeoneii HopmanvHot akmusHocmu). Y 2cemepo3uzomHulx
Hocumenel 0one3HU Maxdce Modicem OblMb GbIAGIEHO CHUNCEHUe AKMUSHOCMU ¢hepmenma

(npumepro 50% nopmot) [79].

° PexomeHa0BaHO:  KOMIUIEKCHOE  ONpEENIEHWE  KOHILIEHTpPAllMM  OPTaHMYECKUX
AMHUHOKHCJIOT B KPOBH (AaMHHOKHCJIOTHI M AIlMJIKAPHUTHHBI) METOJOM TAaHJEMHOW Macc-
CIIEKTPOMETPHUHU TMAIMEHTaM C KJIMHUYECKUMHM Mpu3Hakamu, xapakrtepubiMu st Hb u HCT, ¢
LENbI0 TOATBEPXKICHUSA JUarHo3a OHOXMMHYECKUMH MeTOoJaMu U JuddepeHraIbHoi
JMAarHOCTHKY C APYTUMH HACJIEACTBEHHBIMU HAPYIICHUSIMU OOMEHa BemecTB [55].

YpoBenb yoeauteabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH A0KA3aTEJIbCTB — 4).
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Kommenmapuu: /[nn Hb na ooxnunuueckoti cmaouu xonyenmpayuu C5OH mocym Ovimov 6
npeodenax Hopmul. Aneopumm ckpununea npu Hb u HCI npuseden ¢ npunoscenuu b.

° PexoMeH10BaHO: KOMITJICKCHOE OIIPEICTICHIE COJICPIKAHUS OPTaHUYECKIX KHCIIOT B MOYE
BCEM MAallMEHTaM C KIMHUYECKUMM npu3Hakamu, xapakrtepHeiMu ainsi Hb m HCI, ¢ nensto
MOATBEPKICHUS UarHo3a OMOXMMHYECKUMU MeToJaMu U AuddepeHnnanbHOl JUarHOCTUKH C
JIPYTMMHU HAcJI€CTBEHHBIMU HapyIIEHUAMHU 0OMeHa BemlecTs [56].

YpoBeHb yoenuTeIbHOCTH peKoMeH1aluii B (YpoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB — 3).
Kommenmapuu: Xapakmeprovim ona Hb u HCI siensiemes nogvluienue KoHyenmpayuu ypoeHs [3-
2UOpOKCUU308aIepama, [-mMemuiKpoOmoOHUIIUYUHA, B-2UOPOKCUNPONUOHAmMAa, Memuiyumpamad,
aakmama u muenuneauyura [17, 46].

° PexomMeHn0BaHo: ompe/eliecHne aKTUBHOCTH OMOTHHHIAa3bl B KPOBU BCEM IMAIIUCHTAM C
KIIMHUYECKUMU IpU3HaKamu, Xxapaktepubivu 111 Hb, ¢ nensro auddepennnanbHol TUarHoCTUKA
C  JOpYrdMH  HACICACTBEHHBIMH  HapylmieHHsAMH  oOMeHa  BemectB  [52,  56].
YpoBeHb yoenuTeIbHOCTH peKoMeH1aluii B (YpoBeHb 10CTOBEPHOCTH 10KA3aTeIbLCTB — 3).
Kommenmapuu: 6 nopme akmugHocmos OUOMUHUOA3bL 8 CbIBOPOMKE KpOsuU cocmaensiem 4,4-12
Hmonv/mun/mn [19]. Akmusnocmv 6UOMUHUOA3bL VY HOBOPOICOEHHBIX OOLIYHO NOBLIUAECC 8
meuenue nepevix OHell Ui Hedelb Hcusnu [54].

° PexomeHn10BaHo0: MOJIEKYISIPHO-TEHETHUECKOE HCCIIE0BAaHNE BAPHAHTOB HYKJICOTHIHON
nocneaoBareabHocTH B reHe BTD BceM manmeHTaM €O CHUKEHHOM aKTHBHOCTBIO (pepMeHTa
OMOTHHH/IA3BI C TEIBIO MOATBEPKICHUSI TUarH03a Ha MOJICKYJIIPHO-TEHETUUECKOM YPOBHE [6].
YposeHnb yoenuresbHocTH pekomMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeIbCTB — 5).
Kommenmapuu: oonvuiuncmseo namoceHuvix éapuanmog y nayuewmos c¢ HB mozcym 6Owvimo
8bIABNEHbL C NOMOWbIO cekeenuposanusi no CoHeepy 6cex 5K30HO8 U NpULe2aiowjux K HuM
yuacmkog uHmponog 2ena BTD, nHo 6 nebonvuiom npoyenme ciyiaes HyK1eoOmuoHvle 3aMeHbl C
npuMeHeHuemM CIMmaHoapmuslx Memooos 0oHapyicums He yoaemcs. Onucansi credyioujue yacmoie
namoeennvie  eapuanmol. .98 104delGCGGCTGInSTCC  (p.Cys33Phefs*36), xomopuiii
ecmpeuaemcs npumepto y 60% nayuenmog xoms oOvl 6 oonom annene [6], u eapuanm €.1612C>
T (p.Arg538Cys) [7]. Oba eéapuanma npusoosm k momanvuou HB. Iloumu eéce nayuenmol c
yacmuynou HBE umeiom eapuanm €.1330G>C (p.Asp444His; D444H) 6 oowom annene 6
COUemaHuu ¢ Namo2eHHbIM BAPUAHMOM, Accoyuuposannom ¢ momanvhou HE [57]. Taxorce
docmamouno yacmo oduapydcusarom eapuanmol c.13684>C (p.GIn456His) u €.1330G>C
(p.Asp444His), xkomopwie npueoosm k momarvhou HBE [8]. Komnayno-eemeposucoma
€.1330G>C; ¢.511G> A (p. D444H; Al71T) cuuscaem akmuenocms 6uomunuoaszvl Ha 52% u
emecme ¢ eapuanmamu p.Cys33Phefs*36, p.GIn456His u p.Arg538Cys cocmasnsiem 65% ecex

cnyuaes HB [9, 10]. [Ansa onpedenenus maxmuxu u nociedyioweli uHmepnpemayuy pe3yibmamos
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MOJLEKYNAPHO-2eHEMUUECKUX UCCIe008AHUL He0OX00UM npuem (0CMomp, KOHCYIbmayus) paia-
eenemuka nepsuunwvlil u noemopuuiil [50, 72, 74].

° PexoMeH/10BaHO: MOJICKYISIPHO-TEHETUYECKOE MCCIIEIOBAHNE BAPUAHTOB HYKJICOTHIHOM
nocnegosarenbHoctd JJHK B reme HLCS Bcem manmeHTaM ¢ HOpPMallbHOM aKTUBHOCTBIO
(dbepMeHTa OMOTHHHUIA3bI, HO C OMOXMMHUYECKUMHU W3MEHEHUusMH, XxapaktepHbiMu mins HCT, c
LIEJIbI0 TIOATBEPKIACHMS TMAarH03a Ha MOJIEKYJIIPHO-T€HETUUECKOM YpoBHE [12].

YpoBenb yoenurenbHocTn pekomenanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB — 5).
Kommenmapuu: Oonum uz uacmeix sapuanmos seinsiemes ¢.1522C> T (p.Arg508Trp; p.R508W),
obHapysicennsili 8 Taunanoe, Kumae, @panyuu, Upane u CLLUIA [11]. B Anonuu npesanupyrom
namoeennvie sapuanmol ¢.710T4C (p.Leu237Pro) u c.780delG (p. G261VfsX20) [12], a 6 Kumae
— ¢.1088T> A (V363D) [13]. /lna onpedenenus makmuxku u nociedyloujeil uHmepnpemayuu
Pe3yIbmamos  MONEKVIAPHO-2eHeMUYeCKUX — UCCIe008aHUll  HeoOXooum npuem (ocmomp,
KOHCYIbmayust) 8pada-2enemuxa nepsuynulii u nosmopnwitl [50, 72, 74].

° PexomengoBano: oOmuii (KIMHUYECKUI) aHAIM3 KPOBHU Pa3BEPHYTHIN MallMEHTaM C
KJIIMHUYECKUMHU ITpu3HaKkaMu, XapaktepHubimu 11 Hb u HCT', ¢ nienbio BbIsSIBIEHUS] HEUTPOIIEHUH,
TPOMOOILIUTONIEHUH, TAHIIUTONIEHUH, aHeMuH [58, 59].

YpoBeHnb yoenuresbHocTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeNbCTB - 4).
Kommenmapuu: Viccneoosanue npogooumcs npu nepeutHou OuazHoCmuke U 8 OUHAMULECKOM
Haobn00eHuU.

° PexomenioBano: oOHapy)KeHHE KETOHOBBIX T€J B MOYE IMAlMEHTaM C KIMHHYECKUMH
npu3Hakamu, xapakrepasiMu i1 Hb u HCT', ¢ nienbro cBoeBpeMeHHON KOPPEKIMH Teparnuu Mpu
MOJI03PEHHUH Ha Pa3BUTUE METa0OIUUYecKoro kpusa [58].

YpoBeHnb yoenurenbHocTH pekomenaanuii C (YypoBeHb J0CTOBEPHOCTH 10KA3aTENbCTB — 5).
Kommenmapuu: nabopamopuvivu npeosecmHuKamu pazeumus Memaboiuiecko2o Kpusd
ABNAOMCA MEHOEHYUsL K MemadonudecKomy ayuoosy ¢ 0eqpuyumom 0CHOBAHUIL.

° PexoMen10BaHoO: nccie[0BaHUE YPOBHs BOAOPOAHBIX HOHOB (pH) KpoBH, ncciieoBaHne
ypoBHS OyQepHBIX BemecTB B KpoBW mamueHTam ¢ amarHozoM Hb u HCI' ¢ mensio
CBOEBPEMEHHOM KOPPEKIMH TepaIuy MpH MOJA03PEHUH Ha pa3BUTHE METa00IMYECKOTo Kpu3a [ 79,
76].

YpoBensb yoenuteabHOCTH pekoMeHanuii C (YpoBeHb 10CTOBEPHOCTH T0KA3ATEIbCTB — 4).
Kommenmapuu: xpamnocme npogedeHusi ananuzos 3a8Ucum om cOCMOAHUSL NAYUEHMA.

° PexomMeHI0BaHO: HCCIIEJOBAaHHE YPOBHS TJIIOKO3bl, aMMHaKa, MOJOYHOW KHCIOTHI B
KpOBM MalMEHTaM C KIMHUYECKMMM npu3Hakamu, xapakrepHsiMu it Hb u HCI, u npu
MOJIO3PEHUH Ha META0OIMUYECKHH alu103 C LEeIbl0 TUAarHOCTUKU M CBOCBPEMEHHON KOPPEKLIUU

Tepanuu [58].
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YpoBenb yoeauteabHoCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB - D).
° PexoMeH10BaHO: aHAIM3 KPOBU OMOXUMHUYECKHUI OOIIIeTEepanieBTUUECKHiA (MCClieoBaHue
ypOBHS 00111eTO O€elKa, 001Iero OunrpyornHa, CBOOOIHOTO U CBA3aHHOTO OMITMPYOHHA, MOYCBHHBI,
KpeaTUHHHA, KaJlusl, HATpUs B KPOBH; ONpeesieHue aKTUBHOCTH acmapTraTaMHHOTpaHc(epassbl,
allaHMHAMHUHOTpaHCc(epas3bl, raMmMma-riITaMuwITpaHcdepasbl B KPOBH) BCEM MAaIl[MEHTaM C
KJIIMHUYECKMMU npu3HakaMmu, xapakrepHeiMu Uit Hb u HCI', ¢ nienbio BBISBIIEHUS TOPaXKEHUS
nedenu [58, 60-62].

Yposenb yoeauteabHoCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH J0KA3aTEJbCTB — 5).

2.4 UHCTpYMeEHTAJbHbIE JMATHOCTHYECKHE MCCIETOBAHMSA

° PexoMeH/10BaHO: KOMIBIOTEpPHAss TOMOTpadusi TOJOBHOTO MO3Ta W/WIM MAarHUTHO-
pe3oHaHCHast ToMOrpadus TOJIOBHOTO MO3Ta M CHMHHOTO MO3Tra MAaIlMEHTaM ¢ KIMHUYECKHUMU
npu3Hakamu, xapaktepubivMu Uit Hb u HCI', ¢ menpio OLleHKH COCTOSIHUS TOJIOBHOTO MO3Ta,
muddepeHIManTbHON JUATHOCTUKY C IPYTUMU HACJIEICTBEHHBIMU 3a00JI€BaHUSMU U BBISABICHUS
n3MeHenuit xapakrepusix st Hb u HCI [56].

YpoBeHb yoenuTeIbHOCTH peKoMeH1aluii B (YpoBeHb 10CTOBEPHOCTH 10KA3aTeIbLCTB — 3).
Kommenmapuu: npu nposedenuu KoMNblomepHou momozspaguu/ MacHUmMHO-Pe30HAHCHOU
momozcpaguu 201061020 Mo3zea y nayuenmos ¢ MHK 6via81110m KOPKOBO-NOOKOPKOBYIO
ampoguio, pacuupenue HceryO0uK08 Mo32d, 3A0epAHCKY MUeluHusayuu, cyooypaibHvle
CKONIeHUSL HCUOKOCMU, CYOINEHOUMATbHbIE KUCTbL U BHYMPUdCENy00YK080e Kposousausanue [17,
49, 63]. Credyem ommemumo, 4mo OaHHble HAPYUIEHUS He ABIAIOMCSL 8blCOKOCNEYUDUUHBIMU U
Mmocym Habnwodamvcsa npu opyeux 3abonesanusx. Hapxosz (Anecmesuonocuueckoe nocobue
(6xnt0uasn panHee NOCeONEPAYUOHHOE edeHUe)) NPOBOOUMCS NO NOKA3AHUSIM.

° PexomenaoBaHo: aeKTpo3HIIehanorpadus; aneKTpo3HIedanorpadus c
BHJICOMOHUTOPUHTOM BCEM TAIMCHTAaM C KIIMHUYCCKUMHE IPU3HAKaMH, XapakTepHbiMu i1t HB u
HCT, ¢ uenpto cBOEBpEMEHHOM TUarHOCTUKU M KOHTPOJIS JISUEHMsI dIUIencuu [56].

YpoBeHb yOenuTeIbHOCTH peKoMeH1anuii B (ypoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB — 3).
Kommenmapuu: /{na HbE u HCI" xapaxmepnul snunenmuieckue npucmynsl, pe3ucmeHmuole K
AHMUINULENMUYECKOU Mmepanuu.

° PexomenaoBaHo: TOHanbHAas W/ WM pedeBas ayJUOMETpPHUS BCEM TAalMeHTaM C
KIMHUYEeCKUMH Tipu3Hakamu, xapaktepubiMu 1yt Hb u HCI ¢ 1nienbio BeISIBICHUS MOpasKeHUN
oprana ciryxa [44].

YpoBenb yoeauteabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH A0KA3aTEJIbCTB — 4).
Kommenmapuu: y nayuenmose ¢ HB u HCI Hnabniodaemcs cHudicenue ciyxa no muny

HeupoceHcopHou myeoyxocmu [24, 39, 44, 64]. Bpau-omopunonapuneonioe npogooum cieoyroujue
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OUACHOCTUYECKUE UCCLE008AHUSL: UCCIe008AHUE BbI3BAHHOU OMOAKYCMUYECKOU OMUCCUU,
MOHANbHAS  AYOUOMEmPUs, pedesas ayouoMempus, uUsposas ayouoMempus, pecucmpayus
BbI36AHHBIX AKYCMUYECKUX OMBEemo8 Mo32d HA NOCMOSIHHbIE MOOYAuposanHvle mousi (ASSR
mecm) npu OMCymcmeuu 3KCCy0amuernoco omuma). Mccieoosanus nposoosmces 8 3a8Ucumocmu
OM KIUHUYECKOU CUMYayuu.

2.5 nble AMATHOCTHYECKHE MCCIe0BAHUS

2.5.1 KoHcyabTAllMKM U HAOJIOAEHNE CHEINATUCTOB

Jlnst HaOroeHUST MAllMeHTOB ¢ ycTaHoBJeHHBIM auarHo3om Hb m HCI' HeoOGxommmo
MPUMEHEHHE MYJIbTHAUCIUIUIMHAPHOTO TOAXOAa BBHUJY TOrO, 4YTO JaHHBbIE 3a00JeBaHUS
XapaKTEepU3yIOTCsl MOPAKEHUEM MHOTMX OpPraHOB U CHCTEM, YTO, B CBOIO O4YE€pE/b, AUKTYET
HE00XOMMOCTh COBMECTHOTO BEJICHHS MAIIMEHTA CIIEIHATINCTaMH pa3HbIX poduieit. [lokazaHs
MEPBUYHBICE W TIOBTOPHBIE MpHEMbl (OCMOTPBI, KOHCYJbTAI[MKM) Bpadya-T€HETHKa, Bpada-
odranmpMoIiora, Bpaya-HEBPOJIOTA, Bpaya-CypAOJIOra-OTOPHUHOJIAPUHIOIOra, Bpada-neauarpa/
Bpada-TepareBTa/ Bpada OOIIeH MpakTUKH (CEMEWHOro Bpadya), Bpada-IepMaToBEHEposora, a
TaKke Bpayel npyrux crnenuanbHoctei mamuentaM ¢ Hb u HCI, umeromuMm HapyiieHus
(GYHKIUI COOTBETCTBYIOLIUX OPTaHOB U CUCTEM.

° PexomengoBano: npuem (0OCMOTp, KOHCYNbTallMsl) Bpaua-opTalbMOIOra NEPBUYHBIA U
MOBTOPHBIN MallMeHTaM C KITMHUYEeCKUMHU Mpu3Hakamu, xapakTepubivu a1 Hb u HCT, ¢ uenbio
OIpeIeTICHUS MOpaKeHU oprana 3penust [26, 29].

YpoBenb yoenuteabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH A0KA3aTEJIbCTB — 4).
Kommenmapuu: npu Oebrome 3abonesanusi 6 noOpoCmMKOBOM 603pACme OOHUM U3 NEpPblx
cumnmomose HBE u HCI sasnaromcsa spumenvHvle HapyuwieHusi (CHUdMCEHUe 3peHus, NoseleHue
ckomom, ampoghust spumenvhvix Hepeog) [24-26, 29-31]. Ilozoice modicem pazeumvpcs 6He3aNHAS
nomeps 3peHus ¢ npoepeccupyroueli onmuveckou Hetiponamueti [30, 31]. Bpau-opmanvmonoe
npogooum crnedylowue OUAcHOCMU4ecKue Uccie008anus: o@manrbMoCKONUs, U30Mempus,
pegpakmomempus, KOMNbIOMEPHAs NepuMempus, O0QmaibMOMOHOMEMpPUsl, UCCIe008aHUe
YB8emMoowyWeHuUs, pecucmpayus 3pUMeibHbIX 8bl36AHHbIX NOMEHYUATI08 KOPbL 20108HO20 MO32d,
ouomukpogomoepadus 2naznoc0 OHA ¢ UCNOIb30BAHUEM (PYHOYC-KAMepbl, OUOMUKPOCKONUS
2NIa3H020 OHA, ONMUYECKoe UCCIe008aHUe 20JI06KU 3PUMENbHO20 HeP8A U Cl0s HEPBHBIX BOJIOKOH
€ NOMOWbIO KOMNbIOMePHO20 ananuzamopa no nokazanusm [50]. Uccredosanue nposooumces 1
pas 6 6 mecayes u no NOKA3AHUSAM.

° PexomengoBaHo: mnpueM (OCMOTp, KOHCYNbTallMs) Bpaya-TeHETHKA TIEPBUYHBIA H
IIOBTOPHBIA BCEM NAIMEHTaM C KJIMHUYECKUMHU Ipu3HakaMmu, xapaktepHoivu it Hb u HCT, ¢
IEJIBIO TTPOBEICHUS METUKO-TCHETUIECKOT0 KOHCYIbTUpoBanus [50, 72, 74].

Yposenb yoeauteabHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 0KA3aTEJILCTB — 5).
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Kommenmapuu: epau-cenemux npogooum ou@@epenyuanivuyro OUuacHOCMuKy, onpeoeisem
MAKMuKy — MOJIEKVIAPHO-2eHeMUYeCcKol U OUOXUMUYECKOU  OUACHOCMUKU, a  Makdice
unmepnpemupyem noayieHHvle pe3yibmamsl MOAEKYIAPHO-2EHEMUUECKUX UCCIe008aAHULL.
° PexomengoBaHo: mpueM (OCMOTp, KOHCYJbTallMs) Bpaya-lieadaTpa MEpBUYHBIA U
MOBTOPHBIA BCEM MAIIMEHTaM C KJIMHUYECKMMHM MpHu3Hakamu, xapaktepubimMu it Hb u HCI, ¢
LEJTBIO OIICHKU O0IIEr0 COMaTU4eCcKoro 310poBbs [50].
YpoBenb yoenurenbHocTn pekomenanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5).
° PexomengoBaHo: mnpueM (OCMOTp, KOHCYJIbTallus) Bpadya-HEBpOJIOTa MEPBUYHBIA U
MTOBTOPHBIN BCEM MALIMEHTaM C KIIMHUYECKUMU MpU3HakaMmu, XxapaktepubivMu 11 Hb u HCT, npu
MOJIO3PEHUH WM HATMYUH HEBPOJIIOTUIECKUX HAPYIICHHUH C IIeTTbI0 CBOEBPEMEHHOM TUarHOCTUKU
W JICYCHHUS BbIABICHHOM matosoruu [31, 50].
YpoBeHb yoenutesibHOCTH pekoMenanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeIbCTB — 5).
Kommenmapuu: 6 pannem 6ospacme 6 601buUHCIEE CYHUAE8 OMMEYAIOMC MUOKIOHUYECKUe
npucmynsl, Hepeoko ecmpedaromcs ungpaumuivhvie cnasmol [20-22]. [Ipu oebrome 3abone6anus
8 HNOOPOCMKOBOM B803pACHEe, NePEbIMU CUMAIMOMAMU  ABTIAIOMCA  MblUUEYHas C1abocmo,
cnacmuyeckue napanapesvl [29]. B psaoe ciayuaes 3aboneganus manughecmupyrom 3a0epicKot
ncuxomomopuozo pazeumus. Lllkana Anvbepma momopHozo pazeumus Maadenyes npusedeHd 8
npunosxcenuu I'l. Unmepsanvl medcoy eusumamu OOJHCHbL ONpedessimvCsi UHOUBUOYATbHO C
yuemom 8o3pacma u masxicecmu 3a001e6aHUs.
° PexomenoBano: mnpuem (TeCTHPOBAHWE, KOHCYIBTAIHMs) MEIHIIMHCKOTO TICHXOJIOTa,
Bpada Gpu3ndecKkoil U peabUINTAIIMOHHON MEIUIIMHBI HIIM Bpaya, BBHITIOIHSIONIETO ero (QyHKIINIO
(cmenpanycTa MO MEIUIIMHCKOM peabunmuTanuu: Bpaya Mo JedeOHOW (u3KynbType U 1p.)
MEPBUYHBIII M TOBTOPHBIN; pa3paboTka MHAMBUAYAJIbHOH NHpOrpaMMbl /1€(heKTOI0rH4ecKOon
peabwimmrtanyn; pa3paboTKa WHIUBUAYAIBHOH IPOTPAMMBI JIOTOMEANYECKON peadInTaum
narmeHTam ¢ Hb u HCT 1 ux cembsiM ¢ 11eTb10 OKa3aHus ICUXO0JI0T0-MeAarorndeckoi moaepKKu
[65, 66].
Yposenb yoenuteabHOCTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH J0KA3aTeJILCTB — 5).
Kommenmapuu: Ilayuenmam Heob6xo0umo mecmupogarue no ymeeprcOeHHbIM MemoouKam Ois
onpeoeneHus UHMeLIeKmyalbho2o pazeumus. llcuxonozuyeckas nomowsb NAYUEHMaMm MOHcem
nompebosamy Kypc 3aHAMULL 8 3a8UCUMOCMU OM UHOUBUOYATIbHBIX 0COOEeHHOCmel nayuenma u
cembll.
Yenyeu noeoneoa:

® Meouxo-noeoneduueckoe ucciedoganue npu oucghazuu,

® Meouxo-n102oneduueckoe ucciedo8anue npu agazuu,

® Meouko-n102oneduueckoe ucciedosanue npu Ou3apmpuu,
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® Meouko-n1oconeduueckas npoyedypa npu oucgazuu;

® Meouxo-noconeduueckas npoyedypa npu agazuil;

® Meouko-noconeduueckas npoyedypa npu Ouzapmpuu,

® Meouxo-n0eoneduueckas MOHATbHO-PUMMULECKAsL NPOYedypd;

® Meouxo-noeconeduueckast npoyeoypa c UCNOTb308AHUEM UHMEPAKMUBHBIX
UHDOPMAYUOHHBIX MEXHONIOUII.

2.5.2 IndpdepennuajbHas IMArHOCTUKA

[TaneHTaM ¢ KIMHUYECKUMHU TTpu3HaKamu, XxapaktepabsiMu 11t Hb u HCI', Heo6xommumo
npoBeaeHue audhepeHnaIbHON TMarHOCTUKA C MEHUHTUTOM, TIEPBUYHBIM UMMYHOAE(PUIIUTOM,
SHTEPOMATHYECKUM aKPOJEPMATUTOM, HEHPOCEHCOPHOU TYTOYXOCThIO, ayTU3MOM, MUEJIONIATUEH,
aTpodueil 3pUTEIBHOrO HEpBa, CEOOPEUHBIM JEPMATHTOM, WH()AHTHIHHBIMU CIIa3MaMH,
3a00JIeBaHUAMU CIIEKTpa onTHKoHeipomuesuta [50, 51].

Anroput™m nuddepenimansuoit  auarnoctuku MHK ¢ apyrumu  3aboneBaHusiMu,

acCOLIMMPOBAHHBIMU ¢ U3MeHeHueM ypoBHs C5SOH, npusenens! Ha puc. 1b B npunoxenuu b.
3. .JIC‘-ICHI/IC, BRJIKOYad MCIUKAMECHTO3ZHYI0 U HEMCIUKAMCHTO3HYIO TCPAIINH,
AMETOTEPANNI0, 00€300,1UBaAHNE, MEAUIIUHCKHE IOKA3AHUS U

NMPOTHBOIIOKA3aHUA K IPUMCHCHUIO METO0B JICUCHHUSA

OcHoBuble npuHnunel Tepanuu npu Hb m HCI' nHanpaBneHsl Ha mnpenoTBpalleHue
MeTaboIMuecKoll JeKoMIeHcaluu (MeTaboJIMYecKoro Kpu3a), CHIKEHUE oOpa3oBaHMs
TOKCUYHBIX OPraHMYECKUX KHCIOT, NPEAYNPEKICHUN Pa3BUTUSA TOKCUYECKOTO IOPAKECHMUS
TKaHEHl TOJIOBHOIO MO3ra M BHYTPEHHUX OpPraHOB, C OOECHEeYeHHEM IpH 3TOM IPOLECCOB
HOPMAaJIBHOTO pOCTa U pa3BUTUS JETEH.

OcHoBHBIME KOMNOHeHTamM JiedeHns nanueHToB ¢ Hb m HCI' sBisAroTcss mpenapatsl
6uotuHa. Ilo moka3zaHMsIM Ha3HAYAIOT NMPOTHUBOIIMICNITUUECKUE MpernapaTtbl U JAPYrue BUIbI
CUMIITOMAaTU4YECKON TEPAINU.

3.1 [1aToreHeru4yeckoe JeueHue

° PexomennoBano: nHasHaueHue tepanuu OuotuHoM (AL11HAOS) (BAJl) mamueHtam c
noaTeepxaeHHbIM quarao3om Hb u HCT ¢ nenpto natoreneruyueckoro jeuenus [67, 72, 74, 78].
Yposenb yoenuteabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH A0KA3aTENbCTB — 4).
KommenTapuu: y scex odemeti ¢ kaunuueckumu nposeienuamu HBE u HCI' npoucxooum
yayuwenue nocie nevenusi ouomunom (BA/H) 6 0oze 5-10 me 6 denv. Bce nayuenmol, 8visigieHHbLE

npu npoeedenuu HeoHamajlabHocO0 CKPUHUHea C AKMUBHOCMbIO buomuHUda3bl MeHee 10%,
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0osvicHbl noyuams ouomun (bAJ]). Hoswvl, coenacno bBpumanckomy HayuonanvHomy gopmyaapy
o 0oemett (BNFC) [50, 67, 68, 74, 77, 78]:
o HOBOPOJICOeHHble: 5 M2 00UH pa3 8 CymKuU, 00bluHas noddepaicusarowas 0oza 10-
50 me 6 cymxu, mocym nompebosamucsi 60.1ee 8blcOKUe 003bl;
° om 1 mecsaya 0o 18 nem: 10 me 1 paz 6 cymku, o6vblunas noooepaicusaroujas 003a

10-50 me 6 cymxku, o moscem nompebosamucsi 00 100 me 6 cymku

buotun (BAJl) Bxoaut B coctaB BAJ] n 0OBIYHO BBIMYCKAeTCS B BHJE TAOJICTOK WIIH
Karicys (OosbIasi 9acTh KOTOPBIX IMPEACTABISET COOOW HANOJHUTENb: KOJMYECTBO OMOTHHA
(BA/I) HUYTOXHO MaJIO IO CPAaBHEHUIO C KOJIMYECTBOM HanoiaHuTes). YtoOs! nath 6notuH (BA /)
MJIaJIeHIly Wiu peOeHKy MIIaJIiero Bo3pacTa, TabIeTKy MOXHO pacTojioub WM CMEIaTh
COJIEP’)KUMOE KarlCyJbl C TPYAHBIM MOJOKOM WM CMECBIO B JIOXKKE, J03aTOpEe JIEKApCTB WM
IITpUIle UHBEKIUOHHOM. CopepKuMoe TaOJIeTKH WIIM Karcylibl He CJIeIyeT IOMENIaTh B
OYTBIIOUKY, TIOTOMY YTO CMECh MPUJIMITHET K OyTHUIOYKE ¥/MJIH HE CMOKET IIPOUTH Yepe3 COCKY,
YTO IPUBENIET K HEMOCTOSHCTBY J03.

Xots O6umotun (BAJl) uHOrnma BbIyckaeTcs B BHJAE PAcTBOpa WM CHPOMA, >KUIKHE
npenaparsl He CTOMT NMPUHUMATh, TaK KaK CMECh, KOTOpas MPEACTaBISIET cOOON CYCIEH3HIO,
MMeeT TEHJICHIIMIO ocenath (OCOOCHHO TpH oxJaxkaeHuu). JKujkue mpernaparbl OObIYHO HE
00eCcneunBalOT MOCTOSHHYIO J103Y M HE JOJKHBI 1I00aBIATHCA B MOJIOKO B OYTHUIOYKE.

Ha ¢one tepanuu OuotuHOoM (BAJl) mpomcXoIuT HOpMaiu3alMs MeTaboINYeCKUX
MOKa3aTele M KyNMpPYITCsS SNWIENTHYECKUE NMpUCTYNBl. PocT Bosmoc y nered ¢ amonenuen
BO300OHOBJISIETCSI YEPE3 HECKOJILKO HEIENb WK MecsIeB. ATpo(usi 3pUuTeTbHOTO HEPBA U MOTEPS
CllyXa MOTYT COXPaHSThCS, 0COOEHHO €CJH JIeYeHHEe OBIJI0 HAYaTo MO3/HO Ha (pOHE BRIPAXKEHHBIX
HEBPOJIOTHYECKUX HapYLICHUH.

C MOMEHTA MOSIBJIECHUS CKPUHHUHIA HOBOPOXAEHHBIX HA HB M3BeCTHO 0 MHOXKECTBE JIeTei
¢ cumnromamu yactuaHor HB, koTopbie He MpOXOUIN CKPUHUHT WIH HE JISYMIIUCH TIOCIIE TOTO,
KaKk OBUTM BBISBIEHBI CKPUHUHTOM. CHUMNOTOMBI TOSIBISIFOTCS B COCTOSIHMHM CTpecca H3-3a
MHDEKINH WK yMEPEHHO TshKenoro ractpodnreputa. [lockonbky 6uotun (bAJl) 6e3omacen u He
o0nazaeT W3BECTHOM TOKCHYHOCTHIO, MHOTHE TIPOTpPaMMbl CKPUHHMHTAa HOBOPOXKICHHBIX,
ocobenno B Coemgmnennbix Illtatax AmMepuku, HazHauyaroT jaAeTsM ¢ dactuuHoil HB nedenwme
OMOTHHOM B CYTOYHOH J03€ OT 1 10 5 Mr [67].

o PexomengoBaHo: npuem (0CMOTp, KOHCYJIbTALIMS) Bpadya-MienaTpa Wik Bpaya-reHeTHKa
NepBUYHBIN U TTOBTOPHBIN BceM aeTsiM ¢ Hb m HCI' ¢ nenbio Ha3HaueHUs] MaTOreHeTHYeCKOM
Tepamnuu 1 Jajiee ee KOppeKIuu mpu Heodoxoaumoctu [S0].

YpoBensb yoenuteabHOCTH pekoMeHanuii C (YpoBeHb 10CTOBEPHOCTH J0KA3aTEJIbCTB — 5).
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Kommenmapuu: unmepsanvt medxncoy GU3UMAMU OOINCHbL ONPeOensimvbCs UHOUBUOYATbHO C
yuemom 803pacma, msxcecmu 3a001e8aHus, CMAabUIbHOCMU 00MeHa 8eujecms U coOn00eHUs
Oouemomepanuu.

3.1.1 Jleyenye nNanueHTOB B IEPHOJ META00JIMYECKOr0 KpH3a

° PexoMeHI0BaHO: HE3aMEJIUTECIFHO HAYMHATH JICUCHHE METa0OJIMYECKOro Kpu3a Ipu
yrpo3e WM B CIy4ae ero BOSHUKHOBEHHS Y BCEX MAIIMEHTOB, C TIOITBEPKIEHHBIM quarno3om Hb
n HCT ¢ nenbto KynupoBaHUsl COCTOSIHUS U NTPEAOTBPALLEHUS KUZHEYTPOKAIOIIMX OCI0KHEHNUN
[73, 74].

YpoBeHb yoenutesbHocTH pekoMenanuii C (ypoBeHb J10CTOBEPHOCTH 10KA3aTeIbCTB — 5).
Kommenmapuu: npu yeposze unu 6 ciyuae pazgumus Memaooiudeckoeo Kpuza iedyeHue 00N4CHO
HAYUHAMbCs  He3ameoaumenvHo. JleuebHvle Meponpusamus HANpagieHvl Ha NpekpaujeHue
00paA306anUsl U HAKONIEHUS. MOKCUYHBIX OPSAHUYECKUX COCOUHEHUU U 6bl6eOeHUe UX U3
opeanuzma. Taxmuka nevenus oemeil 8 NEPUOO KPuza KIOUAen KOPPeKyuo Memaboiuyeckoeo
ayuoo3a u B0OHO-31eKMPOIUMHBIX HAPYUWEHU, a MAKice dHepLemudeckyio nodoepocky. Ilpu
yepoze uau 6 cayuae pazeumusi MemadoIudecKkoco Kpuzda HeoOX0ouma IKCMpeHHAs
20CNUMAnu3ayusi ¢ Yeavblo He3aMeOIUMeIbHO20 NPOBEOeHUs UHMEHCUBHOU mepanuu U
nPeO0OmMBPAUeHUSL HCUZHEYSPOACATIOUWUX OCLONCHEHUIL.

Jleuenue memabonuuecko2o Kpuza nPosOOUMCst 6 OMOeIeHUU PEAHUMAYUY UHMEHCUBHOLL
mepanuu  8PAYOM-AHECMEe3UON02OM-PEAHUMAMON020M, d  MaKdxice OpysuMu  8pavamu-
cneyuanucmamu (8pau-Hesponoe, epau-Heqhponoe, epay-eacmpodsumeponoe u op.). B nepuoo
Kpu308 O0Jisi NOOAGIEHUsL KeMO2eHe3a 0axce Npu HOPMAIbHOM YPOGHE 2NIOKO3bl HeoOX00UMO
sgedenue BOSBAO3 oexcmposvr™* 6 kauecmeae ucmounuxa yene6o0os. Ilpu cuusicenuu yposns pH
(<7,2) nposoosim eseoenue BOSCB04 nampusi cudpokapbonama™* 6 003uposke co2nacHo
uHcmpykyuu: oemsam 00 5 nem 66ooam 1 mOke/ke 6 konyeumpayuu 42 me/mn (0,5 mOxe/mn), npu
Heobxooumocmu nosmopsiiom uepes 10 mun 6 dose 0,5 mOxe/ke (ckopocms 88edenus He bonee
Imn/ke/mun); oemsm cmapue 5 nem 6600sam 2-5 mOxe/xe ¢ meuenue 4-8 u [74]. Ilpu smom
cnedyem nposoounms MOHUMOPUHE KUCTOMHO-OCHOBHO20 COCMOAHUS U INEeKMPOIUMO8, Ymoobl
uzbedxcamos cunepHampuemMuu U SUNOKaIuemuu. B msaicenvix cayuasx moscem nompebo8amscsi
nepuUmoHeaIbHbll OUAIU3 UTU UCKYCCMBEHHAS, 6EHMUNIAYUS NE2KUX.

3.2 CumMnToMaTHyecKoe JeyeHue

° PexomengoBaHo: mnpueM (OCMOTp, KOHCYJIbTallMs) Bpada-HEBPOJIOTa MEPBUYHBIA U
noBTopHbId nanpenTaM ¢ Hb m HCI' npu Hanmymu moka3aHui ¢ UEIbI0 CUMITOMAaTHYECKOTO
neuyenus [26, 50, 69].

YpoBensb yoenuteabHOCTH pekoMeHanuii C (YpoBeHb 10CTOBEPHOCTH T0KA3aTEIbCTB — 5).

Kommenmapuu: ne pexce I paza 6 6 mecsyes.
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° PexomengoBaHo: mpueM (0CMOTpP, KOHCYJbTAIUs) Bpada-o(pTaapMoiora NepBUYHBIA U
noBTopHbld nanueHtaM ¢ Hb u HCI' npu Hanuuuum nokasaHuil ¢ LENbI0 CUMITOMATUYECKOTO
neuyenus [26, 50, 69].

YpoBenb yoeauteabHoCTH pekoMenaanuii C (YpoBeHb A0CTOBEPHOCTH A0KA3aTEJIbCTB — 5).
Kommenmapuu: ne pesce 1 paza 6 6 mecsyes.

° PexomengoBano: IIpUEM (ocmorp, KOHCYJIbTaLIMsI) Bpaya-cypzoJiora-
OTOPUHOJIAPUHTOJIOra MEpBUYHbIA M TNOBTOpHbIM namueHraMm ¢ Hb u HCI npu nHanmuuum
MOKa3aHUH C LEJbI0 CUMIITOMAaTHYECKOTO0 JieueHus [26, 50, 69].

YpoBeHb yoenuresibHOCTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH I0KA3aTEIbCTB — 5).
Kommenmapuu: ne pexce 1 pasa 6 6 mecsyes.

3.3 Xupypruueckoe Je4eHue

° PexomengoBano: koxseapHas umimiantamnus nanueHntam ¢ Hb u HCI', cTpaparomum
HEWPOCEHCOPHOM TYrOYXOCTbIO, C IIEJIbI0 BOCCTAHOBJICHUIO ciyxa [64].

YpoBenb yoenurenbHocTn pekomenanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTENbCTB — 5).
4. MeaunuHCKasi peaduaIuTalMs U CAHATOPHO-KYPOPTHOE JieYeHHue,
MeIUIMHCKHE MOKA3aHHUA U MMPOTHUBONOKA3aHUA K NPHUMEHEHUI0 METO/10B

MeIUIMHCKOH peaﬁnﬂnTaunn, B TOM 4YHuUCJI¢ OCHOBAHHBIX HA HCITIOJIb30BaHHUHU

NPUPOJHBIX Je4eOHbIX (PAKTOPOB
Cremuduueckoir peabmnurtanun nanuentam ¢ MHK  He TpelGyercs. B kpyr
peabminTalMoHHbIX MepornpusaTuil namueHtaMm ¢ MHK MoryT ObITh BKIIIOYEHBI 3aHATHS C
MICUXO0JIOrOM/HEUPOIICUXO0JIOTOM, JIOTONEA0M-Ae(EKTONIOrOM, OTIbIX B CHEIUAIU3UPOBAHHBIX
CaHATOpHsAX, a TAK)K€ COLMAJIBHAs aJanTaluus C yd4acTHEM CIHELHUAIUCTOB M COLMAIBHBIX

pa6OTHI/IKOB, KYpPChI MaCCaxxa.

5. IIpodpunakTuka u AUCAHCEPHOE HADIIIeHN e, MeAUIUHCKUE TIOKA3AHUS U

MPOTHBOINOKA3aHUSA K IPMMEHEHHUIO MEeTO10B NPOPUIaAKTHKH

5.1 Ilpodpnaakruka

[Tarmentam ¢ Hb u HCI' cnenyer mpoBoauTh NpOHIAKTUYECKYIO BaKIIMHAIMIO B
COOTBETCTBUM C HAIMOHAJIBHBIM KaJleHAapeM MNpo(UIaKTUYECKUX MPHUBUBOK, BKIIOYAs
BaKIIMHAIIMIO TPOTUB TPUIINA W POTABUPYCHOM HH(DEKIHH, ¢ CcOOIIOAEHUEM BO3PACTHBIX
OrpaHUYEHUI MMMYHOOHMOJIOIMUYECKUX MPEnapaToB Ha (POHE CTPOrOro BBIMOJIHEHUS JEUEOHBIX
Ha3zHaueHUH ¢ 1enpio (GopmMupoBaHus FPPEKTUBHOIO UMMYHHOTO OTBETa U NPEAOTBPAIICHUS
pa3BUTH METa0OIMYECKUX KPH30B. BakuuHammio 1enecoo0pa3Ho MPOBOAUTH MO KOHTPOJIEM

CIEIUAJTUCTOB, UMEIOIIUX OMBIT PabOThl ¢ MAllMEHTaMH ¢ MeTaboJndecKuMu Oone3Hsmu. B
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MOCTBAKIIUHAIILHOM I[E€PHOJIE CIEAyeT MPUCTAIBHO HaOJI0NaTh 3a MPUBUTHIMU C MOBTOPHBIM
u3MepeHueM Ttemmeparypbl tena. [Ipu muarHoctupoBanuu nuxopaaku >38,0°C HeoOXoauMo
He3aMeUTMTebHOE Ha3HAYEHHE XKAPOIIOHIKAIOIEH Teparuy (apaeTamMmon  Win uoynpoden ).
[Tarmentam ¢ Hb u HCT Takxke cneayer uzbderaTs ynoTpeOIeHUs ChIPBIX SIUII, TaK KaK OHU
CoJiep’KaT aBUJIUH — SUYHBIA OEJOK, KOTOPBHIN CBSA3BIBAET OMOTHH, TEM CaMbIM CHHXKas €ro
ouonoctymHocTs [70].
° PexomengoBaHo: mnpueM (OCMOTpP, KOHCYJIbTallUsl) Bpaya-TeHETHMKAa MEPBUYHBIN U
MMOBTOPHBIN, NMPU HEOOXOAMMOCTH, NarueHTy ¢ auarnozoM Hb u HCI™ wnm ero odunmanbHbpIM
MPEACTABUTEIISAM C IIEIIbIO MTPOBEICHHS MEIHKO-TEHETHIECKOTO KOHCYIbTUpoBanust [50, 74].
YpoBenb yoenurenbHocTH pekomenanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeNbCTB — 5).
Kommenmapuu: xax u npu opyeux aymocomHo-peyeccusHuolx 3aoonesanusx, npu Hb u HCI ons
Kaxcool bepeMeHHOCMU PUCK podicOeHusi pebenka cocmasisem 25%. Ilpenamanvhas
ouacHocmuxa 3abonesanuil, Komopvie no00aomcs 3PHeKmusHol mepanuu, B03MOIICHA, HO
amuuecku comHumenvra. Pewenue o ee nposedenuu 00IH#CHO OblMb NPUHANO NOCAE NOOPOOHO2O
obcyacoenust ¢ cemvell cex puckos. Ilosmophwiii npuem modicem Obimb HEOOXOOUM C Yelblo
00CyoHCcOeHUs. pe3YIbMAmos UCCIe008aHUl U Onpedeienuss MAKmMuKy OaibHelulell OUazHOCMuKU,
npu HeoObX0OUMOCU.

5.2 IncnancepHoe HAQJII0AeHNe

Exeromno manuentsl ¢ ycraHoBieHHbIM auarHozoM Hb m HCI' momxHBI mpoXoauTh
yrayOJaeHHyo JucnaHcepusanuio. Jns HaOmoIeHus NanueHTOB HEOOXOJMMO NIpHUMEHEHHE
MYJIbTHIUCIMITIMHAPHOTO MOAX0/a BBUAY TOrO, YTO JaHHbIE 3a00JI€BaHUS XapaKTEepPHU3YIOTCS
MOpa)XEHUEM MHOTHX OpPraHOB M CHCTEM, YTO B CBOIO OUY€pelb JIUKTYET HE0OXOIUMOCTh
COBMECTHOI'O BEJEHHS MAlMEeHTa ClienuaInucTaMu pasHbix npoduieit. C uenbio odecrnedeHus
KOMIUIEKCHOW Tepanmuud U CBOEBPEMEHHOW €€ KOppeKIMH Npu HEOOXOAMMOCTH MOKa3aHI
NEpBUYHbIE M TOBTOPHBIE KOHCYJbTAllUM Bpauya-reHeTHKa, Bpauda-o(TaibMoJiora, Bpaya-
HEBPOJIOTa, Bpaya-CypJ10JIora-oTOPMHOJIAPUHIOJIOra, Bpadya-eauaTpa/ Bpaya-TepaneBTa/ Bpada
oOmieil TpakTUKU (CEeMEHHOro Bpada), Bpada-IepMaTOBEHEPOJIOTa, Bpada MO MEAMIIMHCKON
peadbunHTauy, Bpada GU3NIECKON U peabMINTallMOHHON MEIUIIMHBI, a TaKXKE Bpadyel ApYyrux
cneuuanbHoctet nanuentam ¢ Hb u HCI', umeromum HapymeHust GyHKIMNA COOTBETCTBYIOMIUX
OpPraHOB U CUCTEM.

[TaneHTHl ¢ CHMITOMATUYECKOW SIUJIETICHEeH HYXKIAIOTCS B HAOMIOJCHWHM Bpada-
HEBPOJIOTa C OMBITOM paboThl ¢ ManueHTamu ¢ snuiencuel. [lanuentam ¢ MeTaboIMYECKUMU
3a00JIeBaHUSAMHU TaKXKe HEOOXOAMMO HAOIIOZCHME Bpada-o()TanbMOJIOTAa B CBS3M C BBICOKUM

PHUCKOM Pa3BUTHUS aTpO(UU 3pUTEITBHBIX HEPBOB.
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Taxxke oCyHIECTBISAIOTCS HEOOXOIMMBbIE peadWIMTAallMOHHBbIE Meponpuatus. Pomutenu
JTOJKHBI OBITH 00YYEHBI ITPaBUJIaM OPTaHU3ALUU TEPANUH B MEKITPUCTYIHBIA IEPUO]] U B TIEPHO/T
yrpo3bl METabO0IMUeCKOro Kpusa. Y pebeHka mpu cebe Bceraa MOJDKHA HAXOIWTHCS MaMsTKa C
yKa3aHHWEM HEOTJIOKHBIX MEPONPUATUN B IEPUO HAYMHAIOIIET0CS METab0IMUYEeCKOro Kpu3a.

° PexoMeH10BaHO: 00N (KITMHUYECKUN ) aHAIM3 KPOBU Pa3BEPHYTHIN BCEM IMAIIUEHTAM C
nuarnozoM Hb u HCT ¢ nienbio BBISIBICHUS HEUTPOIICHUH, TPOMOOIIMTOIICHUH, MTAHIIUTOIICHHUH,
anemuu [58, 59].

Yposenb yoeauteabHoCTH pekoMenaanuii C (YpoBeHb A0CTOBEPHOCTH A0KA3aTEJIbCTB — 4).
Kommenmapuu: Odowuii (kiuHuveckuil) pazeepHymuolil aHAIU3 KPOBU KOHMPOJIUPYEMCsl He pexce
1 pasa 6 200.

° PexoMeHn10BaHO: aHAIIN3 KPOBU OMOXMMHUYECKHA O0IIETepaNleBTHYECKHIA; UCCIIETIOBAaHHE
YpOBHS albOyMHHA, IIIIOKO3bI, 0011ero 0enka, oduiero OminnpyonHa, CBOOOJHOTO U CBSI3aHHOTO
OunupyOrHa, MOYEBHHBI, KpEaTUHUHA, Kallus, HATpUs B KPOBH; OMNpEICICHHUE AKTUBHOCTH
acmapraTaMHHOTpaHc(epasbl, aJTaHWHAMUHOTpPaHC(Epas3bl, ramMma-TrIITaMIITpaHcepasbl B
KpoBH nanuenTam ¢ quarao3oM Hb u HCT ¢ 1ienbro BhIsIBIICHUS TOpakeHus nieueHu [58, 60-62].
YposeHnb yoenuresbHocTH pekomMenaanuii C (ypoBeHb J10CTOBEPHOCTH 10KA3aTEIbCTB — 5).
Kommenmapuu: Ananuz kposu Ouoxumudeckutl oodwemepaneemuyeckuii. KOHMpoaupyemcs He
pedice 1 paza 6 200.

° PexoMeH10BaHO: KOMIUIEKCHOE ONpEIETIeHNE KOHIEHTpAIMd Ha aMUHOKHCIOTHI U
AIMIIKAPHUTHUHBI B KPOBU METOJIOM TaHIEMHON MacC-CIEKTPOMETPHUH TMAaIllMeHTaM C JUarHO30M
Hb n HCT' ¢ uensro koHTposa Tepanuu [55].

YposeHnb yoenuresbHocTH pekomMenanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeNbCTB — 4).
Kommenmapuu: Yposnu CSOH 6 kposu 6 pesynomame jedenusi OOAHCHbL OblMb 8 HOPMe.

° PexomengoBaHo: oOHapyKeHHE KETOHOBBIX TEJ B MOYe MarueHTaM ¢ auaraiozom Hb u
HCI' ¢ uenpio CBOEBpEMEHHOM KOPPEKUMU Tepanuyd TPy TOJO3PEHUH Ha pa3BUTHUE
MeTabonmueckoro kpusa [58].

Yposenb yoenuteabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH A0KA3aTEJIbCTB — 5).
Kommenmapuu: Kpamnocme npogedenus ananuzos 3a8ucum om cOCmMoaHus NayueHma.

o PexomenaoBaHo: KcclieJOBaHNE YPOBHS BOJIOPOAHBIX HOHOB (pH) KpoBH, HcciienoBaHue
ypoBHSI OydepHbIX BemecTB B KpoBu manueHtam ¢ auarHozoMm Hb u HCI ¢ menbro
CBOEBPEMEHHOMN KOPPEKIIMH TEPANUH MPHU TOI03PEHNUN Ha PA3BUTHE META0OJINYECKOTO Kpu3a [ 75,
76].

YpoBensb yoenuteabHOCTH pekoMeHanuii C (YpoBeHb 10CTOBEPHOCTH T0KA3ATEIbCTB — 4).

menenmapuu: KpamHocCnib l’lp06€()€HI/l}Z aHaiu3oe saeucunt ont COCmoAHUA nayuerma.
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. PexoMeHI10BaHO: KOMILJIEKCHOE OIIPEICIICHUE COJIEP KA OPraHUYECKUX KUCIOT B MOYE
nanueHtaMm ¢ auarfo3om Hb m HCI' ¢ 1enbio CBOEBPEMEHHOT'O BBISBJICHHUS META0OIUYECKUX
HapyIICHUH U MPEAOTBPAIEHUS Pa3BUTHS META0OINIECKOTO Kpu3a [56].

YpoBeHb yoenuTeIbHOCTH peKoMeH1aluii B (YpoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB — 3).
Kommenmapuu: Kpamnocms npogedeHus aHanu308 3a8Ucum om cocmosanus nayueHma.

° PexomeHa0BaHO: qMCIAHCEPHBIN MTPUEM (OCMOTp, KOHCYJIbTAIM) Bpaya-TreHEeTHKA BCEM
MalyeHTaM ¢ noAarBepkaeHHbIM auarHo3oM Hb m HCI' ¢ uenbio MOHUTOpPUHIra COCTOSIHUS,
KOHTPOJIS JICYCHHUS M €r0 CBOEBPEMEHHON KOPPEKIIMHU, IIPH HeoOXoaumocTu [ 74].

YpoBenb yoenutebHOCTH pekoMeHaanuii C (YpoBeHb J10CTOBEPHOCTH A0KA3aTEJbCTB — 5).
Kommenmapuu: ne pesice 1 paza 6 200 unu uauje, npu HeobXxo0uMoCmu.

° PexomenaoBaHo: nucnaHCepHBIN MprueM (OCMOTp, KOHCY/IbTAlMs) Bpada-odTaibMosora
nanueHTam ¢ quarsozoM Hb u HCI' npu Hanmnuuu nofo3peHuii Ha opakeHrue opraHa 3peHus, B
TOM YHCIIE BO3MOXHOTO Pa3BUTHsI aTpouu 3puTeiIbHOro HepBa [26, 74].

YpoBeHb yoenutesibHOCTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeIbCTB — 5).
Kommenmapuu: ne pesce 1 paza 6 200 unu uaue, npu HeobXxooumocmiu.

° PexoMena0BaHO: AHMCHAHCEPHBIA MpUEeM (OCMOTp, KOHCYJbTAIMs) Bpada-HEBPOJIOTa
nanuentam ¢ auarHozoM Hb m HCI' ¢ mnenbro MOHMTOpPUHTAa COCTOSIHUSI M CBOEBPEMEHHOTO
BBISIBJICHUS ITATOJIOTUN HEPBHOM cucTtemsl [S0].

YposeHnb yoenuresbHocTH pekomMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeIbCTB — 5).
Kommenmapuu: ne pexce 1 pasza 6 200 unu uauje, npu Heob6xo0umMocmu.

° PexoMeH10BaHO: NHCIIAHCEPHBINH TIpHEM (OCMOTpP, KOHCYJbTAIlMsl) Bpada CypioJiora-
OTOpHUHOJIapUHTOJI0Ta nanuenTaM ¢ auarHozom Hb u HCI' ¢ nenbto MOHUTOpUHTa COCTOSTHUS U
CBOEBPEMEHHOTO BBISBIICHUS HApyIIeHUs ciyxa [74].

Yposenb yoenuteabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH A0KA3aTEJIbCTB — 5).

Kommenmapuu: ne pexce 1 pasza 6 200 unu uawje, npu Heob6xo0uUMocmu.

6. Opranuzanust MeJUIMHCKON MOMOIIH
[Toka3zaHus TS TJIAHOBOHM TOCTIMTATU3AIMN B MEIUIIMHCKYIO OPTaHH3aIUIO:

1. TIpoBeneHue AMArHOCTUKH U JICUEHUS, TPEOYIOUINE MPOJODKUTEILHOTO (IHEBHOE WU
KPYIJIOCYTOYHOE MPEOBIBAHUE) MEIUITMHCKOTO HAOJIOJICHUS U MOHMTOPUHTA KIMHHKO-
71a00PaTOPHBIX ITOKA3aTENICH;

2. HeoOxoguMoCTh TPOBEACHHS pPa3IUYHBIX BHJIOB OJKCIEPTU3 WM OOCIEIOBaHHUS B
MEIUIMHCKOW OpraHW3aliy TMPH HEBO3MOXKHOCTU TPOBEICHHUS HMX B aMOyJaTOPHBIX
YCIOBUAX (B TOM qucie oopmrnenue 3aKJIFOUYEHUS benepaabHOTO

KOHCHJINyMa/BpadyeOHOW KOMHCCHH).
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IToka3zanust Ui SKCTPEHHOH rOCIUTAIN3AUH B MEAULUHCKYIO OpraHU3aLUIO:

1. Ocrtpsle yrpoxaromue A >KM3HU U PAa3sBUTHS OCJIOKHEHMHM COCTOSIHUS, TpeOyromue
HEOTJIOKHOTO JICYEHHUS, B TOM UMCJIE MHTCHCUBHOW TEPAINHU, a TAKXKE KPYTJI0CYTOYHOTO
MEIULMHCKOr0 HAOMIONEHUs] U IPOBEAEHUS CIEHHUAIbHBIX BHUAOB O00CIEJOBAaHUSA U
JICUCHMUSL.

ITokazaHus K BBIITMCKE NALIMEHTA U3 MEAUIIMHCKONW OpraHU3aluu:

1. OtcyTcTBHE yrpo3bl Ui AKU3HH MAUEHTA U YTPO3bI Pa3BUTHUS OCIOKHEHUH, TPEOYIOLIIX
HEOTJIOKHOTO JICUEHUS 110 3aBEPIICHUH TUAarHOCTUYECKUX MEPOIPUATHI.

2. Crabunu3anusi COCTOSIHMSI M OCHOBHBIX  KJIMHUKO-JJAOOPAaTOpPHBIX  IOKa3aTesei
[AaTOJIOTHYECKOTO  Ipoliecca, OTCYTCTBUE HEOOXOAMMOCTH B  HPOJOKUTEIHHOM
MEIUIMHCKOM HaOII0IeHUH (JHEBHOE WIIH KPYTIIOCYTOYHOE MTPEObIBAHUE);

3. BomonHeH miaH oOcieqoBaHUS M JIEYEHMsS NAlMEHTa, JaHbl PEKOMEHJALMH IO
JanbHeleMy HaOI0IeHUIO U JICUSHHIO.

4. HeoOXxoaumMoCTh TepeBoJa NalWeHTa B JAPYroe MEAMIMUHCKOE YYPSKICHHE HWIIH

YUpeXJIeHUE COLUAIbHOTO 00€CIIeUEeHHUS.
7. JonosHuTeabHast ”H(popManus (B TOM 4Yucjiae (paKTopbl, BJUAIOIINE HA

HCXO0/1 3200/1eBAaHUS WJIH COCTOSTHNS)

IIporHo3 cocTosHUA U YPOBHS ICUXUYECKOIO Pa3BUTHUA MALMEHTA 3aBUCUT OT TKECTH
3a00JIeBaHus, a TAKXKe CPOKOB Hayalla CrieUaIn3UPOBAaHHON Teparuu.

[Tpu cBOEBpeMEHHOM KOPPEKIIMU U MPO(PUITAKTUKE META0OTNYECKUX KPU30B, COOJIOIEHUN
U CTPOrOM KOHTPOJIE IATOT€HETUYECKON TEPAIMM U CUMITOMAaTUYECKOTO JICYEHUS IPOTHO3 JUIs
KHU3HU OJIarONpUSATHBIN.

IIpu CBOEBPEMEHHO HAyaTOM JICYEHMM CHUMITOMBI, KakK IIPaBHUIIO, OTCYTCTBYIOT.
OtcyrcrBue tepanuu npu totansHod Hb m HCI' nmpuBOaUT K HEBPOJIOrMYECKUM OCIIOKHEHHMSM,
BKJIIOYasi  YMCTBEHHYK)  OTCTaJOCTh, HApyLIE€HUs  CO3HAHUA  BIUIOTH  JIO  KOMBI,
(bapMakope3UCTEHTHOM SMHIICTICHH.

OpHuM U3 BakHENIINX NoaxoA0B kK panHed auarHoctuke Hb u HCT sBasieTcst ckpuHUHT
HOoBOpoXxkAeHHbIX. Hb wu HCI' CcOOTBETCTBYIOT KpHUTEpUSM BKIOYEHHS B CKPUHHHT
HOBOPOXKJEHHBIX W IPOBOJWUTCA BO MHOIMX CTpaHax MUpa, B TOM u4ucie, B Poccuiickoin

denepanuu.

Kputepum olleHKH KAa4eCTBA MeIUIIMHCKONW MOMOIIM

Ne Kpurepun xkavyecrBa OueHka BbINOJTHEHHUS
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[TpoBeneHo onpeseeHne akTHBHOCTH OMOTUHUIA3bI B
MATHAX KPOBU HOBOPOXKACHHOMY IO MPOrpaMme

HCOHATAJILHOT'O CKpHMHHUHTI'A

ma/Her

[TpoBeneHO KOMIUIEKCHOE ONPECIICHNE KOHLICHTPAllui Ha
AMUHOKMCIIOTBI U allUJIKAPHUTUHBI B KPOBU METOJIOM
TaHJIEMHON MacC-CIIEKTPOMETPUH MALUEHTaM C
KJIMHAYECKUMHU IIPU3HAKaMHU, XapakTepHeiMu 11 Hb n

HCT

ma/Her

HpOBGI{GHO KOMIIJICKCHOC ONPCACIICHUEC COACPIKAHUA
OpTraHU4YCCKUX KHUCJIOT B MOYC ITAIUCHTaM C
KIIMHUYCCKUMU IMPpHU3HAKAMU, XapaKTCPHbIMUA JIA Hb u

HCT

na/Her

[IpoBeneHo onpeneneHrne akTUBHOCTH OMOTHHUIA3HI B
KpPOBH BCCM IMalIUCHTAM C KIMHUYCCKUMHU ITPHU3HAKAMU,

xapaktepHbiMu 111 Hb

na/mer

[IpoBeneH MONEKYIIPHO-TEHETUYECKOE HCCIIEIOBAHUE
BapUAHTOB HYKJICOTHUTHON TTOCIIEIOBATEILHOCTH B T€HE
BTD Bcem marnmeHTam co CHHYKEHHOU aKTUBHOCTBIO

dbepmeHnTa GHOTHHUAA3BI

ma/uer

[TpoBeneH MOIEKYIIPHO-TEHETUYECKOE UCCIIEIOBAaHUE
BAPHUAHTOB HYKJIEOTUIHOU nocienoBarenbHocTy JJHK B
rerne HLCS BceM manmeHTaM ¢ HOpMaIbHOM aKTHUBHOCTBIO
dbepmeHnTa OMOTUHUAA3BI, HO C OMOXUMHUYECKUMU

U3MEHEeHUAMH, XxapakTepHbiMu A HCT

ma/uer

[TpoBenen npuem (0CMOTp, KOHCYNIbTAIUs) Bpaya-
TEHETHKA MIEPBUYHBIN U IOBTOPHBII BCEM MALIUEHTaM C
KJIIMHUYECKUMHM NIPU3HAKaMU, XapakTepHbiMu 111 Hb u

HCT

ma/Her

Haznauena tepanust ouorunom (bBA/Jl) nanuentam ¢

noaTrBepkaeHHbIM Aunarno3zoM Hb u HCT'

aa/Her

[IpoBeneno nevueHre MeTabOTMUECKOTO KpU3a IIPU yTrpo3e
WIH B CIy4yae ero BOSHUKHOBEHHUS Y BCEX MAI[MEHTOB, C

noATBep KaAeHHbIM nuariozom Hb u HCT

na/mer
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IIpunoxenne Al. CocraB paboueii rpynnsl o paspadoTke U NepecMoTpy

KINHUYCCKHUX peKOMeHI[aHI/Iﬁ

1. AnumcumoBa HWHra BaaumMoBHa, K.M.H., 3aBeAyiollas OTIEIOM OpraHU3aluu
Meauuuackont nomomu ®I'BHY "Menuko-reHeTH4ecKuii Hay4HbI LIEHTP UM. aKaJIeMHUKa
H. I1. boukoBa", Bpau-reHETUK, WIEH ACCOIUALIMN METUIIMHCKUX T€HETHUKOB.

2. baiinakosa I'asimna BukTopoBHa, K.0.H., BeAyIIIUi HAYYHBIA COTPYAHHUK JIaOOPATOPUHU
HacyencTBeHHBIX Oose3Hell oOmena GI'BHY "Menuko-reHeTnueckuii HayyHbId LIEHTP
nM. akagemuka H.I1.boukoBa", uien Poccuiickoro oOuiecTsa MEIUIMHCKUX T€HETUKOB.

3. bapanoB AJjekcanap AJekcanapoBuy, akan. PAH, npodeccop, a.M.H.; MOYETHBIN
npesuneHt Coro3a neauarpos Poccum, coBetHuk pykooxutens HUM nenmarpum u
oxpanbl 310poBbs jaereit LIKb PAH, mpodeccop kadenper memmarpum u aeTCKOM
pesmatonorun ®PI'AOY «llepseiit MIMVY um. U.M. CeuenoBa» MunznpaBa Poccuu
(CeueHoBckMi YHHUBEpPCHUTET), IVIAaBHBIA BHEIITATHBIN CIIELUAIUCT neauatp MuH3apasa
Poccun.

4. Bbapanosa Iloaiuna BragumuposHna, Hayusbsiii corpyaauk LIKII “Metabonom™ ®TBHY
«MennuKO-TeHeTUYECKU HayqHbIM IIEHTp UM. akajgeMuka H.I1.boukoBay.

5. bymyeBa Tarbsina BaagumupoBua, 1.Mm.H., ®OI'AY "Hayunslii MemuumuHCKUN
UCCIIEI0BATENbCKUN LIEHTP 370p0oBbs Aetel" M3 P®D, wien Accounannuu 310poBbe JETEN
u AcconManu MEIUIIMHCKUX TeHeTukoB, mpodeccop Kadenpsl Omoxumuueckon
TeHEeTHKHU U HACIIeICTBEHHBIX OoJie3Helr ooMeHa Bemiects ®T'BHY «MI'HIy.

6. Bamaxkmanze Hato [[z>kymGepoBHa, 1.M.H., pyKOBOAMUTENb OTAETa OppaHHbIX OoJIe3HEH
U TOpoPUIAKTUKH HHBATUAMZUpYIONMX 3aboneBanuit HUM neamatpum W oXxpaHbl
3nopoBbsa  gereit LUIKb PAH mpodeccop kadenpst ¢akynbTeTckoi mneauaTpuu
neauarpudeckoro ¢akynsrera ®I'BOY BO «PHUMY um. H.U. Iluporosa» Munzapasa
Poccun.

7. Boponun Cepreii BaaaumupoBuy, x.M.H., rnaBablii Bpau ®I'BHY «MI'HL», riaBHbli
BHEIITATHBIA CIEHHAINCT MO MEAUIMHCKONM TeHeTuke Mun3apaBa Poccun B
JlanbHEeBOCTOUHOM (hesiepaibHOM OKpyTe

8. JerraipeBa AnHa BaagumupoBHa, 1.M.H., Tnpodeccop, 3aBeAyIOMmas OTICIOM
neauarpuu, PI'BY «HMMUIL akymepcTBa, ruHEKONI0ruy U nepuHarosnoruu um. Ax. B.1.
KynakoBay, npodeccop kadenpsl HeoHatosnoruu MactuTyTa 310poBbsa neteit ®I'AOY BO
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17.

18.

3axapoBa Exarepuna FOpbeBHa, 1.M.H., 3aBeyl0IIas jJabopaTopruel HaCIeICTBEHHBIX
6onesneri oomena ®I'BHY "Menuko-reHeTHYECKHI Hay4dHBIH IIGHTP HMM. aKaJeMHuKa
H.ITl.boukoBa", wunen Poccuiickoro o0mecTBa MEIUIMHCKUX TI'€HETHKOB, YJICH
€BPOIEHCKOro oO0IIecTBa MO M3YYCHHIO HACIEACTBEHHBIX OoJjie3Hel oOMeHa BeIlecTB
(SSIEM).

KekeeBa Tarbana HukonaeBHa, Bpay-reHeTUK KOHCYIbTaTUBHOTO otaeneHus GI'bHY
"Menuko-reHeTH4eCKMi HayuHbId 1eHTp uM. akagemuka H. I1. boukosa".
KpacnomexoBa Hwuna AJiekcaHJApoBHA, Bpau-nienuarp, Bpad-reHeTuK ['bBY3
«Mopo3zosckas JAI'Kb JI3M».

Ky3enkoBa  JliogmMuina  MuxailjioBHA, I.M.H., 3aBEyIOIIAs OT/CIICHUEM
TICUXOHEBPOJIOTUH U TcuxocoMmarnuecko natosorun OI'AY "Hayunblit MeTUIMHCKUN
HCCIIEIOBATENILCKUIM LEHTP 310pOBbs eTeil”" M3 PO, unien Accormanuu 310pOBbe JAETEH.
Kyunes Cepreit UBanoBuu, n.m.H., akagemuk PAH, nupekrop ®I'BHY "Menuko-
reHeTUYEeCKU HayuHbll HeHTp uM. akagemuka H. I1. boukosa", [Ipe3sunent Accounanuu
MEIUIIMHCKUX F€HETUKOB.

Jlobanosa Buxkropusi CepreeBna, Bpau-HeBposior, snwienronor ['bY3 «Mopo3osckas
JAT'KB JI3M», unen eBporeiickoro oouiecTsa Mo U3y4eHHIO HACIEICTBEHHbIX Oose3Hen
obmeHa BemecTB (SSIEM).

Jlobenckas Anacracusa IOpbeBHa — 3aBenyromuii OMoxuMHuueckoil nabopatopuei,
Bpau-naboparopubiii renetuk CII6 TI'KVY3 "JluarHoctuueckuil 1eHTp (MEIUKO-
TEHETUYECKUI )».

Muxaiiniopa Csersniana BuraaseBHa, 1.M.H., 3aBeayrouias otnaeneHueM PI'AOY
«Poccniickas [lerckas Knuandeckas bonpanna» PHUMY um H.M. [Iuporosa.
Hazapenko Jlwamuaa IlaBaoBHa, mpodeccop, A.M.H., 3aMECTUTEIh IUPEKTOpa IO
Hay4YHOH M jeyeOHOI paboTe, pyKOBOAUTEINb JIAOOPATOPUU HACIEICTBEHHOM MATOJIOIUU
HUWUW megunmuckoi renetnky, Tomckoro HUMII PAH, unen Acconuanum MeJUIIMHCKUX
T€HETHUKOB.

HamazoBa-bapanoBa Jleiina CeiimypoBna, akamemuk PAH, mnpodeccop, aA.M.H.,
IIpesunent Coro3a nenuarpoB Poccun; nact-npesunentr EPA/UNEPSA; pykoBoauTens
HWMW nennatpun n oxpansl 310poBbs aeteil IKb PAH MununcrepcTBa HayKH U BBICILIETO
obOpaszoBanmsi Poccuiickoit ®eneparuu, 3aBenyromas kadeapoi  (HaKyIbTETCKOM
nenuatpuu neauarpudeckoro akynprera ®I'bOY BO «PHUMY um. H.U. [Tuporosay
Munsznpasa Poccuu, riaBHbINA BHEIITATHBIN IETCKUNA CIICIIUAIUCT IO MPOPHIAKTUISCKOM

MenuimHe Munszapasa Poccun.
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19. HukosaeBa ExarepuHa AJieKcaHJAPOBHA, J.M.H., TJIaBHBI HAy4YHBIH COTPYIHUK
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22. CmupHoBa Ouibra $SIkoBjieBHA, Bpau-TCHETUK, CTAPIIMA HAYYHBIA COTPYIHHUK OTACIA
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oxpanbl 300poBbs aeteit [IKb PAH.

23. CtpokoBa Tarbsina BukrTopoBHa, 1.M.H., npodeccop PAH, 3aBenyromas oraeneHnem
MeIUaTPUIECKOM TaCTPOIHTEPOJIOTUH, Trenatonorud u auerorepanuu Knuankn @I'BYH
"®UII nutanus u buorexHogoruu".

24. Cyooorun JImutpuii MuxaiijoBuy, Bpau-reHetuk ®I'BHY "Meauko-reHeTnueckuii
Hay4HbIi neHTp uM. akagemuka H. II. BoukoBa", HayuHblif coTpyanuk JlabopaTopuu
HEUPOTrE€HETHKH.

25. Cymuna Mapusi ['eHHaabeBHA, 3aBeyOINas OTICICHHEM MEIHUKO-TEHETHICCKOTO
KOHCYNbTUpOBaHUs, Bpad-TeHeTUK ['AY3 CeepanoBckoit obmactu “Knunuko-
JIUarHoCcTHUecKuil neHTp “OxpaHa 370pOBbsl MaTepy U pedeHka” .

26. Tapan Hartanus HwukonaeBHa, K.M.H., CTapIIMii HAYYHBIH COTPYIHHWK OTICIICHUS
MeINaTPUIECKOM TacTpOdHTEpoJIoruu, renaroigorun u auerorepanuu OI'BYH "OUIL]
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H.N.ITuporosa Munsapasa Poccuu.

ABTOpBI TTOATBEPKIAIOT OTCYTCTBHE (PUHAHCOBOHM TMOACPKKH/KOH(DINKTa WHTEPECOB,

KOTOPBIA HEOOXOMMO 0OHAPOIOBATH.
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Ipuioxkenue A2. Meronos10rusi paspadoTku KIMHUYECKUX PEKOMEeHAauM i

Hacrosimue pexoMeHAanuu TIpenHa3HaueHbl JUIsI IPUMEHEHHS  MEIUIIMHCKUMHU
OpraHM3aALMSIMHU U YUPEXKJICHUAMH (elepaIbHbIX, TEPPUTOPHATBHBIX M MyHHIIUIIAIbHBIX OPIaHOB
YIpaBJICHUS 3APAaBOOXPAHEHUEM, CHCTEM O00s3aTEIBbHOTO M JOOPOBOJBHOTO MEIMIIMHCKOTO
CTpaxoBaHMs, IPYTUMHU MEAUIUHCKUMH OPTaHU3aAUSIMH PA3TUYHBIX OPraHU3alMOHHO-TIPABOBBIX
(bopM N1ess TN HOCTH, HATIPABJICHHOW HA OKa3aHUE MEAMIIMHCKON MOMOIIIH.

Knunnueckne pexkoMeHAalMM CO37aHbl Ha OCHOBAaHMM CHCTEMaTHUYecKoro ob3opa
mutepatypsl 1980-2023 rr. Medline (Pubmed version), Embase (Dialog version) u Cochrane
Library databases, ¢ nCroap30BaHHEM CO3JJaHHBIX IPOTOKOJIOB COBPEMEHHBIX MEXKIYHAPOIHBIX
KIMHAYECKNX PEKOMEHJAIMil 10 JWarHOCTHKE, JICYCHHWI0O W BEACHUIO OOJBHBIX C
MeTaboIMYeCKUMU OOJIE3HAMHU.

Hb u HCI' oTHOCATCS K PEOKUM HACIEACTBEHHBIM 3a00JEBaHUSAM, YTO HCKIIIOYACT
BO3MOYKHOCTh TPOBEACHUS OOJBIIMX KOTOPTHBIX M PAHIOMHU3UPOBAHHBIX KOHTPOJIHPYEMBIX
WCCIICIOBAaHUA W ISl CO3JaHHUS HPOTOKOJIOB TUArHOCTUKU M TEPANUU HCIOJIB3YIOTCS JIHIIb
TEMaTHYECKHE MCCIIEOBAaHHS IKCIIEPTOB, OMyOJMKOBAHHBIE B TIOCIICIHUE JIBA ACCATHIICTHUSI.

OrneHka KayecTBa JIOKa3aTENbCTB W CHUJIbl PEKOMEHJAMNA MPUMEHEHUS MEIMIMHCKUX
TEXHOJIOTUI IMPOBOJWIACH B COOTBETCTBUM C YHHU(UIUPOBAHHOHN IIKalIOW, NMPUBEJCHHOW B
tabmumax 1-3.

IleaeBasi ayIUTOPHUSA JAHHBIX KJIMHHYECKAX PEKOMEHIAIIMMA:

1. Bpaum obuieit BpaueOHOI npakTHKH (CeMelHbIe BpauH);
Bpauu-neauatpsr;

Bpauu-tepanesTs;

Bpaun-renetuku;

Bpauu-nabopaTtopHble reéHETUKH;

Bpauu-kapaunoinoruy;

Bpauu-nerckre kapamoJioru;

Bpauu-ueBposoru;

© ©® N o g bk~ DN

Bpauu ¢pyHKIMOHATBHON TUATHOCTUKY;

[EN
o

. Bpaun-oToprHOIapUHT 00T H;

[EEY
[EEY

. Bpauun-odransmonoru;

[EEN
N

. Bpauu mo MeauiuHCKo# peabunuranmm;

[EEN
w

. Bpaun-cypaoy0ru-oTopuHOIapUHT OJIOTH;

[EEN
IS

. MeauiuHCcKHe ICHXOJIOTH;

[EEN
o1

. Ctynentsl MeguuuHCKux BY30B;

[EEN
(o3}

. OOyuaronmecs: B OpIuHATYpE U aCIIUPAHTYypE.
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Tabauua 1. [llkana oneHku ypoBHE#H gocToBepHOCTH JoKa3aTenbCeTB (Y /1) s meromoB

JUArHOCTUKY (JIMATHOCTUYECKUX BMEIIATEIIbCTB).

YA

Pacumdgponka

Cucremaruueckue 0030pbl HCCIEI0BAaHUN C KOHTPOJIEM pe(hepeHCHBIM METOI0M MU
crucTeMaTUYecKHii 0030p paHJOMU3UPOBAHHBIX KIIMHUYECKUX HCCIIE0BAaHUM C

IIPpUMECHCHUEM MCTa-aHAIMU3a

OTnenbHbIE UCCIIETOBAHMS C KOHTPOJIEM pe)epeHCHBIM METOIOM WJIH OT/ECIIbHBIC
PaHIOMU3UPOBAHHBIE KJIMHUYECKHE UCCIIEIOBAaHUS U CUCTEMAaTHYEeCKHE 0030PhbI
UCCIIeI0BaHMM J1I000r0 Ju3aiiHa, 3a UCKIIOYEHUEM PaHIOMU3HUPOBAHHBIX

KIIMHUYCCKUX HCCHGHOB&HHﬁ, C IPUMCHCHUEM MCTa-aHAJIM3a

HccnenoBanus 6€3 Mociea0BaTeIbHOTO KOHTPOIIS peepeHCHBIM METOI0M HIIN
UCCIIeIOBaHMs ¢ pe(h)epPEeHCHBIM METO/I0M, HE SIBIISIOLIMMCS HE3aBUCUMBIM OT
HCCIIelyeMOI0 METO/1a MJIM HEPaHIOMU3UPOBAaHHbIE CPAaBHUTEIbHbBIE HCCIIE0BAH N,

B TOM YHUCJIC KOI'OPTHBIC NCCIICAOBAHUA

4

HeCpaBHI/ITeJII)HBIG HCCIICOOBAaHUs, OITMCAHUEC KIMHUYCCKOTO ClIydas

5

HNmeeTcs aumibs 000CHOBAaHHE MEXaHU3Ma JIENCTBUS WJIM MHEHHE OKCIICPTOB

Tabauua 2. [llxana orieHKu ypoBHE#H J0cTOBEpHOCTH JToKa3aTenbCeTB (Y /1) s metomnoB

npoUIAKTUKY, JIeYEeHUS U peadbunuTtaiuu (mpouiIakTHYECKUX, JIeYeOHbIX, peadMINTallMOHHBIX

BMEIIATEIHCTB).
YA Pacuu¢poska
1 Cucrematnueckuii 0630p PKU ¢ npuMeHnennem mera-aHanusa
. Otnenbubie PKU u cucremarnyeckue 0030pbl HCClIe0OBaHU TH000r0 1n3aiiHa, 3a
uckirouenrnem PKH, ¢ npuMeHnennem Mera-aHanusa
3 HepannomusupoBaHHbIe CpaBHUTENIbHbIE UCCIEI0OBAaHUS, B T.U. KOTOPTHBIE
HCCIIEIOBaHUS
4 HecpaBHuTenpHbIe Hccie10BaHMS, OIMCAHUE KIIMHUYECKOTO CiIydasi MM CEpUN
CIIy4aeB, UCCIIEIOBAHUS «CITy4aii-KOHTPOJIb
= Nmeetcs nunib 000CHOBaHNE MEXaHU3Ma JEMCTBHS BMEIIATENbCTBA (HOKIMHUYECKHE
WCCIIEIOBAHMSI) WJIM MHEHHUE 3KCIIEPTOB

Taoauna 3. [llkana onenku ypoBHel yoeauTeasHOCTH pekoMmeraanuii (YYP) mist metonon

MpOUIAKTUKH, TAATHOCTHKH, JICUCHUS U peadmmTanuu (MpopuIaKTHIECKUX,

JUArHOCTUYCCKUX, JIG‘-IC6HBIX, pea6I/IHI/ITaL{I/IOHHBIX BMeL[IaTeHBCTB).

Yyp

Pacumu¢pposka
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CunpHas pekoMeHIalus (Bce paccMaTpuBaeMble KpuTepuu 3pGeKTUBHOCTH
(MCXOIBI) SBJISFOTCSI BAXKHBIMH, BCE UCCIICIOBAHUSI UMEIOT BHICOKOE HIIU
YAOBJIETBOPUTEIHHOE METO0JIOTMUYECKOE KaU€CTBO, X BBIBOJIbI [0 MHTEPECYIOIIUM

nucxoaam SABIAIOTCA COI‘J'IaCOBaHHBIMI/I)

YcnoBHas pekoMeHaaus (He Bce paccMaTpuBaeMble Kputepuu 3G PpeKTuBHOCTH
(MCX0/Bl1) ABISAIOTCS BAXKHBIMHU, HE BCE UCCIICOBAHUS HMEIOT BHICOKOE MU
YIIOBJIETBOPUTEIHHOE METOIOJIOTHIECKOE KAYECTBO H/UIH UX BBHIBOJIBI IO

HHTEPCCYIOIIUM UCXOaaM HE ABJIAIOTCA COI‘J'IaCOBaHHBIMI/I)

Cnabas pexomeHaamus (OTCYTCTBUE JOKA3aTEIbCTB HA/IJIEKAIIETO KauecTBa (Bce
paccMmarpuBaeMbie Kputepun 3(HHEKTHBHOCTH (HCXO/IbI) SBISIOTCS HEBAKHBIMU, BCE
UCCIICIOBAaHHS UMEIOT HU3KOE METOJI0JIOTUYECKOE KAUYECTBO M UX BBIBOJIBI IO

HHTCPCCYHOIIUM UCXOAAaM HE SABJISAIOTCA COFJIaCOBaHHBIMI/I)

HOpﬂI{OK OOHOBJIEHHS KJINHHUYECKHX peKOMEH)]aIII/Iﬁ

Mexanu3mM  OOHOBJIGHHUS ~ KIMHUYECKUX  PEKOMEHJAIMWA  MpeaycMaTpuBaeT WX
CUCTEeMAaTUYECKYIO aKTYaJIH3alUI0 HE PeXKe, YeM OJMH Pa3 B TPU T'OJa, a TAKXKE MPHU MOSBICHUH
HOBBIX JAHHBIX C MO3MIMH JOKA3aTE€IbHOM MEIUILMHBI [0 BOIPOCAM JAHArHOCTUKH, JICUYEHUS,
NpopUIAKTUKK W peabmiIuTalud KOHKPETHBIX 3a00JIeBaHHM, HAIMYMA OOOCHOBAHHBIX
JOTIOJTHEHW/3aMeYaHUi K paHee YTBEPKICHHBIM KIMHUYECKUM PEKOMEHIalUsIM, HO He vare |

paza B 6 Mecs1eB.

IIpunoxenne A3. CipaBo4HbIe MaTepHAJIbI, BKIKYas COOTBETCTBHE
MOKAa3aHMH K IPUMEHEHUIO U IPOTHBONOKA3AHUI, CIIOCO00B IPUMEHEHUS U
03 JIEKAPCTBEHHBIX NPENapaToB, HHCTPYKUMH MO NPUMEHEHUI0
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YTBEPXKICHUH TOPSIKAa U CPOKOB pa3pabOTKH KIMHUYECKUX PEKOMEHIAIMN, UX MepecMoTpa,
TUTIOBOH ()OPMBI KITMHHYECKHX PEKOMEH/IAINi ¥ TpeOOBaHUHN K MX CTPYKTYPE, COCTAaBY M HAyYHOU
000CHOBaHHOCTH BKJIFOYaEMOU B KIIMHMYECKHE peKOMeHIau nadopmammn'.

8. Wudopmanus o JeKapcTBEHHBIX cpeacTBax: https:/grls.rosminzdrav.ru/

9. MexayHnaponHas kiaccudukanusi OOJe3HEW, TpaBM W COCTOSIHMM, BJIMSIOIIUX Ha

3mopoBbe (MKB — 10).

[puioxkenune b. AJiropuT™Msl AeHCTBUH Bpaya

[Tpu BesiBnennu Hb win HCI' HeoO6XoauMo BBI3BATH CEMbBIO ISl KOHCYJIbTAllUU U TPOBECTH
OCMOTp pebeHKa C IeNbI0 pelIeHHs BOMpoca O TochnuTanu3anui. HoBOpOXIEHHBIE C
nono3penrieM Ha Hb u HCI™ (moBbienne konnentpanuu C5SOH) moanexxat rocnutain3anui B
OTJIEJIEHWE TIaTOJIOTUU HOBOPOXICHHBIX WM pEaHUMAllMd WHTCHCHBHOM Tepamuu (B
3aBUCUMOCTH OT COCTOSIHHSI), TJ€ OCYIIECTBIISICTCS B3SITUE KPOBHM JJisi TIPOBEICHUSI PETECTa,
oTpeieNieHUs] aKTUBHOCTH (PEPMEHTOB OMOTMHMJA3bl U CHHTETa3bl TOJIOKapOOKCHIIa3, a TaKxke
cOop 00pa3oB MOYH JIJIS aHATIM3a OPTAHUYECKUX KUCIIOT (00pa3Iibl OTIPABISIOT B pehepeHCHBII
1eHTp). B 3aBuCHMOCTH OT aKTUBHOCTH (DEPMEHTOB U PE3YJIBTATOB UCCIIEIOBAHUS OPTaHUYECKUX
kucioT moun nuarHo3 Hb m HCI' mosxer ObITh mOATBEpkKICH HA OMOXMMHUYECKOM yYPOBHE WJTH
ycTaHoBieH napyroii nuarao3 (puc. 1b). Ilocrne monydeHHs] TOJTOKUTENBHBIX PE3YyIbTaTOB
HOBOPOXKJEHHOTO HEOOXOUMO HE3aMEeUTUTEILHO HANIPABUTh K CICHUANHUCTY (Bpady-TeHETHKY,
Bpavy-TMeauaTpy) s Ha3HAUYCHHsI TATOTCHETHYECKOW Teparuu, MPOBEACHUS TOITBEPKAAFOIIECH
JTUArHOCTUKH, a TaK)Ke OOyYeHHUS W KOHCYJbTUPOBAHUSA CEMbH W OPTaHHU3AlUU JaTbHEUIIETro
HaOmonenus. [lonTBepknaromias AMAarHOCTUKA — BKJIIOYAET  MOJEKYJSIPHO-TEHETHYECKOe

uccinenoanue reHoB BTD u HLCS, xoTopoe mpoBoautcst B peepeHCHOM LIEHTPE.
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[ AUMNKAPHWUTUHBI B BbICYLWEHHbIX NATHAX KpoBK ]

CS50H > 0,5 mxM/n

KOHCY/bTauMa Bpada-reHeTuka
peweHue Bonpoca o

rocnuTanuzaunmn

C50H < 0,5 MxM/n

v

perect
aKTUBHOCTL BUOTUHMAAZBI
OpPraHU4YecKMe KUC/IOTbl MOUM

> “HEND I S i
3-rn Apomn:-B meTunrnyrapun-KoA

nnasel,
= - x

KoA
‘kapboxcunasst,
CMHTeTassl Xonokapbokcunas

v

aKTUBHOCTL BUOTHMHMA A3 I
CHMXeHa

A

v

aKTMBHOCTL BUOTMHMAA3L! B
HOopMme

v

3 -MeTUNKPOTOHUNTTULMWH
3-OH-u3oBanepmaHoBas KucnoTa

3-OH-un30oBanepmnaHoBas KMcnoTa
3-OH-nponuoHoBasa KUcaoTa
TUFAMATANUMH

Moua —

MeTuaumnTpaT
3 -MeTUNKPOTOHUNTTMLLMH

Moua —

KuconoTa

3-OH-3-meTunrnyraposas

3-MmeTunrnyraposas Kucaorta
3-MeTuUN-rNyTakoHOBas KMCNOTa
3-OH-u30oBaNepmaHoOBan KMCNOTA
3 -MeTUNKPOTOHUNTTULLMH

CnexkTp OopraHMYeKMx KUcsoT B
Moue B HOpMme

He AOCTAaTOYHOCThL
BuoTuHMAaaz bl noavTeepXxaeHa

He AOCTaTOYHOCTh He AOCTAaTOYHOCTL
3 -meTunkpoTtoHun-KoA HEAGCTA TN INOETE L e T 3-ruapokcu-3
Bharcin xonokapbokcunas . RIS, .
kapbokcunassi noaTeepxaeHa MeTunrayTap OA nuassi
noaTeepxAaeHa noaTeepxAeHa

Ny P

v

KOHCYNbTaluMAa Bpavya-reHeTmka
HazHaueHwe Tepanum

| |

conocrasneHne pe3ynsraros
KJIMHUYECKUX U naBopaToprlx
AaHHBIX, UCKNOHEeHne ownbok
npeaHaIMTUYECKro stana

6

v

‘ MyTayun

A

AwnarHoz noaTEepXAeH Ha
MONEKYNAPHO-reH ETUYECKOM
YpoBHe

reHeTUyeckas naHens

(nowuck MyTaumi B reHax )

T

‘l HeopHo3HauHble pe3ynsTaThl

Pucynok 1B. AnroputM HeOHATaJIbHOTO CKPUHHHIA Ha BBIABIEHHWE HeNOCTaTOUYHOCTH OmotuHuaasbl (HB) m HemocTaToyHOCTHM CHHTETa3bl

xonokapookcunas (romokapookcmiasz) (HCI) u apyrux 3abosieBaHmii, aCCOIMUPOBAHHBIX C K3MEHEHHEM YPOBHS 3 -THAPOKCUH30BATICPUIKAPHUTUHA

MrK cembu, Nnpoao/mkeHMe /HazHauYeHMe Tepanuum

AHK-pauarHocrmkm ‘

(C50H): HegocTatouHOCTh 3-MeTUIKPOTOHMI-KOA KapOokcuiassl 1 HegoctarouHocTh 3-OH-3 metmirnyrapun KoA nuaszbl.
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Hpuiaoxenue B. Undopmauus 114 namueHra

Yto Takoe Hb u HCI'?

MHoOXecTBEHHass HeIoCcTaTouyHOCTh KapOokcuinaz (MHK) — »to HacmencTtBenHoe
3aboseBaHre OOMEHa BEIIECTB, BI3BAHHOE HapyllleHneM oOMeHa OMOTHHA B opraHu3me. buotun
— 3TO BUTAMMH I'PYIIBI B, KOTOPBIM MOCTYIAaeT B OPraHU3M 4YeJIOBEKa C NHUILEH. bUOTHH OoueHb
Ba)XEH JJISl IPOU3BOJICTBA (CHHTE3a) U pabOThI APYruX (EPMEHTOB — KapOOKCHIIA3: MPOMHOHMUII
KoA kap6oxkcuna3zbl, MeTuIkpoToHHI KoA kapOokcuiaspl, mupyBaTkapOOKcuiIa3bl 1 areTit KoA
KapOoKcuiaszbl. OTH KapOOKCUIIa3bl UTPAIOT BaXKHYIO POJIb BO MHOTHX OMOJIOTHYECKUX Tpolieccax,
CBSI3aHHBIX C O€JIKaMHU, )KUPaMU U YTJI€BOJIAMHU.

[Tpu oTCYTCTBUM WK HapylIeHUHU paboThl (PEpMEHTOB OMOTUHUAA3B! (HELOCTATOYHOCTh
ouotuHuaassl, HB) wumm cuHTeTassl ronokapOokcuia3z  (HEIOCTATOYHOCTh — CHUHTETa3bl
rosnokapOokcuia3, HCI') 6MOTHH He MOXKET yCBauBaThCs B OpraHu3Me. ITO MPUBOJAT K AeULUTY
OMOTHHA U, COOTBETCTBEHHO, HAPYIICHHUIO TIPOU3BOJCTBA BCEX OMOTHH3aBUCUMBIX KapOOKcHIIa3,
T.6. MHOXECTBEHHOW HenocraTouyHocTu KapOokcwiaz (MHK). bonee Ttoro, B opranusme
HAKaIUIMBAIOTCSl TOKCHYHBIE BEIIECTBA (OpraHMYECKUEe KHUCIOThI), HAHOCS BpeJl LIEHTpalbHOMN
HepBHOII cucteme (LIHC) u npyrum opranam.

Ilouemy Bo3HUKaeT 3a00s1eBaHue?

Hb u HCI" — nacnencTBeHHble 3a00€BaHUsl, CBA3aHHBIE C MOJOMKaMHU (MyTaIlUsMU) B
redax BTD u HLCS cootBeTcTBeHHO.

I'ensl npeacraBisitoT coboit nmocnenoarensbHocTh JJHK. B HUX 3amucanbl MHCTPYKIIMU IO
«rpurotoBiieHuto» OenkoB unu PHK (pubonykiienHoBas kucinota). ['eHbl HaxonsTcs B
xpoMocomax. Y denoBeka 23 mapbel xpomocoM. OHY U3 XpOMOCOM C COOTBETCTBYIOIIIMM Ha00pOM
TEHOB OH HACJENYET OT MaTepH, a BTOPYIO — OT OTLA.

I'en HLCS naxoautcs Ha 21 xpomocome, a red BTD — Ha 3 xpomocome.

Korna B rene nporcxoaut MyTaius, OH O0JIbIle HE MOXKET CIY>KUTh «MHCTPYKIHEH» AJs
co3/1aHus Oenka (B JaHHOM ciy4yae — (pepMeHTOB OMOTHHMIa3bl M CHHTETa3bl TOJIOKapOoKCHas).
Taxkum oOpazom, nomyuuBLIvecs (GpepMeHTH (YHKIMOHUPYIOT HENPaBUIBHO WIIM K€ BOBCE HE
IIPOU3BOJIATCS B OPraHU3ME.

O6a 3aboneanusi, Hb u HCI', Hacnengyercs mo ayTOCOMHO-PEIECCHBHOMY THITY, YTO
O3HAYaeT, 4TO 00a POAUTENS SBISIOTCA HOCUTENSIMU MYyTallid, HO HE OOJEIOT, T.K. Y HUX €CTh
BTOpas Konus 370poBoro reHa. Pedbenok ¢ Hb mnm HCT Hacnenyet ogHy Konuto “0071bHOTO” TeHa
OT OTLA M OJHY OT MaTepu. 3aboyieBaHUE MPOSBISAETCA TOJIBKO B CIydae HAJIMYMA JBYX KOMUH

MOBpPEXAeHHOT0 TeHa. Puck poxaenus pedenka ¢ Hb unu HCI' B Takom ciyuae coctaBisiet 25%
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(puc. 1B). Manbuuku 1 1eBOYKH OOJICIOT C OJJMHAKOBOM YacToToi. HocuTens Oone3nu HaciemyeT
TOJILKO OHY “TIOBPEXKICHHYIO KOIHIO: JINOO OT 0TLa, 00 oT MaTepu. Hocurenu He Goneror u

HHUKAKUX IMPU3HAKOB 0oJie3HU Y HUX HECT.

O ¢
OTteu-HocuTenb ﬂ ’ MaTtb-HocuTenbHUUa

J | l
00 00 ©

O © © @]
SR AN AR SER
L $4 L $4 L $4 R
3poposble 25% Hocutenu (reteposurotbl) 50% bonbHble 25%

Pucynok 1B. Cxema nacnenoBanus Hegocrarounoctu Ouorunuaassl (HbB) u Henocrarounoctu
cuHTeTassl roinokapookcunas (HCT). [Ipu Hanumunu AByX Komuidi «00JIBHOTO» reHa («r»),
yHacIe0BaHHBIX OT 000UX poauTeNe-HOCUTeNeH, puck poxaenus pedenka ¢ Hb u HCT'
coctaBmsieT 25% («rry»).

Kak nposiBasiercs HB?

Toranbnass Hb HaumHaeT mposBiSTHCS B BO3pacTe oT 3 A0 5,5 MecsameB. Yarie Bcero
nepBeIMU cuMiitomamu Hb BIsi0TCS CyA0pOTH U MbIIIedHast c1abocTh. K OCHOBHBIM cUMIITOMaM
TaK)Xe OTHOCSATCS: HapylIEHHE OXOAKU U KOOPJAUHALMH, 3aJepKKa ICUXOMOTOPHOIO pa3BUTHS,
HapylIeHUs pUTMa JbIXaHUS, YaCTHYHOE (THE3JHOE) BBINAJCHHE BOJOC WM OOJBICEHUE,
KOHBIOHKTHUBUTHI, KOJKHBIE TIPOSIBIICHUS (CHIMb, IEPMATUT, ceOOpes), a TAaK)Ke PEIUIUBHPYIOIITHE
BUpycHble wiu rpudkoBbie nHpeknuu. [[THC ocobenno ys3suma mpu HB, Tak kak akTHUBHOCTH
(hepMeHTa OMOTHHM 136l B TOIOBHOM MO3T€ YEJIOBEKA OYCHD HU3KAasl. ITO MOXKET IMPUBECTH K PSITY
HEBPOJIOTMYECKUX HAPYLIEHUM, TAKUX KaK CHUOKEHHE CITyXa U 3pEHMUS.

CTeHeHB TXKECTU KIMHHUYCCKUX HpOSIBJ'IeHI/Iﬁ 3aBUCUT OT ypOBHSI AKTUBHOCTHU
ouotuHUAa3k! B kKpoBu. YactuuHas Hb umeet Gonee msrkyro hopmy 3a001eBaHMsI U IPOSBISICTCS
B YCIIOBUSIX cTpecca (HampumMep, JUTUTETLHOTO ToJI0IaHusl, MHPEKIUH, GU3NIECKUX HArPY30K).

Kak nposiBasiercsas HCI'?

Cumnromsl HCI' ouenb cxoxu ¢ cumnromamu HB. 3a6oneBanne 0ObIMHO TIPOSIBISIETCS B
NEPBLIC HCCKOJIBKO YaCOB KHU3HH, ,Z[Hef/'l HJIN HCIOCJIb IMOCJIC POKICHHA. HepBLIMI/I CUMIITOMaMH

SABJIIFOTCA OTKAa3 OT C€Ibl, MOBTOPHAd PBOTA, NOBLINICHHAs COHJMBOCTH HIIN BO36y,Z[I/IMOCTB,
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MblllIeyHas cnabocth ¥ jgepmatut. Ilpu  oTcyTcTBHM JieueHHs 3a00JieBaHHE OBICTPO
NPOrPECCUPYET, Pa3BUBAIOTCS MPHUCTYIIBI AMUJICTICHH, OTEK MO3Ta, 3aJIepKKa ICHXOMOTOPHOT'O U
(bu3nIecKoro pa3BUTUs pedeHKa.

Kak ycranaBiauBaercs nuario3 Hb u HCI'?

Ha ocHOBaHMM KJIMHMYECKHUX CHUMIOTOMOB (CyIOpOTH, BBINAQJECHHE BOJIOC, MBIIICYHAsS
CI1ab0CTh, KOXHBIC MPOSBIEHUS) Bpauyu MOryT 3amono3puth auarHo3 Hb m HCI. Jluarnos
MOJITBEPKIACTCS, KOTIa CHIDKACTCA aKTUBHOCTh OMOTHHM/IA3bl U CHHTETA3bl TOJIOKapOOKCHIa3 B
J1a3Me UM CHIBOPOTKE KPOBU. B MOYe MOBBIIIAIOTCS KOHLIEHTPALUU B-THAPOKCUU30Baeparta, 3-
METUJIKPOTOHWITIMIINHA, B-ruapoKCUIIPONOHATA, METUJILUTpATa, 3-
ruapokcun3oBaiepuwikapuutuaa (CSOH), nakrara (MOJIOYHON KUCIOTHI) U TUTTMIITIUIMHA. J{7st
noareepxkaenus nuardoza Hb u HCT nposogst ananu3 JIHK—wuccnenosanue reso HLCS u BTD
Ha HaJIM4he MyTaluu.

Bce cembu ¢ Hb mu HCI' nomkHBI NpOHTH MEIUKO-TEHETUYECKOE KOHCYIbTUPOBAHUE U
MOJIYYUTh TMOJHYI0 HH(OpPMalMIO OT Bpaya-T€HETUKAa O PHUCKE IOBTOPHOIO IMPOSBIICHUS
3a00JeBaHUs B CEMbE, a TaKkKe OOCYIWTHb CO CIEHHUAIMCTOM BCE BOIPOCHI, CBS3aHHBIE C
HacnesoBaHueM 3aboneBaHus. B Poccunm Meamko-reHeTHuYecKue KOHCYJIbTallud paboTaloT B
Ka)KJJOM PETHUOHE.

C uenbio paHHEro (JI0pOJOBOIrO) BBISBICHMS HACIIEACTBEHHOW MATOJOIMU B CEMbSX C
ycraHoBieHHbIM nuarHozoM HBb u HCI' mpoBoauTcst mpeHartanbHas M NMPEUMMILIaHTAlMOHHAsS
nuarHoctuka. Cyrnpykeckod mape HeoOXOAMMO MPeaBapUTEIHHO TPOUTH OO0CIIeIOBaHHME Ha
HocuTenbeTBO MyTanuii B reHax HLCS u BTD, koTopble oTBeuaroT 3a JaHHbIE 3a00J€BaHMS,
OOpaTUBIINCH B CTIEUATU3UPOBAHHBIE TUATHOCTUYECKUE JTAOOPATOPUH U METUIIUHCKHE LIEHTPBI.
[IpenaranbHas JWArHOCTUKAa MPOBOAMUTCA MOJEKYISIPHO-TEHETUUECKUMHU METOJIaMU IIYTEM
uccnenoanus J{HK, BbineneHHol u3 6uonraTa BOPCUH XOPHOHA W/UIIM KJIIETOK aMHUOTHYECKOM
KHUJIKOCTH W/WIKM IUIONHOW KpoBU. IlpeMMmiiaHTanMoHHAass TIeHEeTHYecKas JIHarHOCTHKA
MPOBOJUTCS TEepel MpoLeAaypoil sKcTpakoprnopaibHoro ortoporBopenus (OKO) mnepen
UMIUIaHTalued (BHeApeHHEeM B MaTKy Marepu) sMmOpuoHa. Tem He MeHee, IpeHaTaibHas
JMarHOCTHKA 3a00JieBaHUM, KOTOpbIe moanatTcs r¢dekTuBHON Tepanuu, Takux kak Hb u HCT,
BO3MO’KHA, HO ATHYECKH COMHUTENbHA. Perienue o ee mpoBeeHUH J0KHO ObITh IPUHSATO TMOCIe
MOAPOOHOTO OOCYKICHUS C CEMbEH BCEX PUCKOB.

Kak geuar manuentoB ¢ Hb u HCI'?

[Ipu cBoeBpeMEeHHO HayaTOM JiedeHUMH mporHo3 s nauueHtoB ¢ Hb uw HCI

omaronpusTHeIA. OcHOBHBIM MeTogaoMm JiedeHuss Hb m HCI' sBnseTcs MOCTOSIHHBIA TIpUEM
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BBICOKHX 03 ouotnHa. B OonbIIMHCTBE CJIyda€B paHHETO Haydajla JICYHCHHSA BCE CHUMIITOMBI

HCYE3aI0T, MPE0TBpPAIllas Pa3BUTHE CEPbE3HBIX HEBPOJIOTHUECKUX OCIOKHEHHI.
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Mpuaoxenne I'l-I'2. Hlkajabl o1leHKH, BONPOCHUKH U IPYrue OlleHOYHbIe
HHCTPYMEHTbI COCTOSIHUSA NALMEHTA, IPUBEACHHbIC B KIMHUYECKHUX

PEKOMECHIALIUAX

Hpnnomeﬂne I'l. OIIeHKa MOTOPHOTO Pa3sBUTUHA MJIAJICHIIEB 110 IIKAJIC

Anndepra

HazBanue Ha pycckoMm s3bIke: miKaia AjibOepTa MOTOPHOTO Pa3BUTHUS MIIAJICHIICB.

Opurunansaoe HasBanue: Alberta Infant Motor Scale (AIMS).

Hcrounuk (ouumanbHblil CalT pa3pabOTUYUKOB, MyOIuKamus ¢ Banuaanueii): Piper MC,
Pinnell LE, Darrah J, Maguire T, Byrne PJ. Construction and validation of the Alberta Infant
Motor Scale (AIMS). Can J Public Health. 1992;83:546-50.

Tun (moayepKHyTh):

- [IKaJa OUEHKHU

Haznauenune: ™oTopHas 1mikanma ans  wiafgeHneB  Ansbepra (AIMS), mkana
HaOmoAaTeNnbHOM oOlLleHKH, Oblna pa3paboTaHa [uIsi HU3MEpEeHUs OOIIero JBUraTeilbHOTo
CO3pEBaHUA y IETECH OT POXKIACHUS JO CAMOCTOSITEIIHHOU XOAbOBI.

Copepxanue (111a0J10H): OCHOBBIBASICh Ha JINTEPAType, 58 HABBIKOB OBLIIM CT€HEPUPOBAHbI
U pacipeesieHbl [0 YeTHIPEM MO3ULMSM: JIS)Ka Ha CIIMHE, JIeXa Ha )KUBOTE, CUJIA U cTos1. Kaxomy
13 HaBBIKOB IIPUCBAMBAETCS OIpEeIICHHBIN Oa.

Kirou (uHTEpIipeTanus): 6auibl CyMMUPYIOTCS, TPOBOJUTCS OOIIasi OIleHKa MOTOPHOTO

Pa3BUTHA U OTKJIOHCHHE/COOTBETCTBHUE HOpMaJIbHOMY PAa3BUTHUIO B IICPLUCHTUIIAX

IIkana Aub0epTa MOTOPHOTO Pa3BUTHS MJIAJCHLICB

YHCII0/MECSIL/TOL
dammins, UM JlaTa ncciemoBaHus: / /
WNnentudukamnoHHbIi

Jlata poxaeHus: / /
HOMED
XPpOHOIOTUYECKUI
HccnenoBarenp / /
BO3pACT:
Mecro nposeneHus CKoppeKTUpOBaHHBIN / /
HCCIEI0BAHUS BO3pACT:
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[IpenmecTByronue [TyHKTBHI,
3aCYUTaHHbIC 3aCYMTAHHbIE B bann o mkane
MTYHKTBI «OKHE»
[Tonmoxenue Ha
KUBOTE
[TonoxeHue Ha ciuHe
ITocanka
BcraBanue
OO0t 6amt: NEPUEHTHIIb:

[TpuMeyanus/peKOMEH IalIUHN

IIKAJIA OHEHKH MOTOPHOTI'O PA3ZBUTUSA Y MUIAJIEHIIEB

Ne
HCCJICI0BAHUSA
Honoxenue Ha T Honoxenne exa Ha :xuBore (1)
! ol T |
JKHUBOTE o, Y w ki
S & borllwn Y duznonornyeckas Quekcus. [loBopaunBaer
D g VL3
TOJIOBY JUJIsl OTBEAEHUS, HOCA OT IOBEPXHOCTH.
T Honoxenne jexa Ha :KUBOTE (2)
fvv\ ‘ ¥ ) -
i A O 2l e CHUMMeTpHUYHO MOAHUMAET TOJIOBY MO/ YIJIOM
- 45°. He ciocoOeH yiep:KMBaTh FoJ0By Ha
OJIHOY JIMHUM C TYJIOBHILIEM.
. IToJi0:keHHne Ha )KMBOTE € ONIOPOI
s ¢,
NS y | o
LY . ! JlokTtn HaxonATCs nmo3anu 1ied. bes
X —// ~—_ D
MOAJICPKKH [TOJHUMAET TOJIOBY MO YIJIOM
45°.

49




Omnopa Ha npeamieuns (1)

[TogHMMAET M yIEP)KUBACT T'OJIOBY IOJT YIJIOM
ooJiee 45°. JIokTH Ha OJIHOU JIUHUHU C
wieyaMu. ['pyaHas KiIeTKka pa3Memaercs 1mo

LEHTPY.

IloaABMKHOCTDH B MOJIOKEHHH HA KHBOTE

[TogaumaeT rosnoBy nof yriiom g0 90°.

HeKOHTpOHI/IpyeMHe ITOIIBITKHU IMEPEHOCA BECA.

= IMOJATIATUBAHUEC noz[6opozu<a C BBEITATUBAaHUEM

Omnopa Ha npeanieuns (2)

JIokTu HaxoxaTCs nepen micyamu. AKTHBHOE

oicu.

ITo10:keHne HA

CIIMHE

b
) dusnonoruyeckast piaexcus.

1) _F/-'
el IToBOPOT roJIOBBI; MMOJHOCUT POT K PYKE.

Honoxenne aexa Ha cnuue (1)

BCCHOpr}IOLIHI)IC JABVIKCHHA PYKaMH U HOTaMHU.

Honoxenne jexa Ha cnuHe (2)

ITOBOPOT TOJIOBBI K CPETHEN JIMHUU.
HeoOs3aTenbHbli acHMMETpUYHBIN HIEHHBIN

ToHnueckuii peduekc (ALLITP).

IMogo:kenue Jexxa Ha cnune (3)

['osioBa HA OIHOM JIMHUU C TYJIOBHILEM.
JIBuraer pykamu, HO HE CLIOCOOEH MOJIHECTH

PYKH K CpEIHEN JTMHHH.
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]

IMono:xeHue Jjiexka Ha cnuHe (4)

AKTHUBHOCTB CrHOaTeiel Ien ¢
NoATsATMBaHNeM noaoopoaka. IlogHocut pyku

K CpEeIHEH JIMHUU.

Iloanecenue PYK K KOJICHSIM

[ToaTsiruBanue mondopoaka. Jlocraer pykamu

110 KOJICHEH. AKTUBHOCTE OPIONTHBIX MBIIIIII.

ITocanka

MMocanka ¢ mogaepxKoi

ITopaumaet u KpaTKOBPEMCHHO YACPIKHUBACT

rOJIOBY Ha OI[HOﬁ JIMHUU C TYJIOBUIIICM.

ITocanka ¢ onopoi Ha pyKH

YnepncHBaeT T'OJIOBY Ha OJHOM JIUHUHU C

TysnoBHIeM. KpaTKOBpeMEHHO onupaeTcst Ha

pYKH.

HOI{THFI/IBaHI/Ie B CusA4ce MMOJI0KCHHUE

[ToaTsruBaeT mo100POAOK; TOIOBA HA OJTHOM

JIMHUU C TYJIOBUIICM WJIA BIICPCIU.
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BcraBanue .

Omnopa Ha HOrM ¢ moaaep:xkoi (1)

RN Bo3MoskHO nonepeMeHHoe crubanue B

Y Ta300eIPEHHOM U KOJICHHOM CyCTaBax.

Omnopa Ha HOTH C MOJAEPKKOI (2)

& ["osioBa Ha OIHOM JIMHKM C TyJ0BUILEM. beapa

HaXOoAATCs 1o3aau mied. PasnooOpa3Hbie

JBMOXKCHUA HOI'aMU.

Onopa Ha BBITAHYTBIC

PYKHA

IlepexkaTbiBaHue U3
MOJIO’KEHH S HA )KUBOTE B
MOJI02KeHUe HA ClIuHe 0e3

MOBOPOTA

IlnaBanue

Pyku BBITAHYTEI.
ITonrsruBanme

no100po/IKa ¢ MOIEEMOM

JIBrKeHNEe MHULINAPYETCS

rosioBoii. Tynosuie

HaTTepH AKTUBHOCTHU

JIBUJKETCA KakK OJTHO pasrudarenei.
rpyaHoi kineTku. bokoBoi
LeNI0E.
MIEpEeHoC Beca.
IonbITKA TOTAHYTHCA 10 IlepexaTbiBaHMe U3 MOJT0KEHUSA
npeaMeTa U3 ynopa Ha IlepeBopoT HA 'KUBOTE B MOJIOKEHUE HA

npeanjacdbs

CIIMHE C OBOPOTOM
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AKTHBHBIN TIEpEHOC Beca ¢
OJHOM CTOPOHBI.
KouTtponupyemas momnsiTka
TOTSIHYTHCS J10 TIpeIMeTa

CBOOOIHOM PYKOIA.

[TepeBopoTsl. [IBuxkeHus
pyK u HoOr. bokoBas

(brekcus TyJIOBHUIIIA.

IToBopoT TynoBHIA

ITo10:xeHne HA

yerBepenbkax (1)

IloagHecenne pyk K

CTYMHSAM

IlepexkaTbiBaHUE U3 MOJIOKEHUS

Ha CIITMHE B ITOJIOKCHHUE HA

“KMBOTE 0€e3 MOBOpPOTA

A

Horn COTHYTBI, OTBCACHBI
Y TIOBEPHYTHI KHAPYKH.
[TosicanYHBII 10p103.

VYV niepKuBaeT moJI0KEHHE.

Crnioco0eH yaepKuBaTh
HOTHU B CPETHEM
I0JIO>KEHHUH.
IIpucyrcrByer
MOJIBU’KHOCTH B Ta30BOM

OTIIETIE.

Boxosoe BBITIPAMIICHUC T'OJIOBBI.

TYJ'IOBI/IIJ_IG JABMKETCA KaK OHO

oeJIoc.
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IlepexaTbiBaHmne u3

MMOJIO’KCHHUA HA CIIMHE B

AKTHBHOE BBLITSATHBaHUE

ITocaaka 0e3

MMOJIO’KECHHUEC HA )JKUBOTC C MOAACPKKHA
OBOPOTOM
p
L “‘5/;\ .
i 4 C

HOBOpOT TYyJIOBHIIIA.

BBITSIFI/IBaeTCSI, OTTAJIKUBasCh

HOramu.

IIpuBeneHue 10MaToK U
pasrubanue mied. He
CIOCOOEH yzepKaTh

ITOJIOKCHHUC.

ITocanka ¢ onopoii Ha pyKH

IMocagka 0e3 mogaepxkku 06e3

OIOPbI HA PYKH

Ilepenoc Beca B
MOJIOKEeHUH cuas Oe3

MOJ/IEPKKH

BriTsruBanue rpyaHoro oraena
MMO3BOHOYHMKA. [[BHKEHUA
TOJIOBBI, HE3aBUCHMBIE OT
TYJIOBUIA; ONIUPAETCS HA

BBITSIHYTBIEC PYKU.

He MoxeT ocTaBaTthCst OVUH B
CHISYEM MOJIOKEHUH

HCOTPaHNUYCHHOC BPCMHI.

[Iepenoc Beca Briepen,
Hazaj Wik B cTopoHsl. He
MOXKET OCTaBaThCia OAHH B

CHAAYECM ITOJIOKCHHUU.
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ITocanka 0e3 onopsbl HA PyKH

1)

IonbITKA TOTAHYTHCS 10
npeaMeTa ¢ NIOBOPOTOM B

MOJIOKCHHUHU CUIA

BcraBanue ¢

nojaaepxkoi (3)

Pyku He npmkatsl K TeIy.

Crnioco0eH urparb ¢ UrpyIKOM.

MoskeT ocTaBaThbCs OJUH B

CHUOAYCM ITOJIOKCHHUU.

Cugut caMOCTOATEIBHO.
TsHETCA K UTPYIIKE C

IIOBOPOTOM TYJIOBHIIIA.

benpa HaxonsaTcs Ha
JVHWHY TJ1e9. AKTUBHBIN
KOHTPOJIb TYJIOBHIIIA.
Paznoobpa3zubie

JABHXKCHUS HOTaMH.

IHos0:xeHne sexka HA OOKY €

onopoi

PeuunpoxHoe noisanue

IMepememienne u3
MOJIOKEHHUs HA
YyeTBepeHbKaxX B
MOJIOKEeHUEe CH/ISl UJTH

MOJIyCH/IsI

Pazo0uensocTs HOT.

HemoaBm>xHOCTH IJI€Y.

[ToBopoT B nmpenenax ocu Tena.

PenunpokHble IBHKEHUS PYK

" HOT' C TIOBOPOTOM TYJIOBHIIIA.

[Tepemeniaercsa B JaHHOE

IOJIOKEHHE U U3 HETO.
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Moxert IIpUHHUMATb

CUOAYCC ITOJIOKCHUC.

PeuunpoxHoe mosjzanue Ha

yeTBepeHbkax (1)

IonbITKA TOTAHYTHCS 10
npeaMeTa u3 ynopa Ha

BBITAHYTYIO PYKY

IToso:xenue Ha

yeTBepeHbKax (2)

Horu oTBeieHbI U MOBEPHYTHI
kHapyxkHu. [losiICHUYHBIN
JIOPJ103; IIEPEHOC BECa C OJJHON
CTOPOHBI Ha APYTYIO ¢ OOKOBOIt

(bnekcuei TynoBHIIa.

TsHeTcsa K nmpeaMery
BBITAHYTOU pykoil. [IoBopoT

TyJIOBHUIIA.

benpa BEIpOBHEHBI ITOA
Ta30M. YIUIOILECHUE

MHOACHUYHOI'O OTACIA.

MoaunguunpoBaHHoe

MOJOKECHHEC HA Y€TBEPECHbKAaX

Ilepememenue u3
MOJIOKeHHUSs CHIS B

MOJIO?KCHHE HA JKUBOTE

Ilepemerenue u3
TOJIOKeHHUSsI CH/ISI HA

YyeTBEePeHbKH

A
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[Iepememaercs B JaHHOE
nosioxkeHue. Bo3aMoxHO

IIPOABHKECHUEC BIICPCI.

[Tepementaercs u3 Moa0KEHUS
CuaAi, I-ITOGBI JICYb HA )XUBOT.
[TonraruBaeTcst pykaMu, HOTH

HCAKTHUBHBI.

AKTUBHO OAHHUMAET Ta3,
SITOAUIIBI U
HEHArpy>K€HHYIO HOT'Y,
yTOOBI BCTATh HA

YCTBCPCHBKU.

CamocrofiTeJbLHOE CTOSTHHE

IlepBbie maru

BceraBanue u3
MO PUIIMPOBAHHOTO
MOJIOKEeHHS HA

KOPTOYKAaX

B Teuenune KOpPOTKOI'O BpEMCHU
CTOUT CaMOCTOATCIIbHO.
ypaBHOBCI_HI/IBaeT pCaknuuru B

CTYTIHSIX.

Xoaut CaMOCTOATCIIbHO,
nepeABUTacTCAa 6LICTpO

MCEJIKHUMMU IIaraMu.

ITepemenaercs u3
MOJIO’KEHUS Ha KOPTOYKaX
B TOJIOXKEHUE CTOS C
KOHTPOJUPYEMOit
bnexcueit u
BBITIPSIMJICHUEM Oenep 1

KOJIEHEN.

BcraBanue u3 onopsl Ha

YETbhIPEC KOHCYHOCTH

CaMocTofTe/ILHOE X0KAeHue

CuaeHue Ha KOPTOUYKAX
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BBICTpO OTTAJIKUBACTCA

JJaAOHsIMU, YTOOBI BCTATh.

XOJIUT CaMOCTOSTEIILHO.

CoxpaHsieT MoJ0KEeHHE,
YpaBHOBEIIMBAsI PEAKIIHU
B CTYIHSIX U ITOJIOKECHHE

TyJIOBHUIIIA.

ITocanka 0e3 onopsbl HA PYKH

)

IMoaTaruBaercsa ajs

BCTABAHMS C ONOPOIt

IloaTaruBaerca aJs

BCTaBaHUA / CTOUT

[Tono>xeHue HOT BapbHUpYET.
MitageHer 1erKo
nepeMeniaeTcs: U3 OAHOTO

MOJIOKEHUS B JIPYTroe.

OtTrankuBaeTcs pykamMu 1

BBIIPAMIISICT KOJICHU.

[TonTsaruBaeTcs, 9TOOBI
BCTaTh; MIEPEHOCUT BEC C

OJIHOM CTOPOHBI HA

JPYTYIo

BcraBanue ¢ onopoii ¢

MOBOPOTOM

Xo:kaeHue ¢ onopoii o6e3

MOBOPOTA

ITo10xeHne HA OTHOM

KOJICHE
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HOBOpOT TYJIOBHUIIIA U Ta3a.

XoauT ¢ ormopoit B 60KOBOM

HallpaBJICHUHU oe3 IIOBOpPOTA.

MoxeT BcTaBaTh WIN
MepeMeIIaThCs B TaHHOE

ITOJIOKCHUC.

KoHnTpoJsupyemoe onyckanue

M3 IMOJIOKCHUA CTOA

PenunpokHoe moJjizanue Ha

YyeTBepeHbKax (2)

Xo:K1eHue ¢ onopou ¢

MOBOPOTOM

KoHnTtponmpyemoe onyckanne

M3 IMOJIOKCHHUSA CTOA.

TImockuii MOSICHUYHEINA OTHEI.

JIBMOKETCSI ¢ TOBOPOTOM

TyJIOBHUIIA.

XOJIUT ¢ OMOpoit ¢

MIOBOPOTOM.
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Ipuioxenne I'2. 3a6op Ouomarepuasia 1yiss IMATHOCTHKH B MIATHAX KPOBH

IloaroroBka K B3ITHIO KpOBH

[ToaroroBka K B3SITHIO KPOBU CTaHAApTHA: MEIUIIMHCKUN TIEPCOHAN JIOJDKEH COONIOAATh
MpaBujia CTEPUIILHOCTH, TMPOTHPAsT MECTO IPOKOJIa PACTBOPOM AaHTHUCENTHKA, HCIIOIB3Ys
OJTHOPA30BbIE UTJTBI-CKaPU(PUKATOPHI U TIEPUYATKH.

ITosryyeHne cyxoro niTHa KpoBH

Kak npaBuito, asist mosrydeHust CyXuX MsTeH [ 72] KpoBb OepyT U3 Majblia, TAKKE BO3SMOKHO
WCIIOIb30BaHUE BEHO3HOW KpOBH, B3siToM m3 mpodupku ¢ DJTA (B 3aBUCUMOCTH OT

UCIIOJIb3YEMBIX HAOOPOB).
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Y HOBOPOXJAECHHBIX KPOBb HA HEOHATAJIbHBII CKPUHUHT U PETECT OEpyT TOJIBKO U3 MATKH,
B UCKITIOYUTEINIBHBIX CIIy4asX — U3 Naibla (IpU HEBO3MOXKHOCTH B3SITUSI KPOBH U3 IIATKH).

MecTto npoko:a (TsTKa, majner) cieayetT oopadboTaTh CTEPHILHON can(eTKoi, CMOUYEHHOU
70% couproMm, MOCIE Yero MNPOMOKHYTh CyXoWl cTepwibHOW canderkoi. IlepBas karus,
o0Opa3oBaBIIasics Ha MECTE MPOKOJIA, HE UCHOJIb3YETCS] — €€ CTUPAIOT CYXHUM BaTHBIM TaMIIOHOM.
[Tocnenyromue Karmiy MOOYEPEaHO HAHOCIT B KPYTH Ha BIIUTHIBAIONIYI0 MeMOpaHy TecT-0JaHKa.
Kpyru Ha Omanke JOJDKHBI OBITH MPOMHMTAHBl PAaBHOMEPHO, HACKBO3b, 0€3 O€NbIX IMATEH Ha
obOpaTtHoO#l ctopoHe Onanka (puc. 1I'3). it momydenus ogHoro natHa Tpedyercs 80—100 mxi
kpoBu. [locie HaHeceHus: KPOBU Ha TecT-0JIaHK 00pa3el] BBIAEP>KUBAIOT JI0 TIOJTHOTO BBICBIXAHUS
B TEUEHHE HE MEHEe 2-X YacOB P KOMHATHOW TEMIIepaType, He COMPHUKACAsACh C IPYTHUMHU TEeCT-
6nmankamu. [Tocie BeICymMBaHuUs TeCT-OJaHKH CKIIQABIBAIOTCS B MHANBHIYAIbHYIO YIIAKOBKY, HE

COITpHUKACAACh U HC HAKJIAAbIBAACH IIATHAMUA KPOBU APYI HA ApYyTa.

XXX N

He mrsirmms afasu norurmend cnoun Mo wnefa vian. 6 fu MG Al
*  Kanau 4o/KHbI NONIHOCTLIO NPONUTATL KPYXKM C 0BPaTHOM CTOPOHSI
*  HekacaitTecs 0613cTH, NPONUTAHHOMN KPOBLIO

Pucynok 1I'3. Cyxue nsTHa KpoBU Ha TecT-OJIaHKE.

Jlis MOJEeKyNnIpHO-TEHETUYECKUX U OMOXMMHYECKMX MHCCJIEIOBaHUN HE B paMKax
HEOHATaJbHOTO CKPUHHMHTA, TIOMUMO KaleJIbHOIO HaHECEHUS, MOXKET NMPUMEHSATHCS HaHECEHUE
HE00X0oAUMOro obbeMa IEeNbHOW KPOBHM Ha TeCT-OJaHK MOJyaBTOMAaTHYECKUM J103aTOPOM,
HanpumMmep, U3 NPOOHPKHU, CoIepIKallel aHATTM3UPYEMbIii OnoMaTepuall.

TpancnopTupoBKa TecT-0JIaHKOB OCYIIECTBIIIETCA MPU TemnepaTtype He Boimie 25°C [MP
CIIK].

AJITOPUTM JeHCTBHI MeIMIMHCKOI0 NePCOHAJIA NIPH B3SITHH 00pa31ll0B KPOBH:

° BBIMBITh PYKH (TUTMEHUYECKUN YPOBEHB), HAJETh N1€PUATKH;

° BBIMBITh PYKH NalMeHTa (IATKy peOeHKa, B CiIydae, el KpOoBb OepeTcs U3 MATKH);

° poTepeTh 00IacTh MPOKATIBIBAHUS CTEPUIIBHOM canderkoii, cmouenHoit 70% stanomom™*,
MMPOMOKHYTh CYXOW CTEpWJIbHONH candeTKoW; - TMPOKOJIOTh CTEPUIIBLHBIM OJIHOPA30BHIM

ckapuduraropom;

61



® CHSATD IIEPBYIO KAIIIIO KPOBH CTCPUIIBHBIM CYXHUM TaMIIOHOM;

° MATKO HAaJJaBUTh JUIS IIOJIy4E€HHsI BTOPOM KaIllld KPOBU;

° MPUIIOKHUTH TEPIEHAUKYIAPHO TECT-OJIaHK K Karje KPOBH M TPONUTATh €ro KPOBBIO
HAaCKBO3b;

° aHAJIOTMYHBIM 00pa30M HAHECTH Ha TecT-0JaHK 6-8 Kamnelb, BUJ| ISATEH KPOBH JOJKEH ObITh

OJIMHAKOBEIM ¢ 00E€UX CTOPOH.

° BBICYIIUTh TECT-OJIaHK B TOPU30HTAJIBHOM IIOJIOKEHHMM Ha YHCTOM 00e3KUpEeHHOMH
[IOBEPXHOCTH He MeHee 4 4 0e3 NPHUMEHCHHS TEIIOBOM O0Opa0OTKH M IOMAJaHUs IMPSMBIX
COJIHEYHBIX JIy4eH;

° YIIaKOBaTh TECT-OJaHKH B YHCTBI KOHBEPT TakWM OO0pa3oM, YTOOBI TSITHA KPOBU HE
COIPHUKACAIIHCh.

Oco0enHocTy Ipy HH(PY3HOHHOHM Tepanuu

Hekoropele manueHThl MOIYT HOJIy4aTh MH(QY3MOHHYIO Tepamnuio, I[epeluBaHue
KOMIIOHEHTOB KPOBH, 4YTO MOJKET OKa3aTb BJIMSHHE Ha pe3yiapTaTel TecToB. Hampumep, mnpu
[IepeMBaHUN I1JIa3Mbl KPOBH MOTYT OBITh MOJIYYEHBI JIOXKHOOTPULIATENIbHBIE PE3YJIbTaThl, TAK KaK
orpejensgeMble (epMEHTHl HAXOIATCS B IJIa3Me U B KJIETKaxX KpoBU. PeKoMeHIyeTcsl OCyIeCTBUTh
3a0op kpoBu ans ¢pepmentHo n JIHK-mmarnoctukm He panee, uem uepe3 6-7 aHel mocie
IIepeIMBaHus IU1a3Mbl KPOBH U uepe3 7-10 nHel nocie nepennBanus KOMIIOHEHTOB KPOBH.

He nonyckaercs 3a00p KpoBu:

° Cpasy mocje NpoBeACHUs MalueHTy HH(Y3UOHHOMN Tepanuu,

® Cpa3y IMOCJIC 3aMCHHOTI'0 ICPCIIMBAHUA KPOBH.

XpaHeHHe U TPAHCIIOPTHPOBKA GMoMaTepuajia

OO0pa3ipl BRICYIIEHHBIX MATEH KPOBU MOXHO XPaHUTh B OOBIYHON Kamepe XOIOAMIbHUKA
npu +4°C no ornpaBku. Cpok XpaHEHHs 10 MOMEHTa OTIPAaBKU HE JIOJKEH MPEBbIIATh 7 JHEH.
Temneparypa npu TpaHCIOPTUPOBKE OroMarepuaia goixkHa 06Tk 0T 0°C 10 +10°C. Ecim XpaHuthb
JIOJIbIIIe W TIpH 0o0Jiee BBHICOKOM TeMmIeparype, TO aKTUBHOCTH (pepMeHTa Jake B HOPME MOMKET

CHMXKATHC, UTO MPUBCACT K JIOKHOIIOJIOKHUTCIIbHBIM PE3YyJIbTATAM.
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