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["amakro3eMusi — NOTEHUHAIBHO OINACHOE MJIA KU3HM 3a00J€BaHUE C
TSOKENIBIMH ~ TIPOSIBIICHUSIMM B~ HEOHATaJbHOM  NEPUOJAE,  BBI3BAHHOE
HEJIOCTAaTOYHOCThIO (PEpMEHTOB MeTabOIM3Ma TAIaKTO3bl. 3a00JeBaHUE OTHOCUTCS
K TpyIIe HacHeACTBEHHONM MeTabOJMYecKO MaTOJIOTMM, CBSI3aHHOM C
HapyLIEHUSIMA 0OMEHa MPOCTHIX yTIEBOAOB.

KnuHnuyeckue  mposiBICHHS  BO3HUKAIOT  MOCJE  MpUEMa  MOJIOKA.
HecBoeBpeMeHHOE yTOUHEHHME JAMArHO3a M MO3JHO HA4aToe JIeYeHUE MPUBOAAT K
JeTalbHOMY HCXOAy. BoBpemsi HazHaueHHas Oe3rajiakTo3Hasi JHETa BbI3bIBAET
pErpeccuio CUMITOMOB B TeueHue 1-2-X HeJenb.

[IpennoxkeHHass cxemMa JIUArHOCTUKU BKJIIOYACT TOJIHBIA  KOMILIEKC
JTUATHOCTUYECKUX  TEXHOJIOTHH:  BBISIBICHHE,  BepuduKanus  JAHarHosa,
71a00paTOPHBII MOHUTOPUHI Tepanuu, a MpU HEOOXOJIUMOCTH YCTAHOBJIEHHE
HOCHUTEJIbCTBA U MPOBEJCHUE MPEHATAIbHONW JUArHOCTUKHU TaJlAaKTO3eMHUHU. HacTh
7a00paTOPHBIX METOJOB aJalNTUpPOBaHa K CHCTEME HCCIENOBAHMS CyXHUX Ipo0
KPOBH U MOYH.

WucTpykiust  paszpaboTaHa JJis  paHHEro  yCTAaHOBJIGHHS  JIMAarHos3a
raJIaKTO3€MUU C LIEJbI0 CBOEBPEMEHHOI'O Hayalla MaTOr€HETUYECKOIo JIEUECHUs U
IPEIOTBPAIICHUS] CMEPTHOCTH M WHBAJIHMJM3AIMU MALKUEHTOB, a TAKXE MEIUKO-
TE€HETHYECKOTO0 KOHCYJbTUPOBAHUSI CEMEW C 1IeJIbI0 TUIAHMUPOBAHUS aJIEKBATHOTO
o0cnea0BaHusl HOBOPOKJIEHHOTO WJIM MPOBEEHUS TPEHATAIbHONW JTUATrHOCTUKH.

WucTpykiusi TnpenHa3HauyeHa [UIsi Bpauel-1ab0paHTOB TIE€HETHYECKUX
nabopaTopuii.

YpoBeHb BHEAPEHMS: 00JIaCTHOM, peCTyOJIUKaHCKUH.

INOKA3AHMUS K IPUMEHEHUMNIO

1. TemaTomeranus/renaToCIUICHOMETANHSI B COYETAaHWUU C MPOSIBICHUSMU
renaToNeUTIONIPHOTO HEKpo3a B HEOHATATHHOM WM paHHEWH()DAHTHIEHOM
TIEPUO/IE.

2. T'ematoMerajius/remnaTocIIEHOMETAINI B COUYETAHUHU C XOJECTATHYECKOM
JKEIITYXOU B IEPUOJIE HOBOPOKIECHHOCTH.

3. I'ematoMeranusi ¢ TBEPJIOM KOHCUCTEHUMEN TMEYEHH KaK OCHOBHOMU
CUMITOM Yy AeTeit no 1 roxa.

4. V3omupoBaHHas NEYEHOYHAs HEIOCTATOYHOCTH B codeTanuu ¢ E. coli-
CEeTCHUCOM, KaTapaKTOW U TyOyJIONIaTUEH B TIEPBbIE JHU KU3HHU.

IHPOTUBOIIOKA3AHUSA 1151 TIPUMEHEHUSA
[IpoTrBONIOKAa3aHUN K IPUMEHEHUIO HE UMEECTCH.

OIIMCAHHME TEXHOJIOI'MA UCITOJIb3OBAHUA

CIIOCOBA

BunoxuMmnuyeckasi IMarHOCTHKA rajJlaKTO3eMHHU

1. Onpenenienue rajakro3dsl M rajaxkro3o-l-gpocpara B nsTHaAX
BBICYIICHHO# KPOBH

Ipunyun memooda. I'anakto3o-1-pocdar, comepxanuics B dPUTPOLIUTAX,
nox aeiictBueM Qocdarazpl npespaiiaercsd B rajgakro3y. CyMMmapHas rajakros3a



(uMmerorasics B KpPOBH H OOpa3oBaBIIasics W3 TalakTo3o-l-gocdara) mox
JCHCTBHEM TallakKTO30/CTHAPOTreHa3bl MpeBpamaeTcss B ramakroHar. [lpu stom
IPOUCXOIUT BoccTaHoBieHue HA/I:
raJJaKTo30ACTUApPOIrcHa3a
I'anakroza + HAJI » rataktonat + HAJIH

[Ipupoct dayopecueniiuu obpasyromierocss HAJIH nponopruonaiex
KOHIIEHTpAIUsIM METa0O0JIUTOB B MATHE KPOBU. TECT SBISETCS CKPUHUHTOBBIM JIJIsI
OLICHKM CYyMMAapHOI'0 COAEpKaHus rajnakro3o-1-pocdara u raaakrosbl.

Ob6opynoBanue

1. dnyopockaH.

2. TepmocTat/mieiikep as MUKPOIUIAHIIIETOB.

Cmanoapmul.  JInd TOMyYeHHs] CTAHAAPTHBIX OO0pa3LoOB, COAEpPKALIUX
pa3IMyHBIe KOHIIEHTpAIlMM TajJakTo3bl M TalakTo30-1-docdara, pazbasisuiu
COOTBETCTBYIOIIIME  BEIIECTBA B  LEIBHOW TEINAPUHU3UPOBAHHOM  KPOBH,
OCBOOOKJIEHHOM OT IJIa3Mbl, 70 KOHIEHTparui: 0 MKMOab/1; 125 MKMOIB/T;
250 mxmoie/11; 500 Mrmons/n; 1000 mxMoits/ir; 2000 MKMOIB/1.

PeakTuBbl

1. HAJl (HuKOTHHAMUAAACHUHIUHYKIICOTH ), 13 MMomb/11, Mr = 663,45.

2. T'amakto3oaeruaporenasa (GalDH), 5 mr/mi; ucxoanyro pa3Boauiau B 50
pas.

3. 1 M Oydep tpuc-HCI, pH 8,0.

4. lemounass Qocdaraza, axrtuBHOCTH 3400, maIa OHOJOTHUECKUX
UCCIE0BAaHUM, UCXOAHYIO0 pa3Boawin B 100 pas.

Xoo pabomui

1. BelOuny B sUEWKM IJIaHIIETa JJIE MUKPOTUTPOBAaHUS CTaHAAPTHI
TaJIaKTO3bl M NPOOBI KPOBHU (AMAMETp IUCKa = 5 MM), HauuHas ¢ A; B psija 1O
OJIHOMY TIOBTOpY.

2. Buecnu o 100 mxi 70% C,HsOH st nenatypaiuu reMmorjioounHa.

3. eHatypauus ¥ HWCHapeHue STaHOJa B TEYECHHWE HOYM NPU KOMHATHOU
TeMreparype.

4. IlpuroroBiieHne UHKYOAIMOHHOM CMECH:

a) 1 M tpuc-HCL, pH 8,0 33 MKJ1/TIpo0y X KOJTMYECTBO SUYEEK;

6) 13 MM HAJ] 33 MK1/TIpo0y X KOJIMYECTBO SYCEK;
B) GalDH 29,7 Mx1/po0y X KOJTMYECTBO SYEEK;
r) menouyHas docdarasa 3,3 MKJ/Tipo0y X KOJTUYECTBO STUEEK.

5. BHecnu B Kaxayro sueiKy, HaunHas ¢ Ay, mo 100 Mk nHKYOaMoHHON
CMECH, 3aKPBUIN KPBILIKOM.

6. [lepememianu Ha mekepe 2 MUH.

7. NakyOupoBaiu B Teuenue 1 4 npu 37 °C

8. OcTaHOBWIN PEaKLIHIO n00aBIEeHUEM 250 Mk XOJIOTHOM
JUCTUIUIMPOBAHHOM BOJIbI, IEpEMELIANN HA IEHKepe.

9. Ilepenecnu B Oejble M3MEPUTENbHBIE MUKPOIUIAHIIETHl COOTBETCTBEHHO
1o 250 MKJI COOEpPKUMOTO.

10. 3mepenue droopeciieHIInU Ha (II0OPOCKAHE:



e (ubTp Bo30Yy)1eHUI — 355 HM;

e (uabTp amMuccun — 460 HM.

11. MaTepnperaius pe3yiabTaToB:

e HopMmasbHbIE 3HaUeHU — 80+20 Mkmonb/1 (n=250);

® IpM TaJlakTO3eMHHM HAONIOAAETCs PE3KOe BO3pacTaHWe YpPOBHSA
ranakto3o-1-docdara u ranakrossl — 1400500 (n = 18).

2. Onpeaesienne rajakro3o-1-gpocgara, BbIIeJEHHOr0 U3 IPUTPOLUTOB

Ipunyun memooda. I'anakto3o-1-pocdar, comepxanuics B dPUTPOLIUTAX,
noj aeiictBueM Qocdaraszpl npeBpaiiaerca B rajgakro3y. CyMMapHas rajakros3a
(uMeromiasicss B remMonusaTe U oOpa3oBaBLIasiCsl M3 ranakTo3o-l-¢ocdarta) mon
JENCTBUEM TaJIAKTO301€TUAPOTreHa3bl IPEBPALIAETCS B FAJIAKTOHAT.

[Tpu sTom npoucxoaut BoccranoBienre HA/I:

TAJIAKTO30ACTUAPOTICHA3A o
I'anakto3a + HAJI ranaktoHar + HAJIH

[Mpupoct Payopecuenuun obpasyromerocss HAJIH mnponopiuonanexn
KOHIICHTpAI[UsIM METa0OJMTOB B TISATHE KpOBU. /[l OICHKM WCTUHHOTO
coJiepKaHus ranakto3o-l-docdara uz cymmapnoit Quyopecuenuuu (kononka I)
BBIUMTAIOT  (IYyOPECHEHIINIO, COOTBETCTBYIOUIYIO COACPKAHUIO TalaKTO3bl
(xononka II).

Meron wucnonb3yercs i MOCTaHOBKM JUarHo3a W JabopaTOPHOTO
MOHUTOPHUHTA JICYECHUS TAIAKTO3EMUHU.

Iloozomoska obpasya

1. 2—-3 M renapuHU3UpPOBaHHON KpoBU LeHTpudyruposainu (2000 00./MuH)
B TeueHue 5 muH npu 4 °C.

2. [Mna3ma ypansiiach, OCaKJIEHHBIE IPUTPOIMTHI PECYCIICHIUPOBAIA B 3
obweMax xomnoauoro 0,9% pactopa NaCl.

3. llenTpudyrupoBasii OMHCAHHBIM BBIIIE CIIOCOOOM, CyIEpHATaHT
YIS, OTMBIBKY TTOBTOPSUTH 3 pasa.

4. Hentpudyruposanu (4500 00./mMun) B Teuenue 10 mun nipu 4 °C.

5. TouHo u3Mepsyii 00beM IPUTPOIUTOB U JO0OABISUIM 3 00beMa XOJOHOM
BOJIBL.

6. Knetkn pecycneHaupoBanu CTEKISSHHOM NaJOYKOW JO TeX IMOp, IOoKa
CMECh HE CTajia MPO3pavyHOu.

7. CMech AeNpOTEMHU3UPOBAIN B KUIISIICH BOASHONW OaHe B TeueHue 3 MUH
C TIOCTOSIHHBIM KPYTOBBIM IEpEMEIIMBAHIEM MPOOUPKHU.

8. OxJy1aiuiiv Ha b1y .

9. Hentpudyruposanu (4500 06./Mun) B Teuenue 10 mun npu 4 °C.

10. CynepHatant mepeHecid B APYTYI0 MPOOUPKY IJs MOCIEAYIOIIETO
ompeseneHus ranakro3o-1-pocdara.

Obopyoosanue

1. ®dayopockas.

PeakTuBbl

1. HAJI (HuKoTHHAMUIaICHUHAMHYKICOTH), 13 MMob/1, Mr = 663,45.



2. B-ramakrozogeruaporenaza  (GalDH, Swmr/l mn, cneuuduueckas
akTHBHOCTb — 5 U/Mr Oenka).

3. lllenounas ¢gocdaraza, 1500 U.

4. 0,2 M 6ydep tpuc-HCI, pH 8,6 + 1 MM MgCl.

5. lNanakrozo-1-docdar, 30 mxr/mi (ctanaapr).

Xoo pabomuwi
1. IIpoOBl u CTaHIAPTHl BHOCWIM B O€liblec M3MEPHUTEIbHBIC TUIAHIICTH B

CIEAYIONIEM TTOPSIIKE:

A ITpoba 1 ITpoba 1
B [Tpo0a 1 [Tpo0a 1
C [TpobGa 2 ITpobGa 2
D [Tpoba 2 [Tpoba 2
E — —

F _ _

G Crangapt

H Crangapt

I xomoHka Il xonoHka

2. Buecnu no 270 mxn Oydepa B 00€ KOJIOHKH.

3. Jlo6aBunu mo 3,6 mxi1 GalDH B 00e KOJIOHKH.

4. JoGaswiu no 3,6 Mk 1menodHoi ¢ocdarassl B I KOIOHKY.

5. lo6aBuau 1o 3,6 MKJI OMIUCTUIIMPOBAHHOM BOIbI B II KOJIOHKY.

6. Jo6aBumnu 1mo 91 MKJI COOTBETCTBYIOIIMX MPOO.

7. Nob6aBuiau mo 91 MK cTaHIAPTHOTO pacTBOpa U3 pazBencHus 990 Mk
BOJIbI + 10 MKJI HCXOZHOTO pacTBOpa.

8. Buecnu no 4,5 mxin HAJI Bo Bce KOJIOHKM.

9. U3mepunu dmoopecueniuo Fy.

10. [Tepememianu ¥ OCTaBWIM IPU KOMHATHOW TeMmrepaTrype Ha 1 4.

11. U3mepunu puroopecueHuuo F.

12. Pacuer:

AF, - AF,) - (BF, - BF,
(4F, o) - (BF, 0) x30x4 = MKI/MJI OCa)XI€HHBIX KIETOK,
StF, - StF,

rae AF _ ¢nyopecuenmus npoOsl B kononke A; BF — dayopecuennus npoOsl B
KosioHke B; StF — ¢yopecuenuus ctanaapToB.
12. NuTepnperanus pe3ynbTaToOB:
® HOpMaJIbHbIC 3HaUEHUA — 3+1,5 MKI/MIJI OCaXACHHBIX KIETOK (n = 65);
e IIpU TaJaKkTO3eMHH HAOIIOJAeTCsl PE3KOE BO3pAcTaHUE COACpPKAHUS
ranakTo3o-1-gpocdara B apurponurax -—99,9+£23 (n= 18).
3. OnpenesieHne rajakTo3bl B CIBOPOTKE M HEJIbHON KPOBH
Ilpunyun memooda. T'anmakTo3a mNOJA JEHCTBUEM TalaKTO30JE€TUAPOreHA3BI
IIPEBPAILAETCS B FAJTAKTOHAT.
[Tpu 3TOM npoucxoaut BoccranoBiaenue HAJI:

TaJIaKTO30ACTUAPOTrCHA3a
I'anakro3za + HAJI » ramakronat + HAJIH.




IIpupoct ontruecko mmoTHOoCcTH npu 340 HM  OpPONOPUMOHAIEH
KOHLEHTPALMSAM T'aJIaKTO3bI B KPOBH.
OobOopynoBanue
1. MynbTUCKaH WM 1000 APYyrod MUKPOIUIAHIIETHBIA pUAEP C PUIBTPOM
340 aMm.
PeakTuBbl
1. ®ocdarnsiii 6ydep, pH 8,0.
2. HAJI, 13 Mmmoub/mn.
3. GalDH, 5 U/mr.
4. XnopHas kuciota, 10,33 Mmob/1.
Iloocomoexa obpaszya
1. lenporenHu3upoBayii COOpaHHYIO KPOBb.
2. Buecnu o 1 mit mpo6bI B TpOOUPKH ISl HEHTPUPYTUPOBAHNUS, JOOABUIN K
Kaxxaou rpooe 0,1 M1 XJIOPHOUM KUCTOTHI.
3. [lepememanu u ucnosb3zoBanu 0,2 MiI CyliepHaTaHTA I UCCIIETOBAHUM.
Xo0 pabomui
1. Buecnu B siueliKy MHKpOIUIaHIIETa (JUIMHA ONTUYECKOro myTd 1 cMm) —
0,3 M ¢ocdarnoro Oydepa; 0,01 max HAJ; 0,02 mia aenpoTeMHU3UPOBAHHOTO
CylepHaTaHTA.
2. Ilepememanu Ha 1mieiikepe, u3mepuian norioiieHue A (340 am).
3. Jo6apumu 0,002 M GalDH.
4. ITepememanu u octaBuiau Ha 30—40 muH.
5. M3mepuiiu norJioleHue A,.
6. Iloxcuer: AA=A, - A,
e KoHIeHTparus ramakTo3sl C (MMons/n) = 15,4 x AA;
e koHueHtpanus ranakto3sl C (Mr/100 M) =278 x AA.
7. UHTepripeTauus pe3yiabTaToB:
e HopmanbHbIe 3HaUeHus — 0,240+0,050 (n=250) mons/7;
® 3HauYCHWs Mpu raakTo3zemMuu — 4,72+1,53 mmons/i (n =20).
4. OnpenesieHne AaKTUBHOCTH rajakTo30-1-gocharypuaunrpancdepasbl
Ilpunyun memoda. B ocHOBEe MJaHHOrO MeETOAa JIEKUT Mpoda Ha
norpednenue Y JD-TmoKko3sbl.
Peaxnusi, kaTanuzupyemas rajiakto3o- 1-gpocharypuamirpancdepason:

Y ®-rimoko3a + ranakroso-1-dpochar — Y Id-ramakrosa + riaoko30-1-gocdar

I'emonu3ar wHKYOUpyeTCss Ha HekoTopoe Bpems ¢ Y JD-rimroko3oil u
ranakrto3o-l-gpocparom. Peakums  ocraHaBiuMBaeTCs, 3aTeM  KOJMYECTBO
pacxonoBaHHOM Y JI®D-ranakTo3bl ONpEeAEHseTCs] MYyTEM CPABHEHUSI KOJIMYECTBA
Y®-raoko3pl B MpoOe W B aHAJOTUYHOM CMECH, B KOTOPYIO HE 00aBIISsIIA
ranakto3o-1-gocdar.

Merton wucnonp3yercsa s NOATBEPXKICHUS JHArHo3a W YCTAaHOBIICHUS
HOCHTEJICTBA TATAKTO3EMHUH.

Oob6opynoBanue



1. MynbTUCKaH WM JIF000M IPYroi MUKPOIUIAHIIETHBIN puaep ¢ GUiIbTpom
340 HMm.

PeakTusbI:

1. Ypuauaaudocdormokosza (UDPG), 10,5 mmons/i.

2. I'anaktozo-1-dochart, 8 Mmob/11.

3. HA, 12,5 mr/1 mo.

4. I'muumnoBsiid Oydep, 1 M, pH 8,7.

5. ¥Ypununaudocdormokozoneruaporesaza (UDPG-DH), 0,3-0,6 U/mr
oenka.

6. NaCl, 0,85 w/v.

Obpabomka obpazya

1. 2—4 M1 renapuHU3UPOBAHHOMN KPOBU Cpa3y ke pa3fesiiiv Ha 2 MPoOUpKU
Y TIOMECTHJIN Ha JIe.

2. lenrpudyrupoBanu mpu 4 °C B Teuenne 15 mun (2000 06./mun). [lnazmy
y AN,

3. OTMBUIH SPUTPOLUTHI ABYMsI 00bEMaMU XOJIOAHOTO (PU3HNOIIOTUYECKOTO
pacTtBopa.

4. UentpudyrupoBaiu 15 mun (2000 06./mun) npu 4 °C, cynepHaTaHt
CJIMJIH.

5. OTMBIBKY SpUTPOIIUTOB MOBTOPHIIM JIBAXK/IBI.

6. Jlo6aBuiu o1uH 00BEM XOJIOAHOW NUCTUIUTMPOBAHHON BOJIBI K KJIETKAM U
C TOMOINBIO CTCKISIHHOW TAJIOYKA Pa3pyUIWIH SPHUTPOIUTHL (pacTBOp cCTaj
MPO3PaYHBIM).

7. Onpeaenunu KOHIEHTPAIMIO TeMOTJI00MHa B TEMOJIU3AaTe.

8. IlomecTunu ocraBmmiicss remonu3ar Ha BoasHyro Oanto (37 °C) na 10
MUH JIJISI UHAKTUBAUK 3HA0reHHOro HA /[ u anumepassl.

Xo0 pabomuwi

1. BHecain B cTeknsiHHBIE TPOOMpPKH i neHTpudyrupoBanus 0,4 mi
ruimHoBoro Oydepa u 0,1 mi pactBopa UDPG, xoporio nepemerniaiu.

2. IloaroToBuiau ABE MPOOUPKHU CIAEAYIOUTUM 00pa3oM:

a) npobupka 1 (test) — 0,1 mu cmecu rmmuHoBoro Oydepa u UDPG,
0,05 mn ranakroso-1-docdara;

0) npobupka 2 (blank) — 0,1 mn cmecu rnunuHoBoro Oydepa u UDPG,
0,05 M7 BOJIBI.

3. [TomecTunu npobupku Ha BoasHyto OaHto (37 °C) Ha 10 MuH.

4. Jo6apmwm mo 0,1 mn remommszata kK mpoOupkam 1 u 2, XOpoiio
nepeMeniany, THKyOupoBaiu B TedeHue 15 MuH.

5. Ho6aBunu 0,5 mu NaCl B kaxayro IpoOUpPKy M TOMECTHIIA BCE TIPOOUPKHU
B KUIAIIYIO BOASHYHO ©OaHIO Ha 2 MHH C TIOCTOSHHBIM KpPYTOBBIM
nepeMenInBaHNuEM.

6. [TomecTunu npoOUpPKH Ha JIe] HA 5 MUH.

7. UentpudyrupoBasiu npu 4500 o0./mMun B TedeHue 10-15 muH 10
MOJTyYEHUS] YMCTOTO CyTIepHATAHTA.

8. Buecnu B mukpoktoety Ne 1 0,2 mi cynepHaTanTa u3 npooupku 1 (test),
B MUKpOKIOBeTy Ne 2 — (0,2 My cyniepHaTanTa u3 npooupku 2 (blank).



9. lo0aBUIM B KAKIYIO KIOBETY:

a) 0,15 ma rmuuHOBOTO OY(depa;

0) 0,1 mu pactBopa HA/I;

B) 0,45 M BOJBIL.

10. Tonwko B ktoBeTy Ne 1 go6asunu 0,1 mu pacrBopa UDPG-DH, 3akpbinu
napapuHOM, epeMeIaiy MepeBepTHIBAHUEM.

11. Caumanu mnokazanusa npu 340 HM mpotuB Boawl uepe3 0,5; 1; 1,5 u
2 muH. [Iponomkann cHUMaTh MOKA3aHUS C UHTEPBAIOM 4 MUH Ha MPOTSHKEHUU
30 mun. Korma wsmenenue abcopOuuu crtaio menbine, yem 0,02 B mHTEpBaje
4 MuH, peaklys 3aKOHYNIACH.

12. To6aBumum 0,1 mn pactBopa UDPG-DH B kioBery No 2, cHsum
MOKa3aHUs TaK ke, KaK U Uil KIoBeThl Ne 1.

13. ITocTponnu KpUBYIO IO MOKA3aHUSAM ISl KAXJIO0M KIOBETHI, BKiIto4as (.
[ToacunTanu yBeaudeHue abcopOuu JUisl KaK10M KIOBETHI 0T 0 0 MaKCUMaIbHOU

aziIcopoIuu.
14. Pacuer:
ABlank - ASample —
P «12,1= en. aktuBHOCTH/T Hb,
C,,(2/ mn)
rae  Apank — abcopOuuss cmecH, Aggmple — abcopbums  1mpoObl, Cpp—

KOHLIEHTpAIUsl TeMOTrI001Ha.

15. NnTepnperaius pe3yabTaToB:

e o0Onacte HOpMaNbHBIX 3HAYeHU — 1843 En/r Hb (n = 54);

e npu ranakrozemun — 0,95+0,55 (n = 20).

5. MoJjiekyJIsIpHO-TeHeTHYeCKasi IUArHOCTUKA

MonekynsipHas JMAarHOCTUKA raJlakTO3eMUHU MPOBOINIIACH c
UCIIOIb30BaHUEM MouMepaszHoit renHoi peakuuu (I1L[P).

B ocnoBe meroma I[P kak wHCTpyMeHTa 1abOpaTOpHOM JHMAarHOCTHKHU
JaexuT oOHapyxeHue mnocnenoBarenbHoct JHK, cneuuduynoit Tonbko Aiis
JJAHHOW MYTallMH, C UCIIOJIb30BAaHUEM JIAaHHOW PEAKUUHU JJI1 HAKOIUJIEHUS HCKOMOTI'O
dbparmenra.

Meroauka npoBeeHUs aHalu3a ¢ ucnoib3oBanuem Meroaa [P BkirouaeT
TpH dTana:

1. Beinenenne JIHK u3 xnmuHrdeckoro oopasia.

2. Ammuduxkanus cnienuduaeckux gparmenton JJHK.

3. JleTexnus NpoayKTOB aMILTU(DUKAITUY.

Iloocomoexa npobwvi

[TogroroBka mnpoObI COCTOsJA B BBIACICHUU JICHKOLIMTOB U3 IEIbHOMN
reNapuHU3UPOBAHHOM KpPOBHM, M3 KOTOPHIX 3aT€M METOJOM  (PEHOJIBHO-
xsopodopMHoii s3xcTpakuuu Boaensaan JJHK.

Briaenenue 1eMkonuToB:

1.K 5 Ma remapuHu3upoBaHHOM KpoBU Ao00aBuin 40 M JU3UPYIOIIETO
Oydepa, TmaTenbHO NepeMeniani 1 octaBuiv Ha 20 MUH Ha JeIsiHOM OaHe.

2. lentpudyrupopanu npu 2000 06./MUH B TEUCHHUE 5 MUH.



3. Vianunu cynepHaTaHT, A00aBWIM 5 MJ  XOJOJHOTO JIM3UPYIOIIETO
Oydepa u ocraBwim Ha 10 MUHYT Ha JIeISTHON OaHe.

4. 1o6aBunu 45 mi1 GU3MOJIOTMUECKOTO pacTBOPA, TIATEIBHO MepEeMELIaH.

5. Hentpudyruposanu npu 2000 06./MUH B T€UEHHUE 5 MUH.

6. Ynanunu cynepHartast, 100aBuwiu 1,5 Mi pU3M0I0rH4eckoro pactsopa u
TIHIATEJILHO TIepEMEIIAIIH.

7. Hentpudyruposanu npu 4000 06./MuH B Teuenue 10 MuH.

8. Y anuim cynepHaTaHT, JICHKOLIUTHI UCIOb30BaIM 11 BeiaeneHus JJHK.

Beinenenue JIHK Metonom dheHOMBHO-XI0pOGOPMHOM IKCTPAKITUU:

1. K BBIJICICHHBIM CTAHJAPTHBIM METOJIOM JieHkoruTaM jgo6aBunu 0,1
oovema 10% SDS (momeumnicynbdar HaTpusi) u nporenHasy K 1o koHeuHOM
KOHIIEHTparuu 1 mr/mi.

2. HrpeineHTsl TIIATENBHO TTepeMEIIalid U HHKYOUPOBAIH B TEYCHHE HOYU
npu 37 °C.

3. K nonyuennoii cmecu nob6asunu 0,5 o6vema denona u 0,5 od6bema cmecu
xjopodopMa ¢ HM30aMHIIOBBIM cHuUpToM B mpomnopuuu 24:1. KoMIOHEHTbI
MeEJIJIEHHO TIepeMelaiy nepeBopauyuBaHeM MPOOUPOK B TEUCHUE 2 MUH.

4. lentpudyrupoanu 6 mut npu 6 000 06./MuH.

5. Bepxnrow a3y cobpanu B npobupku, godasunu 0,5 oobema deHona u
0,5 o6bema cmecu xopodopMa ¢ H30aMUIIOBBIM CIUPTOM B Tiporiopiinu 24:1.

6. LHeatpudyrupoasu 6 mun npu 6 000 06./MuH.

7. Bepxuioro ¢aszy cobOpanu B yucThie mpobOupku, mobaBmm 0,1 obbema
arierata Hatpus (pH 5,2) u 3 o6pema 96% stanona.

8. Bunumbiii BhicOkoMOIEKYJIsspHBIM crycTtok JIHK mepenecin B npyryro
npoOupky, mpomsutu B 500 Mk 70% 3TaHoMa, STAHOJ CIWIIH.

9. JHK Beicymvim u pactBopuiu B 200 MK AUCTUIUIMPOBAHHOMN BOJBI.

ObGopynoBanme

[TporpamMmmupyemsblii HarpeBaTeNnbHbIN OJOK (amruindukaTtop), kamepa s
BEPTUKAIBHOTO  3JeKTpodope3a,  HUCTOYHHUK  MOCTOSSHHOro  Toka, UV
TpaHCUJUTIOMUHATOP, Kamepa it poTorpadupoBaHust rejieii, MUKPOITUIICTKH.

PeakTuBbI

1. AmMmndukanuonssii 6ydep x10.

2. MgCl,, 50 MmM.

3. He3okcunykieosuarpudocdars (AHTD), 2 MM.

4. TTomumepasa Taq Gold, 5 U/mx.

5. Ipaiimepsl, 10 nM:

Gal-1 — | 5 GGGTCGACGTCGGATGTAACGCTGCCACTCA 3’

Gal-2 — | 5" GGGGACACAGGGCTTGGCTCTCTCCCA 3’

N314D-1 — | 5 GGGTCGACGAGATGCTGGGACTGAGGGTGGAGCA 3'

N314D-2 — | 5 GGGGTCGACGCCTGCACATACTGCATGTGA 3'

K285N-1 — | 5 TGGGGCTAGGCACTGGATGGA 3’

K285N-2 — | 5" AGGACGTCTCAAAGAGGTTGTCGTA 3°




Omnpenenenue mytanuii rena GALT:

1. Ina  perexkumn wMmyrtamuu  QI88R  m  N314D  ocymectBisnach
ammunukanust ydyactkoB VI um X sk30H0B reHa GALT cooTBETCTBEHHO; st
onpenenenuss mytauuu K285N — ammudukanus sk3ona [X. ITHP npoBoaunacek
B 00beme 20 MKJI, Co/iepIKaIleM:

Bbydep x10 — 2 MKJI/TIpOOy
MgCl, — 0,5 Mxs1/mpo0y
[Tpaiimepbl — o 1 MkJ1/Tipo0y
[Tomumepaza Taq Gold — 0,5 Mx/mpoly
aTHT® — 2 MKJI/TIpOOy

Hns  onpenenenus wmytanuu QI188R  wucnonb3oBanu mnapy mnpaiiMepoB
QI88R-1 m Q188R-2, nns onpenenenuss myraruu N314D: N314D-1 u N314D-2,
st mytarua K285N: K285N-1 u K285N-2.

2. Ho6aBumu o 300 ar remomuon JIHK, nosemn o0bem cmecn 10 20 MK
TACTUIUIMPOBAHHOM BOAOM, TIIATEIBHO MEPEMELIAIIN.

3. Ilomectriin ammr@ukanronseie npodbupku B ammudukarop (PTC-200,
MJ Research) u nposenu HavanpHyto aeHatyparnuio JJHK npu 94 °C B TeueHwue
7 MUH.

Jlist nanpHene aMmmin@ukanud ObUTA CO3JJaHbl CIEAYIOIINE YCIOBUS:

e nuka 1-32: nenarypauust — 45 ¢ npu 94 °C, omxur — 1 mun nipu 60°C,
cuHTe3 1enu — 1 mun npu 72 °C;

e 1wmkna 33: genarypauus — 45 ¢ npu 94 °C, omxur — 1 mus npu 60 °C,
cuHTes nenu — 5 muH npu 72 °C; oxnanunu 1o 4 °C.

4. Ins  onpenenenuss wMmytauuun QI188R  mpoaykTel  amrmuiM@ukanuu
nHKyOupoBanuch B TeueHwe 12 4 mpu 37 °C ¢ pEeCTPUKIIMOHHOM CMECHIO,
COJIepKaIIECH:

e pectpuktazy HPA Il — 5 U/npo0y;

e pectpukumoHHbIi Oydep L, 10x — 2,2 mxn/mpo0y.

Hns  ompenenenus wytamuu  N314D  mpoaykTel  aMIuiHUKauu
UHKyOupoBaiuch B TeueHue 12 u npu 45°C ¢ pecTpUKUHOHHOM CMECHIO,
COJZIepIKAIIEH

e pecrpukTasy Sin [ — 10 U/mpo0y;

e Oydep A, 10x — 2,5 Mxi1/mpo0y;

e BCA — 0,25 mxa/mpo0y.

O0beM cMecH TOBOAWINA JUCTUILIMPOBAHHOM BOJIOM 10 5 MKII.

Hns  onpenenenuss  Mytamuu  K285N  mpoaykTel  amruiM@ukanuu
UHKyOupoBanuch B TedueHue 12 u mpu 37 °C ¢ pecTpUKUHUOHHOM CMECHIO,
COJZIepIKAIIEH:

e pectpukrtazy RSA I — 10 U/npo0y;

e pecTpukunoHHbIN Oydep 10x — 2,3 Mxi/mpo0y.

Humepnpemayus pe3yromamog



[Ipu noucke mytanuu Q188R y OOJIBHBIX rajgakTo3eMUEd U B UX CEMBAX
WCIIOJIB30BAJICSI  METOJ, OCHOBAaHHBIH Ha  aMIUIM(DUKAIUKA,  PECTPHUKIIUN
SHIOHYKJI€a3aMH M 3JeKTpodopeTrndyeckoM paszzaeneHun (parmentoB. Ilocanka
npaiMepoB mokazaHa Ha puc. 3. Myramua QI188R co3maer HOBBIM CalT
PECTPHUKIIUU B IIECTOM dK30HE Ui dHA0HYKiIea3bl Hpa II (puc. 1, 2).
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Puc. 1. [IIP-aMmmuinpukanus 4 pecTPUKIUA IHA0OHYKJIea3aMu ()parMeHTa reHoma,
coaep:xamero myranuo Q188R u N314D:
BepTHKAJbHbIE CTPEJIKH — CAlThl peCTPUKINHU, TOPU30HTAIbHbIE — MOCA/IKA NMpaiiMepoB
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Puc. 2. MyranTHblii anieas Q188R B nmpode oT nauueHTa, rerepo3uroTHOr0 HOCUTEJIS:
H — Hopma, oTcyTcTBHE MyTAalluK; H/Pp — Hepa3pe3aHHbIe NPOAYKTHI aMININ(UKALNH

Hepaspesannbie mpoaykThl amrummdukanuu s moucka mytanuu Q188R
uMenu pasmep 637 1.0.; mociae pecTpukuuu 3HA0HyKiIeazor Hpa Il npu nannuun
MYTaHTHOTO aJIJIeNsi 3TH (PParMeHTHI pa3pe3aanch Ha 0oJjiee KOPOTKUE KYCKH; OJIMH
U3 HUX SBISUICS KOHCTUTYTUBHBIM (49 10.0.), TaKk Kak MNPUCYTCTBOBAJI IMOCIIE
pa3pe3aHusi U B HOPMaJbHOM, U B MYTAHTHOW IMOCJIEAOBATEIBHOCTSX, NPYyTHE



SABJSUINCh JIMATHOCTUYECKUMU Ha mnpucyrctBue (273 m.o. m 315 n.o.) wm
oTcyTcTBUE (588 11.0.) MyTaLUH.

AMmnupukanuss ¥ pecTpUKLUUS SHIOHYKII€a3aMu (parMeHTa TIeHOMa,
coxepxkamero myranuto K285N, nokazana Ha puc. 3, 4.
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Puc. 3. IIIP-aMmnimmpukanus 1 pecTPUKIMA JHI0OHYKJIea3aMHu (pparMeHTa reHoma,
copepxkamero myranuio K285N: BepTukajbHasi cTpesika — CailT pecCTPUKIMHU
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Puc. 4. MyrantHblii ansieapr K285N B npo0ax oT nanueHToB:
N — Hopma, orcyTrcTBHe MyTaunu, K285N/N — rerepo3urorioe HOCUTE/ILCTBO MYTALNH,
K285N/ K285N — roMo3urorioe HOCUTeJIbCTBO MyTALIMH

Hepaspesannbie mpoaykTel aMmmmiuukanuu s noucka myrtanuu K285N
uMenu pazmep 141 m.o., mocne pectpukuuu 3HAOHYKiIea3on Rsa I npu Hanuuum
HOPMAJILHOTO aJIJIeNsl 3TH (PparMeHThl pa3pe3anuch Ha Kycku 117 m.o. u 24 m.o.
OTcyTCTBHE PECTPUKIIUH YKA3bIBAJIO HA HAIMYUE MYTaALIUH.

CoBpemMeHHBIE TMOAXOAbl K JAa0OPATOPHON JIMAarHOCTHKE TalaKTO3EMHHU
NPEACTaBISAIOT CO00M coyeTaHne OMOXMMHYECKUX M MOJEKYISPHO-T€HETHUYECKUX
TEXHOJIOTUH, B3aUMHO JOMOJHSAIOMIMX Apyr Apyra. Takoe coueTraHue MO3BOJSET
YCHEUIHO PELIUTh BCE 3aJauM, CBSI3aHHBIE C MPWKU3HEHHOM M MpeHaTalbHOU
JUArHOCTUKOM, MPOTHO3UPOBAHUEM TSXKECTU TEUYEHUS W YCHEIIHOCTH JICUCHUS
3a007IeBaHUs,  BBISIBJICHUEM  TE€TEPO3UTOTHBIX  HOCUTENEH,  aJIeKBaTHBIM
71a00paTOPHBIM MOHUTOPUHTOM JICUEHUS.



MNEPEYEHHh BO3MOXXHBIX OCJIOJKHEHUH WJIHX OIIMUBOK
ITPU BBIITOJIHEHUU U ITYTU UX YCTPAHEHUSA
[Ipencrasnen B Tabauue.

Tabnua 1

Bo3moskHbIe OIIMOKY 1 3aTpyAHEHUS IPU IPUMEHEHUN MOJIEKYJISIPHO-
T€HETHYECKUX METOJO0B IUarHOCTUKHU TaJIaKTO3EMUU

Omubxu [TprunHbI Ilytn yctpaneHus
JloxHomono- 1. 3arpsi3Henue CobunroieHre MPUHIIUIIOB
KUTEJbHBIEC/IO)KHO-|  MCCIIEyEMBIX 30HUPOBaHUS J1A0OPATOPUH IS
OTpULIATEIbHBIE o0Opa3LoB IPOBEJIEHUS MOJIEKYJISIPHO-
pe3ynbTaThl UHOPOIHBIM IF€HETUYECKUX UCCIIEIOBaHUI
OMOJOTUYECKUM Hcnonb30BaHue CTEPUIBHOU
MaTepruaIoM OJIHOPA30BOM MOCYAbI, PACXOAHBIX

MaTepuagoB U pacCTBOPOB
OTtpuiaTenbHbI KOHTPOJb (IPOOBI, HE
coaepxamei JIHK) B kaxxaoii cepun
HUCCIIeTOBAaHUMN
IIpoBeaeHre MOBTOPHOIO aHaAIM3a
MOJIOKUTEIIBHBIX TIPO0

2. CHuXKeHue Hcnonb30BaHnE KOHTPOJIBHBIX
(yTpara) o6pasnoB JIHK (c uzBectHoi
aKTUBHOCTH MOCJIE10BATEILHOCTHIO

PECTPUKTA3 HYKJICOTHIOB)




